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Research of early diagnosis system for epileptic encephalopathy by whole exome
sequencing
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Pediatric neurological diseases such as epileptic encephalopathy often have
poor neurological prognosis. We thought that establishing an early diagnosis system is important
while clarifying its genetic background. In this study, we identified a novel mutation of the KCNQ3
gene in West syndrome. Secondly, we confirmed the CPT2 polymorphism in acute encephalopathy.
Thirdly, we found HECW2 mutation in patient with attacks of flaccid paralysis. We need elucidate the

functions of these genes, develop for order-made therapy and shorten the time for analysis.
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