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Gene: BRAF (HGNC:673)

Condition: RASopathy (MONDO:0021060)
Inheritance Mode: Autosomal dominant inheritance
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Evidence submitted by expert panel

RASopathy VCEP

The c.111G>A (p.Ser37=) variant in BRAF is a synonymous (silent) variant at a nucleotide that is not highly conserved and is not predicted
to impact splicing (BP7). This variant has been identified in a patient with an alternate molecular basis for disease (BP5; Partners LMM,
GeneDx internal data, GTR ID's: SCV000197179.4, SCV000512270.5). In summary, this variant meets criteria to be classified as likely
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Expert Panel

RASopathy VCEP [
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benign. RASopathy-specific ACMG/AMP criteria applied (PMID:29493581): BP7, BP5.
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https://www.fda.gov/medical-devices/precision-medicine/fda-recognition-public-human-genetic-variant-databases
https://reg.genome.network/allele/CA175346.html
https://www.ncbi.nlm.nih.gov/clinvar/variation/162804
https://www.ncbi.nlm.nih.gov/gene/673
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

a This variant has been identified in a patient with an alternate molecular basis for disease (BP5; Partners LMM,
GeneDx internal data, GTR ID's: SCV000197179.4, SCV000512270.5).

BP7 a v The c.111G>A (p.Ser37=) variant is a synonymous (silent) variant at a nucleotide that is not highly conserved and is
not predicted to impact splicing (BP7).
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