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Summary
Phenotypes of Japanese Children with PRRTZ2 Mutation
Akihisa Okumura

This study examined the phenotypes of epilepsy and paroxysmal kinesigenic dyskinesia
related to PRRT2 mutations among Japanese children with benign epilepsy of infantile onset
and/or paroxysmal kinesigenic dyskinesia. Sanger sequencing was performed to analyze
PRRTZ2 mutations. Information on clinical manifestations was obtained using a structured
research form. We analyzed 105 familial patients from 53 pedigrees and 25 patients without a
family history. Among the 88 probands, PRR T2 mutations were identified in 31 of 53 patients
with benign infantile epilepsy alone, 27 of 28 with both benign infantile epilepsy and paroxysmal
kinesigenic dyskinesia, and 6 of 7 with paroxysmal kinesigenic dyskinesia alone. In patients
with benign infantile epilepsy associated with PRRTZ2 mutations, the median age of onset was
5 months, the median age at the last seizure was 6 months, and the median number of seizures
was five. These data were compatible with reports on the phenotypes of benign infantile
epilepsy. Biallelic mutations were identified in three patients, including one with hemiplegic
migraine and benign infantile epilepsy. These results will be useful for genetic counselling
regarding PRR T2 mutations.
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