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Identification of novel causative genes for early-onset epileptic encephalopathies
using HRM analysis and next-generation sequencer

Kato, Mitsuhiro
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To clarify the genetic background of early-onset epileptic encephalopathies
(EOEE), we performed high-resolution melting (HRM) analysis as a high-throughput mutation screening
method and whole exome sequencing (WES) analysis using next-generation sequencer (NGS). We identified
KCNQ2 mutations in 3 of 12 patients with Ohtahara syndrome, SCN2A mutations in 15 of 328 patients with
EOEE, and SCN8A mutations in 7 patients with EOEE. A combination of HRM analysis and WES analysis using
NGS can efficiently detect the genetic cause of EOEE.
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