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Mutation analysis in patients with the RAS/MAPK syndromes was performed. SHOC2
gene was analyzed in 92 patients with the RAS/MAPK syndromes. Eight patients had
SHOC2 p.S2G mutation. To understand the mechanism underlying the pathogenesis of
the RAS/MAPK syndromes, we performed functional analysis of RAF1 and HRAS
mutants identified in the patients.
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