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Evidence submitted by expert panel

Phenylketonuria VCEP

The c.826A>G (p.Met276Val) variant in PAH is absent from population databases. It has been identified in trans with pathogenic variants in
two patients (A300S and R261Q; PMID: 16198137), and identified in an additional patient in which a defect in BH4 metabolism was
excluded as a cause of elevated phenylalanine (PMID: 9634518). In summary, this variant meets criteria to be classified as likely
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pathogenic for PAH. PAH-specific ACMG/AMP criteria applied: PP4_Moderate, PM2, PM3_strong.
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Met criteria codes

PM2 v Absent from population databases

PP4 Moderate a v BH4 defect excluded. Single patient (Guldberg, 1998) PMID: 9634518

BH4 defect excluded in all patients PubMed:9634518 [

PM3_Strong B v Two patients, A300S and R261Q (both pathogenic)(PMID: 16198137). Both with MHP

Two patients, both in trans with pathogenic variants (A300S and R261Q) PubMed:16198137 [
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The information on this website is not intended for direct diagnostic use or medical decision-making without review by a genetics professional. Individuals should not change their health behavior solely on the basis
of information contained on this website. If you have questions about the information contained on this website, please see a health care professional.
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