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Variant: NM_002880.3(RAF1):c.923C>T (p.Pro308Leu)
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Gene: RAF1 (HGNC:5894) NM_002880.3(RAF1):c.923C>T (p.Pro308Leu)
Condition: RASopathy (MONDO:0021060) NC_000003.12:9.12600219G>A
Inheritance Mode: Autosomal dominant inheritance CM000665.2:9.12600219G>A
UUID: ed484574-9b2a-4dda-bd46-ea935a45f83c NC_000003.11:9.12641718G>A
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Evidence submitted by expert panel


https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA134762.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/40611
https://www.ncbi.nlm.nih.gov/gene/5894
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

RASopathy VCEP

The filtering allele frequency of the ¢c.923C>T (p.Pro308Leu) variant in the RAF1 gene is 1.516% (179/10394) 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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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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