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The ¢c.1613A>T (p.Asp538Val) variant is absent in the gnomAD cohort (PM2_Supporting). This variant has been reported in at least two
families meeting HDGC clinical criteria (PS4_Moderate; SCV000254814.3). In summary, this variant meets criteria to be classified as a
variant of uncertain significance based on the ACMG/AMP criteria applied as specified by the CDH1 Variant Curation Expert Panel (Variant
Interpretation Guidelines Version 3.1): PM2_Supporting, PS4 Moderate.
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This variant has been reported in at least two families meeting HDGC clinical criteria (SCV000254814.3). Internal lab
contributor: Gastric cancer dx @ 40s, pathology not specified. No reported FHx of cancer (Not Meet).
SCV000254814.3: Proband #1: male with diffuse gastric cancer by 50s. No family history. (Not Meet) Proband #2:
male with metastatic gastric cancer at 30s. FHx of gastric cancer. (Meet) Proband #3: female with diffuse gastric
cancer at late 30s (Meet).
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In silico splicing predictors (SSF, MaxEnt, NNSPLICE, GeneSplicer) predict no splicing effect.
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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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