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Evidence submitted by expert panel

PTEN VCEP

PTEN c.766G>T (p.E256X) meets criteria to be classified as pathogenic for PTEN Hamartoma Tumor syndrome in an autosomal dominant
manner using modified ACMG criteria (PMID 30311380). Please see a summary of the rules and criteria codes in the “PTEN ACMG
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Specifications Summary” document (assertion method column). PVS1: Null variant predicted to result in nonsense-mediated decay or
causing truncation/frameshift at or 5’ to c.1121 (NM_000314.4). PM2: Absent in large sequenced populations (PMID 27535533). PM6:
Assumed de novo, but without confirmation of paternity and maternity in a patient with the disease and no family history. (PMID 9832032)
PS4 _P: Proband(s) with phenotype specificity score of 1-1.5. (PMID 9832032)
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PMID 9832032

PMID: 9832032

Variant in a 2yo male with macrocephaly (+4.5SD), 2 lipomas, psychomotor retardation. Peds score = 6, 1 PP4 point.
PubMed:9832032 [
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