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[bookmark: _GoBack]Table S3:  A table showing all of the potential homozygous deleterious variants identified by exome sequencing in the proband. The variants identified in chromosome 3 are highlighted in yellow. The p.Lys1154Gln change is highlighted in red and was reported as the likely variant in the patient after numerous filtering and analysis criteria had been applied. 
image1.emf
Chromosome Position rsID Gene Reference Genotype Sift PolyPhen MutationTaster PhyloP Effect type Protein change DNA change

1 32849557 BSDC1 C T/T Synonymous coding Gly38Gly 114G>A

3 36897734 TRANK1 G A/A 0.32 2 1.0 -268 Non synonymous coding Ala1116Val 3347C>T

3 37095372 rs144868848 LRRFIP2 G C/C Synonymous coding Ala391Ala 1173C>G

3 37100359 rs58970254 LRRFIP2 A C/C 0.36 102 1.0 529 Non synonymous coding Cys179Gly 535T>G

3 37365173 rs142972537 GOLGA4 A T/T 0.35 225 1.0 533 Non synonymous coding Asn160Ile 479A>T

3 38047327 rs142867526 VILL G A/A Synonymous coding Ala383Ala 1149G>A

3 38519771 ACVR2B G C/C Synonymous coding Val170Val 510G>C

3 38592445 SCN5A A T/T Synonymous coding Thr1752Thr 5256T>A

3 38622726 SCN5A C T/T 0.1 361 928 655 Non synonymous coding Arg975Gln 2924G>A

3 38739054 rs142653846 SCN10A G A/A 0.23 1 1.0 655 Non synonymous coding Ala1886Val 5657C>T

3 38768174 rs186031413 SCN10A A C/C 0.12 764 879 459 Non synonymous coding Ser1004Ala 3010T>G

3 42701123 rs200539382 ZBTB47 G A/A 0.33 23 1.0 455 Non synonymous coding Ala426Thr 1276G>A

3 48616905 rs369192298 COL7A1 T C/C Splice site region

3 48725799 rs141135563 IP6K2 G A/A Synonymous coding Thr396Thr 1188C>T

3 49039948 P4HTM C T/T 0.02 997 1.0 563 Non synonymous coding Arg144Cys 430C>T

3 50379904 rs200913791 ZMYND10 A G/G 998 1.0 459 Non synonymous coding Leu223Pro 668T>C

3 52387629 DNAH1 A C/C 0.03 993 1.0 496 Non synonymous coding Lys1154Gln 3460A>C

3 52422521 DNAH1 G A/A 0.1 835 987 561 Non synonymous coding Gly3087Ser 9259G>A

3 52437206 rs35448940 BAP1 G A/A 0.16 1 1.0 -136 Non synonymous coding Thr114Met 341C>T

3 52440269 rs35003777 BAP1 C T/T 0.05 1.0 0.65 Synonymous coding Gln243Gln 729G>A

3 56651613 CCDC66 A AG/AG 0.2 124 1.0 456 Frame shift 738Arg_739TrpPheSer 2216_2217insG

3 58084568 FLNB C T/T 0.0 999 999 -459 Synonymous coding His257His 771C>T

7 70800612 rs145702941 WBSCR17 G A/A Synonymous coding Pro105Pro 315G>A

9 140120239 C9orf169 C T/T 0.48 15 1.0 462 Non synonymous coding His56Tyr 166C>T

9 140287680 EXD3 GT G/G 0.0 1.0 -2,357 Frame shift 20His_21ArgPheSer 62_63delA

9 140437876 rs374282575 PNPLA7 G A/A Splice site region

10 133107535 TCERG1L G A/A 0.92 3 1.0 585 Synonymous coding Leu124Leu 370C>T

10 134150291 rs41306842 LRRC27 C T/T Non synonymous coding Pro8Ser 22C>T

13 114174950 rs150929637 TMCO3 C G/G Synonymous coding Thr415Thr 1245C>G

15 43819450 rs147141458 MAP1A A G/G 0.42 0.02 1.0 0.46 Non synonymous coding Lys1927Glu 5779A>G

20 1592355 rs145146965 SIRPB1 T A/A Synonymous coding Val27Val 81A>T

20 61444514 OGFR GGAGCCCATCGGAGACCCCAGGCCCCAGCCCAGCAGGACCTGCAGGGGACGAGCCAGCCGA G/G 1.0 6 1.0 561 Frame shift 370Gly_386AspPheSer 1113_1129delGAGCCCATCGGAGACCCCAGGCCCCAGCCCAGCAGGACCTGCAGGGGACGAGCCAGCCGA

20 61444605 rs3210217 OGFR AGCAGGACCTGCAGGGGACGAGCCAGCCGAGAGCCCATCGGAGACCCCAGGCCCCCGCCCG A/A Frame shift 385Gly_401AlaPheSer 1157_1173delGCAGGACCTGCAGGGGACGAGCCAGCCGAGAGCCCATCGGAGACCCCAGGCCCCCGCCCG


