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Molecular analysis and pathogenesis of the RAS/MAPK syndromes
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We have performed genetic testing in patients with RASopathies and
successfully identified a new gene, RIT1, In patients with Noonan syndrome. In this study, we
further analyzed clinical manifestations in RIT1 mutation-positive patients and performed functional

analysis in cell culture system. We developed comprehensive analysis system using a next generation
sequencer to analyze genes for RASopathies. We successfully generated model mice for CFC syndrome.
The results would lead to the understanding of the pathogenesis of these disorders and the

development of therapeutic means.
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