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Drug discovery study improves the outcomes of epileptic encephalopathy

CHIYONOBU, Tomohiro
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We have ﬁartially elucidated the pathophysiology of two examples of
epileptic encephalopathies, Ohtahara syndrome and Dravet syndrome, using patient-derived induced
pluripotent stem (iPS) cells. Ohtahara syndrome, which is caused by mutation of the STXBP1 gene, was
found to decrease levels of syntaxin-1, which in turn leads to localized abnormalities. In
addition, Dravet syndrome, which is caused by mutation of the SCN1A gene, was found to increase
levels of tyrosine hydroxylase, accelerating dopamine synthesis. Compounds that can improve the
relevant cellular phenotypes in vitro could form the foundation of novel treatment to improve
outcomes in epileptic encephalopathy.
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