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Perisylvian syndrome is a rare disorder of the brain in which cortical
malformation, usually polymicrogyria, occurs around the Sylvian fissures, and characterized by
pseudobulbar palsy, intellectual disability or epilepsy. This study aimed to identify the genetic
cause of perisylvian syndrome by comprehensive genome analyses on Japanese patients with this
disease. We have identified and reported SCN3A, novel gene associated with polymicrogyria in 2018.
We have also detected novel genes A, B, C, and D, for this disease, and are now doing in vitro,
and/or in vivo analyses to confirm them in collaboration with other research institutes.
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