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S2 Table. Candidate pathogenic variants identified by exome sequencing of five 
members of Family SH  
 

CHR Pos (bp) Gene Variants Segregation with phenotype 
chr4 190874240 FRG1 NM_004477: c.C277G (p.P93A) No 
chr4 190874243 FRG1 NM_004477: c.C280A (p.P94T) No 
chr18 254329 THOC1 NM_005131: c.C547G(p.L183V) Yes 

 


