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Clinical and Genetic Research of Spinocerebellar Ataxia Type 2 (with a Family Report)

WEEAE S R 9RO

Yuxue Yao Ruquan Zhou Haiyan Zhang Jun Hu Zhanglong Tang"

CREWTFEREGENE hE - 250 E 3% 242000

Department of Internal Medicine, Tongrui Hospital, Xuancheng City, Anhui Province, Xuancheng, Anhui, 242000, China

O OE, A EEFEIA2 A (SCA2) 2 —A ARG RF AT RGN 2 A GEERR, $ 28 EERIES,
EBE AR E I AT E R ME R REALRREAE T TR B ER. REER
RZAKEE, DI, T REE, %A ATXN2 AR %A R CAG TR A7 832 %, F8mn ash P R L% G (ataxin-2)
FF AR, AR R ARG T TR, T TRAmET AL,

Abstract: Hereditary spinocerebellar ataxia type 2 (SCA2) is a group of nervous system genetic diseases with clinical and genetic
heterogeneity, most of which are autosomal dominant inheritance, mainly manifested as adult onset, chronic progressive aggravation
of limb ataxia, dysarthria, saccade slow down and brainstem “cross sign” imaging symptoms. The lesions mainly involved the brain,
cerebellum, brainstem and spinal cord. The abnormal increase of CAG repeats in the coding region of atxn2 gene led to the abnormal
accumulation of mutant protein (ataxin-2) in intracellular inclusion bodies. At present, there is no effective treatment means, early

intervention and symptomatic treatment.
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