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Individu | Individu | Individu | Individu | Individu | Individu | Individ | Individ | Individ | Individ | Individ | Individ | Individ
al 1-1* al 1-2* al 2-1 al 3-1 al4-1 al 4-2 uval 5-1 | uval6-1 | val6-2 | val 7-1 | ual 8-1 | ual9-1 | ual 9-2
Variants Hom Hom Hom Hom Het Het Hom Hom Hom Hom Hom Het Het
(NM_00 | c.1897+1 | c.1897+1 | ¢.831_83 | ¢.1652T | [c.2060- | [c.2060- | c.376C> | ¢.1370d | ¢.1370d | c.455+ | ¢.376C | [c.(658 | [c.(658
1163435. G>A G>A 2insTA;p | >C;p.Le | 2A>G];[ | 2A>G];[ T; elA;p.A | elA;p.A | 4C>G >T; +1 +1
2) .Pro278T | u551Pro | c.803_80 | c.803_80 | p.Argl2 | sn457T | sn457T p.Argl | 659-1) | 659-1)
yrfs*18 6delTGA | 6delTGA 6* hrfs*15 | hrfs*15 26* (2059+ | (2059+
A;p.Met | A;p.Met 1 2060 | 1_2060
268fsArg | 268fsArg -1)del]; | -1)del];
*26] *26] [c.376C | [c.376C
>T,; >T;
p.Argl | p.Argl
26*] 26*] *
Mutatio Splice Splice Insertion | Missense | Splice Splice | Nonsens | Framesh | Frames | Splice | Nonsen | Nonsen | Nonsen
n Type Site/Fra | Site/Fra / Site/Fra | Site/Fra e ift hift se se se
meshift meshift | Frameshi meshift meshift
ft and and
Frameshi | Frameshi
ft ft
EXAC Same Same 0 0 Same Same Same Same Same 0 Same Same Same
Frequen Locus: Locus: Variant: | Variant: | Variant | Locus: | Locus: Varian | Varian | Varian
cies €.1897+1 | c.1897+1 2/120744 | 2/120744 : p.Asnd5 | p.Asn4 t t t:
(Variant G>T G>T = =0.0000 | 3/21032 | 7LysfsT | 57Lysf 3/2103 | 3/2103 | 3/2103
1//Varia | 1/120206 | 1/120206 0.000016 1656 = erl0: sTerlO: 2= 2= 2=
nt 2) = = 56 0 0.00014 | 11/1001 | 11/100 0.0001 | 0.0001 | 0.0001
0.000008 | 0.000008 0 homozyg 26 72=0.00 | 172=0. 426 426 426
319 319 homozyg otes 0 01098 | 000109 0 0 0
otes Europea | homozy 0 80 homoz | homoz | homoz
Europea | n Non- gotes homozy | homoz ygotes | ygotes | ygotes
n Non- Finnish 2 gotes ygotes 2 2 2
Finnish and 0 Latino, Latino, | Latino, | Latino,
and 0 1 1 1 1
African African | African | African
Total 8274877 N/A 1063025 | 1294530 | 1171818 | 1434651 | 120488 | 289855 N/A 553000 | 202000 N/A Not
reads/ 3 48 70 68 74 546 072 00 000 availabl
Total e

Sequence




Total 7147257 N/A 1054679 | 1282191 | 1167239 | 1429524 | 120006 Not N/A 549682 | 198970 N/A Not
aligned 2 40 54 90 49 591 availabl 00 00 availabl
reads e e
Mean 134X N/A 91X 133X 125X 143X 132X 98% at N/A 85X 202X N/A 56X
Coverage >30x

Table S1 — Variants with EXAC database frequencies, both for the exact variant and, where noted, other variants of the same type at
the same locus demonstrating allele frequencies consistent with an autosomal recessive disease, and sequencing metrics of the
individuals identified by whole exome sequencing (Hom: Homozygous, Het: Heterozygous) *These patients previously reported by

Alazami et al, 2015




