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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 

 


