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Variant: NM_030662.3(MAP2K2):c.603C>T (p.Leu201=)
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Gene: MAP2K2 (HGNC:5605) NM_030662.3(MAP2K2):c.603C>T (p.Leu201=)
Condition: RASopathy (MONDO:0021060) NC_000019.10:9.4101121G>A
Inheritance Mode: Autosomal dominant inheritance CM000681.2:9.4101121G>A
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[4 Criteria Specifications for this VCEP

Evidence submitted by expert panel

RASopathy VCEP

The filtering allele frequency of the c.603C>T (p.Leu201=) variant in the MAP2K2 gene is 0.191% (18/6102) of African chromosomes by the
Exome Aggregation Consortium, which is a high enough frequency to be classified as benign based on thresholds defined by the ClinGen
RASopathy Expert Panel (BAl; PMID:29493581)
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https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA137956.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/40811
https://www.ncbi.nlm.nih.gov/gene/5605
https://www.ebi.ac.uk/ols/ontologies/mondo/terms?iri=http%3A%2F%2Fpurl.obolibrary.org%2Fobo%2FMONDO_0021060
http://clinicalgenome.org/affiliation/50021
https://cspec.genome.network/cspec/ui/svi/affiliation/50021

BAl G v The filtering allele frequency of the c.603C>T (p.Leu201=) variant in the MAP2K2 gene is 0.191% (18/6102) of
African chromosomes by the Exome Aggregation Consortium, which is a high enough frequency to be classified as
benign based on thresholds defined by the ClinGen RASopathy Expert Panel (BAl; PMID:29493581)
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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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