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Elucidation for genetic basis and molecular pathology of infantile epileptic
encephalopathy

Saitsu, Hirotomo
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We identified genetic abnormalities in more than 50% of cases of infantile
epileptic encephalopathies by comprehensive gene mutation analysis and copy number variation
detection system using whole exome sequencing data. In addition, PPP2R1A, CACNALG, CSNK2Al, and
GABRB2 are identified as novel candidate genes through combining gene mutation data in other
large-scale cohorts of brain and nervous diseases and in our study. Furthermore, we identified
SLC12A5, CNPY3, CYFIP2 and RHOBTB2 as novel causative genes and reported them together with
functional findings in their cell or mouse models. These studies advanced the elucidation of
molecular basis of infantile epileptic encephalopathy.
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