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Elucidation of neurodegenerative disease in T-type Ca channelopathies
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Spinocerebellar ataxia 42 (SCA42) is a neurodegenerative disorder caused b
€.5144G>A(p-Argl715His) mutation in CACNA1G, which encodes the T-type voltage-gated calcium channe
Cav3.1. We previously established a knock-in mouse model of SCA42 by introducing a ¢.5168G> A (p.
Argl723His) mutation in Cacnalg corresponding to the mutation identified in the SCA42 patients, and
reported that the mutation directly caused progressive ataxia, Purkinje cell degeneration, and the
electrophysiological abnormalities. The aim of this study is to elucidate what depends on
neurodegeneration. We performed , pathological, and electrophysiological analyses. Compared to wild
type aged mice, knock-in aged mice showed significantly decrement of spine density. Comprehensive

gene expression analysis by RNA sequencing in aged mice identified the genes and pathways involved
in SCA42 pathogenesis.
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Ethosuximide improves clinical and pathological phenotypes of SCA42 mouse model
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Pathophysiology and therapeutic strategies for spinocerebellar ataxia type 42
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