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Supplemental Figure S3. Mutation validation Sanger results. 

The mutations families E1 and G5 were confirmed using Sanger. In E2, the first row demonstrates a 

control that is homozygous to the reference allele (G). The second row shows the father, who is a carrier 

of the alternate allele (T). The third and fourth rows show the results of the fetus, once using a forward 

primer and once using a reverse primer. The fetus is homozygous to the alternate allele. In both cases in 

G5, rows 1-2 represent the control, row 3 represents the mother, and rows 4-7 represent the fetus. 


