TAPAEHBIEIRAME BF7E4EH 2017 5 28 - 91-96
— RBIREE —

Iz u=—SVTADPA (DooselEfilE) o
G RO B9 5 38 (5 092 R O BT

Analysis of genetic factors associated with the therapeutic response in patients with
myoclonic astatic epilepsy (Doose syndrome)
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Summary

Analysis of genetic factors associated with the therapeutic response in patients with
myoclonic astatic epilepsy (Doose syndrome)

Mitsuhiro Kato, Kazuyuki Nakamura, Shinjiro Akahoshi, Mitsuko Nakajima, Naomichi Matsumoto

Myoclonic astatic epilepsy (MAE) (Doose syndrome) develops at 2-5 years of age and is
characterized by tonic-clonic seizures, myoclonic astatic seizures, and atypical absences. A
characteristic theta rhythm on electroencephalogram is then recognized over time. To elucidate
the genetic backgrounds associated with the etiology of MAE and therapeutic responses in
patients with MAE, clinical information analysis and whole exome sequencing were performed.
The male-to-female ratio of the 21 patients included was 16:5. They developed their first seizure
at 5 months to 5 years of age. Eleven patients had tonic seizures, 4 had tonic-clonic seizures,
and 7 had other seizure types. Astatic seizures, myoclonic seizures, and atypical absence
seizures occurred during the courses of their diseases. Only 4 patients were seizure-free.
Among the patients with persistent seizures, 4 had motor dysfunction, 14 had intellectual
disorder (borderline in 4 cases, mild in 9, and severe in 1), and 11 had attention deficit
hyperkinetic disorder. A de novo mutation in SCNIA was identified in a patient with features
of both MAE and Dravet syndrome, and a de novo mutation of SLC6A1 was identified in a
patient with typical MAE. The prevalence rates of these mutations were similar to those
previously reported. The etiology of MAE is thus considered to be heterogeneous.

Ann.Rep.Jpn.Epi.Res.Found. 2017 ; 28 : 91-96
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