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Supplementary figure S1. Family pedigree where the proband carried the variant BRCA1 (ENST00000471181.2) c.4357+1G>A.
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+: Carrier of BRCAI (ENST00000471181.2) ¢.4357+1G>A variant.



Supplementary Table S1. Summary of various quality metrics related to the primary analysis of the 84 analysed NGS samples.

SampleID  TotalReadCount MarkedDuplicatesCount MarkedDuplicates (%) UniqueMappedCount UniqueMapped (%) MAPQ>39Count MAPQ>39% TargetMeanCoverage SmallVariantsCount
SAMPLE_01 4306702 808172 18.77 3494143 81.13 4072617 94.56 329.26 1352
SAMPLE_02 5422346 1218150 22.47 4198994 77 .44 5121517 94.45 407.48 1435
SAMPLE_03 4136992 780680 18.87 3351539 81.01 3888460 93.99 324.00 1287
SAMPLE_04 4217184 819023 19.42 3395240 80.51 3988817 94.58 330.65 1434
SAMPLE_05 3154060 510588 16.19 2641272 83.74 2974170 94.30 256.87 1426
SAMPLE_06 3667028 666226 18.17 2996904 81.73 3484546 95.02 296.26 1425
SAMPLE_07 4286010 832490 19.42 3449507 80.48 4041816 94.30 335.17 1338
SAMPLE_08 4400140 850979 19.34 3544581 80.56 4172516 94.83 344.74 1419
SAMPLE_09 3858364 707594 18.34 3146318 81.55 3638934 94.31 306.46 1356
SAMPLE_10 3988152 761105 19.08 3223256 80.82 3762974 94.35 310.24 1339
SAMPLE_11 4537970 946067 20.85 3587637 79.06 4288345 94.50 347.24 1294
SAMPLE_12 5362140 1244115 23.20 4112643 76.70 5084934 94.83 398.73 1412
SAMPLE_13 5410000 1355376 25.05 4048529 74.83 5228801 96.65 406.85 1369
SAMPLE_14 4472046 946908 21.17 3520519 78.72 4253573 95.11 345.48 1449
SAMPLE _15 4752614 1035745 21.79 3712154 78.11 4502667 94.74 362.38 1407
SAMPLE _16 3537878 629622 17.80 2904750 82.10 3321152 93.87 278.68 1295
SAMPLE_17 4839334 1073494 22.18 3760264 77.70 4572859 94.49 364.52 1405
SAMPLE _18 4707644 1166239 24.77 3536926 75.13 4452290 94.58 335.19 1212
SAMPLE_19 4363940 991754 22.73 3366396 77.14 4210221 96.48 343.78 1410
SAMPLE_20 4392822 885992 20.17 3502380 79.73 4155814 94.60 339.47 1358
SAMPLE_21 4147762 900059 21.70 3241837 78.16 4015566 96.81 338.09 1267
SAMPLE_22 4825444 1060434 21.98 3760443 77.93 4585233 95.02 366.01 1282
SAMPLE_23 5860556 1671934 28.53 4183130 71.38 5494262 93.75 395.39 1197
SAMPLE_24 5067370 1255720 24.78 3806225 75.11 4901888 96.73 393.60 1388
SAMPLE_25 3363226 670952 19.95 2688266 79.93 3254142 96.76 290.19 1396
SAMPLE_26 3458826 613676 17.74 2841369 82.15 3335661 96.44 271.70 1338
SAMPLE_27 3695812 674941 18.26 3018316 81.67 3482143 94.22 291.02 1344
SAMPLE_28 4989922 1280004 25.65 3704665 74.24 4817971 96.55 384.11 1368
SAMPLE_29 4485526 947248 21.12 3534256 78.79 4264763 95.08 344.69 1424
SAMPLE_30 5039630 1152117 22.86 3882771 77.04 4785938 94.97 377.40 1518
SAMPLE_31 4235578 821213 19.39 3410728 80.53 3987354 94.14 323.62 1283
SAMPLE_32 4177210 845637 20.24 3326007 79.62 3951943 94.61 319.53 1402
SAMPLE_33 5701898 1583567 27.77 4112106 72.12 5372858 94.23 390.83 1260
SAMPLE_34 4870290 1042338 21.40 3823458 78.51 4612145 94.70 370.58 1368
SAMPLE_35 4002138 751960 18.79 3245440 81.09 3770873 94.22 313.51 1296
SAMPLE_36 5393030 1416734 26.27 3966695 73.55 5096465 94.50 377.37 1240
SAMPLE_37 4041608 762968 18.88 3274249 81.01 3823807 94.61 312.94 1360
SAMPLE_38 5399666 1477613 27.36 3916460 72.53 5095500 94.37 367.92 1235
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SAMPLE_80 4014524 805358 20.06 3204160 79.81 3868949 96.37 317.23 1354

SAMPLE_81 5525118 1478170 26.75 4040892 73.14 5349764 96.83 417.73 1320
SAMPLE_82 3579440 644938 18.02 2930753 81.88 3376713 94.34 288.06 1412
SAMPLE_83 3252646 533731 16.41 2716705 83.52 3070473 94.40 258.97 1387
SAMPLE_84 5332234 1431476 26.85 3895773 73.06 5043888 94.59 371.97 1310

The columns contain the following information: (1) SamplelD, (2) total count of the sequenced reads, (3) number of reads marked as duplicates, (4) duplicates as
a proportion of the total number of sequenced reads, (5) number of mapped reads without duplicates, (6) proportion of non-duplicated reads in the total number
of sequenced reads, (7) number of reads mappinng to the reference genome with MAPQ at least 40, (8) proportion of the MAPQ40 and above reads in the total
number of sequenced reads, (9) mean depth of coverage in the targeted regions, (10) number of called small variants.



