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Supplementary Table S1. Missense Variants Identified in the Cohort

Suggested .
X Number of Variant fre-
SNP ID HGVSC HGVSP Conse-  ACMG = ACMGerite- ;b\ PAGE individu- quency in
quence classifica- ria
. als the cohort
tion
missense BA1, BS2, BP4, LA1  0,7893
1042034 c13013G>A  p.(Serd338A Beni » D95 DI, ’ A 072 4 ,
15104203 ¢.13013G p-(Ser4338Asn) variant enign BD6 LA2 073226 S 0,7255 5 0,9000
missense . LA1 0,3342
15679899 c1853C>T  p.(Ala618Val) : Benign BA1, BS2, BP6 SA 03794 41 0,6833
variant LA2 0,41981
missense . LA1 0,2018
15676210 c8216C>T  p.(Pro2739Leu) : Benign BA1, BS2, BP6 SA 02714 35 0,5833
variant LA2 0,25946
missense BA1, BS2, BP4, LA1  0,2535
1367117 293C>T (Thro8Il Beni » D95 DI, A 02714 2 4
15136 €.293C p-(Thr98lle) variant enign BD6 LA2 027 S 0 6 0,4333
missense BA1, BS2, BP4, LAl 0
1801702 c.12809G>C  p.(Argd270Th Beni » Do%, B, SA NotReported 21 0,3500
s C p-(Arg r) variant enign BP6 LA2 0 ot Reporte
c.35_43del- p-(Leul2_Leul4 missense . BA1, BS2, BP3, LAl 0
rs17240441 TGGCGCTGC del) variant Benign BP6 LAD 0 SA Not Reported 15 0,2500
~ LAl 0,0805
11801701 c10913G>A  p.(Arg3638GIn) "¢ Benign DAL BS2BP4, SA 00933 6 0,1000
variant BP6 LA2 0,09295
missense BA1, BS2, BP4, LA1  0,1590
1042031 c12541G>A  p.(Gludl18IL Beni » Do% B, ' SA 011 4 0,0667
e ¢ P(Cludl8lLys) 0 ione  Demisn BP6  LA2 0,1401
1801699 5741A>G Asn1914Ser) TUSSEMSE g ion  BALBS2, BPe Tt 9025 o0 (o506 3 0,0500
T . (Asn T nign ,BS2, , ,
s ¢ p-(As ) ariant  DoM8 LA2  0,0489
~ LAl 00285
112691202 c2188G>A  p.Valzaolle) TS penign DAL BSZ B4 SA NotReported 2 0,0333
variant BP6 LA2 0,0253
missense X LA1 0,0382
156752026 433C>T p.(Prol45Ser) : Benign BA1, BS2, BP6 SA 00106 2 0,0333
variant LA2 0,0076
53961497 missense LAL NZLIZS'
e c3379C>T  p.(Prol127Ser) VUS PM2 P SA NotReported 2 0,0333
5 . Not Re-
variant LA2
ported
: LAl 09952
12163204 c8353ASC  p.(Asn2785His) o™ Benign Do PS% B, SA 09818 2 0,0333
variant BP6 LA2 09717
~ LAT 0
76T 0871coT  pu(Arg3291Cys) ™ yus  PM2, BP6 SA NotReported 1 0,0167
5 variant LA2 0
i missense . LA1 0,0172
C5768A>G  p.(His1923Arg) : Benign BA1, BS2, BP6 SA 0,009 1 0,0167
18533617 variant LA2 0,01221
61736761 3634C>A Leul212Met) ™IS5EM€  poion  BAL Bs2, BPe Sob 90268 o 00056 1 0,0167
T . . nign , ” / '/
® ¢ p-(Leul21aMet) =0 e DeM8 LA2 0,058
: LAl 0,0397
112713450 c13451C5T  p.(ThradsaMet) o™ Benjgn DAL BSZBP4, SA 00151 1 0,0167
variant BP6 LA2 0,0088
~ LAl  0,0009
172653077 c3427C5T  pu(Prolld3Ser) UM penign DAL BSZBP4 SA 00005 1 0,0167
variant BP6 LA2 0,0012
12713843 3383G>A Argl128His) TSSC ponien  Bs1BS2, BPe 0 Y007 gn g o0s 1 0,0167
T . . by 1 nign ’ v /! 7
s ¢ p-(Arg ) variant ~ DeTi8 LA2 0,00379
: i - LAl 0,0024
rs14122576 CAG63ASC p.(lle1555Val) mlss.ense leelly Be BS1, BP4, BP6 SA 0 1 0,0167
8 variant nign LA2 0
i i - LAl 09986
172653098 c8912ASC  pu(Asn2971Thr) TosnSe LikelyBe byt Bpa, B SA 09995 1 0,0167
variant nign LA2 0,9979
i i - LAT 0
rs14263806 < 5110G>A p.(Ala1704Thr) mlss.ense lee.ly be BP4, BP6 SA 0 1 0,0167
9 variant nign LA2 0,0004
: LAT 0
3134153 suaTeA puleulldsHis) "™ yus M2, BP6 SA NotReported 1 0,0167
5 variant LA2 0
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