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Cardiomyopathy VCEP

The ¢c.2717A>G (p.Asp906Gly) variant in MYH7 has been reported in >20 individuals with hypertrophic cardiomyopathy (PS4;
PMID:27532257; PMID:12081993; PMID:15528230; PMID:16267253; PMID:24510615; Partners LMM ClinVar SCV000059468.5). This variant
segregated with disease in 10 affected individuals (PP1_Strong; PMID:12081993; PMID:15528230). This variant was absent from large
population studies (PM2; http://exac.broadinstitute.org). This variant lies in the head region of the protein (aa 181-937) and missense
variants in this region are statistically more likely to be disease-associated (PM1; PMID:27532257). In summary, this variant meets criteria
to be classified as pathogenic for hypertrophic cardiomyopathy in an autosomal dominant manner. MYH7-specific ACMG/AMP criteria
applied (PMID:29300372): PS4; PP1_ Strong; PM1; PM2
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https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA012936.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/14125
https://www.ncbi.nlm.nih.gov/gene/4625
https://www.ebi.ac.uk/ols/ontologies/mondo/terms?iri=http%3A%2F%2Fpurl.obolibrary.org%2Fobo%2FMONDO_0005045
http://clinicalgenome.org/affiliation/50002
https://cspec.genome.network/cspec/ui/svi/affiliation/50002

PM1 v Variants in head region of the protein (aa 181-937) are statistically more likely to be disease-associated

Variants in head region of the protein (aa 181-937) are statistically more likely to be disease-associated
PubMed:27532257 [

PS4 v Variant identified in >20 probands with HCM including ClinVar SCV000059468.5

Variant identified in 1 proband with HCM  PubMed:16267253 [
Variant identified in 1 proband with HCM  PubMed:15528230 [4
Variant identified in 5 probands with HCM PubMed:24510615 [
Variant identified in 1 proband with HCM  PubMed:12081993 [
Variant identified in 7 probands with HCM PubMed:27532257 [

PP1_Strong v 10 segregations

2 segregations PubMed:15528230 [
10 segregations PubMed:12081993 [
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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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