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Elucidation for genetic basis of infantile epileptic encephalopathy by using
comprehensive genetic analysis

Saitsu, Hirotomo
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Target capture analysis against 35 or 50 epilepsy genes and whole exome
sequencing was performed in 104 and 623 cases with infantile epileptic encephalopathy, respectively. We
identified several new disease causing genes (GNAO1l, SLC35A2, PIGA, C0G2, KCNB1). With our analysis along
with world-wide progress of genetics of infantile epileptic encephalopathy, approximately 45 % of cases
could be genetically diagnosed.
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