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Modifying factors for epilepsy in chorea-acanthocytosis

SAKIMOTO, Hitoshi
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Chorea-acanthocytosis (ChAc) is a human, autosomal recessive
neurodegenerative disorder. Clinically, ChAc is characterized by adult-onset chorea, acanthocytosis
in erythrocytes, and epilepsy (40%). Humans with ChAc also exhibit a range of ages of onset and
symptoms, even in the same family lineage. Similarly, the behavioral and pathological phenotypes of
the model mice varied a good deal from individual to individual, indicating that differences between

individuals. Several ChAC model mice with epilepsy appeared in the same family lineage. It is
probable that genetic modifiers affect the epilepsy of the disease phenotypes. Occurrence of de novo
mutations which is modifying factors for epilepsy was suggested, and genetic analysis identified
the mutation of Hnrnpm. ChAc model mouse with Hnrnpm mutation tended to have epileptic seizures.
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