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1) Clinical features of Japanese Hyperekplexia, investigation of natural
history, and cleated of clinical guidelines: A survey was conducted at 1394 facilities of medical
institutions nationwide, of which 25 facilities had experience of cases. 17 cases were in the
pediatric area and 4 cases were in the adult area. The clinical manifestation was analyzed with the
result of 2). Next, we cleated diagnostic criteria draft. After completing its public comment
procedures, we confirmed guideline. 2) Analysis of gene abnormalities related to glycinergic
neurotransmission system: 39 cases were analyzed between 2016 and 2019, 13 cases had GLRA1 mutation
and one case had SLC6A5 mutation.
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