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Table S1 Variant prioritization and filtering strategy used to
analyze exome sequencing data

Total called variants 41,308
Rare variants (< 1%)? 1,918
Read number (> 20) 1,434
Excluding intergenic and 918
intronic variants

Excluding synonymous 671
variants

Homozygous variants 84

Shared by all three families®

1

Variant frequency equal to or less than 1% in population databases
(gnomAD, 1000 Genomes Project, EXAC, and our in-house data of

377 exomes).

bKnown variant, in concordance with the observed phenotype.
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