
Figure S3 : Whole exome sequencing results obtained in subject II.2 (see pedigree depicted in Figure 3) 
 
 TBXAS1 at 7q34, NM_001061:c.C799T (NP_001052, p.R267W)  
 

 
 
 
 
 
 
 
 



 
TBXAS1 at 7q34, NM_001061:c.G1282A (NP_001052, p.A428T) 
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