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Variant: NM_004360.4(CDH1):c.604G>A (p.Val202lle)

cA1637764 HGVS expressions

133853 (ClinVar) (4 NM_004360.4(CDH1):c.604G>A (p.Val202lle)
Gene: CDH1 (HGNC:999) NM_004360.4:c.604G>A

Condition: CDH1-related diffuse gastric and lobular breast cancer NC_000016.10:9.68808765G>A
(MONDO:0007648) CM000678.2:9.68808765G>A

Inheritance Mode: Autosomal dominant inheritance NC_000016.9:9.68842668G>A

UUID: 4f56b139-4c6b-4107-aebc-4368f6c6f68b CM000678.1:9.68842668G>A
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Evidence submitted by expert panel

CDH1 VCEP

The c.604G>A (p.Val202lle) variant has an allele frequency of 0.00354 (0.35%, 109/30,772 alleles) in the South Asian subpopulation of the
gnomAD cohort (BAl). In summary, this variant meets criteria to be classified as benign. ACMG/AMP criteria applied, as specified by the
CDH1 Variant Curation Expert Panel (Variant Interpretation Guidelines Version 3.1): BAl.

Met criteria codes

BAl a v South Asian subpopulation in 1000 genomes has the allele at a frequency of 1% (10 alleles)

Not Met criteria codes

BS4 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BS3 B % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BS1 B P 4 South Asian subpopulation in 1000 genomes has the allele at a frequency of 1% (10 alleles)

BS2 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline
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the guideline
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PM6 a % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PM2 % South Asian subpopulation in 1000 genomes has the allele at a frequency of 1% (10 alleles)
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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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