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Exploring novel causative gennetic variants and the pathomechanism of Episodic
ataxia
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Episodic ataxia is a hereditary rare disease representing intermittent
vertigo and/or dizziness. The pathomechanism and the therapeutic drug have not been explored yet.
Especially, the number of case reports of EA in Japan has been limited. In this study, we identified

a few EA cases which has been undiagnosed. In addition, a few cases of familial hemiplegic
migraine, which shares some symptoms with EA, have been identified. We succeeded to elucidate some
specific features of EA in Japan. Moreover, we explored a patch clamp methods to record gating pore
current, which would be useful to explore the pathomechanisms of ion channel disease including EA.
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