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Spinocerebellar ataxia type 3: Clinical pictures and mutation in 4 cases

SHANG Xianjin SU Qiuni ZHOU Zhiming
Department of Neurology The First Affiliated Hospital of Wannan Medical College Wuhu 241001 China

[ Abstract 1Objective: To investigate the clinical and genetic features of spinocerebellar ataxia type 3 ( SCA3) in population living in southern area of An-
hui province. Methods: The clinical data together with the family history were collected in 4 hospitalized patients with SCA3 and clinical characteristics
were analyzed. Direct sequencing of ATXN3 was performed in the probands and the family members of the four patients to reveal the pattern of CAG trinu—
cleotide repeat expansion ( CAG) n . Results: In the four SCA3 cases 3 were inherited from the kindreds and one sporadic. Initial onset was generally
characterized by progressive ataxia including ataxic gait dysmetria and dysphagia or cerebellar and brainstem dysfunction with pyramidal and extrapyrami—
dal signs such as Babinski signs hyperreflexia and dystonia. Some patients developed marked oculomotor alteration and even minor but specific features
typical of cramp skin sensory neuropathy and mild cognitive impairment. In advanced stages of disease patients developed amyotrophy. Molecular diagnosis
revealed the pattern of CAG repeat units of four probands being more than 60. Conclusion: SCA3 can be complex in clinical manifestation and DNA-based
testing can confirm the diagnosis.
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