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CA39645211604 HGVS expressions

481692 (ClinVar) (4 NM_004360.5(CDH1):c.121G>T (p.Val41Leu)
Gene: CDH1 (HGNC:999) NM_004360.5:c.121G>T

Condition: CDH1-related diffuse gastric and lobular breast cancer NC_000016.10:9.68738369G>T
(MONDO:0100488) CM000678.2:9.68738369G>T

Inheritance Mode: Autosomal dominant inheritance NC_000016.9:9.68772272G>T

UUID: eaf93bd1-8295-4f6¢c-8bfb-f6a0520b948b CM000678.1:9.68772272G>T
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https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA396452116.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/481692
https://www.ncbi.nlm.nih.gov/gene/999
https://www.ebi.ac.uk/ols/ontologies/mondo/terms?iri=http%3A%2F%2Fpurl.obolibrary.org%2Fobo%2FMONDO_0100488
http://clinicalgenome.org/affiliation/50014
https://cspec.genome.network/cspec/ui/svi/affiliation/50014
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CDH1 VCEP

The ¢.121G>T (NM_004360.5) variant in CDH1 is a missense variant predicted to predicted to cause substitution of Val by Leu at amino acid
41 (p.Val4lLeu). This variant has been observed in Variant seen in >3 heterozygous individuals without GC, DGC, SRC tumours or LBC and
whose families do not suggest HDGC (BS2_Supporting; Ambry, GeneDX, Invitae). This variant is absent from gnomAD 2.1.1
(PM2_Supporting). In summary, this variant is classified as uncertain significance for DGLBCS based on the ACMG/AMP criteria applied, as
specified by the ClinGen CDH1 VCEP: PM2_Supporting, BS2 Supporting. (CDH1 VCEP specifications version 3.1; 04/24/2023)

Met criteria codes

PM2_Supporting D v This variant is absent from populations in gnomAD 2.1.1 (PM2_Supporting).

BS2_Supporting D v This variant has been observed in 7 heterozygous individuals without GC, DGC, SRC tumours or LBC and whose
families do not suggest HDGC (BS2_Supporting; Ambry, GeneDx, Invitae).
Not Met criteria codes

PS1 % No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PS2 D P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PS3 D X No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PS4 D P 4 No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

BA1l D b Variant absent from gnomAD

PP1 D X No code specific comments provided, please refer to the summary above or general recommendations provided in
the guideline

PP2 x NA

PP3 B0 x NA

PP4 x



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

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

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

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

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

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

Variant absent from gnomAD

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

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

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

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

NA

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

NA

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

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

ClinGen Terms of Use.
o Powered by BCM's Genboree.
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