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The ¢c.735G>A (p.Val245=) variant in PAH has a MAF of 0.29058 in ExAC (BA1l; http://exac.broadinstitute.org) with 6,524 homozygotes
(BS2). This is a synonymous variant, predicted tolerated and benign in SIFT, Polyphen. MutationTaster predicted polymorphism with no
abrogation of splice sites (BP4). In summary, this variant meets criteria to be classified as benign.
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a Synonymous variant, predicted tolerated and benign in SIFT, Polyphen. MutationTaster predicted polymorphism with
no abrogation of splice sites

BAl ﬂ v AF is 0.29058 in EXAC with 6,524 homozygotes. highest MAF is 0.76290 in EAS from 1000G

BS2 G v Reported in the homozygous state in large population databases
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