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The pathogenesis of epilepsy is poorly understood and good diagnostic and
therapeutic methods have not yet been established. Previously, we identified DSCAML1 as a
responsible gene in rats with spontaneous epilepsy. In the present study, we analyzed the DSCAML1
gene in human epilepsy patients and identified several SNPs that cause missense mutations.
Furthermore, we generated patient-type DSCAML1 knock-in mice and detected abnormal brain waves.
These results suggest that loss of function of DSCAML1 may be involved in the development of
epilepsy.
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