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WFFER S OMESE (F3C) : Spinocerebellar ataxia type 31 (SCA31) is the most prevalent
subtype of autosomal dominant cerebellar ataxias (ADCAs) in Nagano prefecture. To date,

we have collected 71 families with SCA31 in Nagano. We have analyzed clinical features
of 66 patients (from 49 families) with SCA31 in detail. Patients with SCA31 showed a pure
cerebellar phenotype, as observed in SCA6 patients, but the age at onset in SCA31 patients
was much later than SCA6 patients in our cohort. Gaze—evoked nystagmus was less frequently
observed in SCA31 patients than SCA6 patients. Molecular genetic analysis revealed all
94 patients (from 71 families) with SCA31 had insertions at the SCA31 critical region
of 16g22.1. The insertions ranged from 2.6 to 3.7 kb in length. The insertion in this
region was found in healthy control individuals very rarely (3/405, 0.7%), and its length
ranged from 1. 0 to 3.5 kb. The insertions in SCA31 patients, but not in control individuals,
inevitably contained a stretch of (TGGAA) penta—nucleotide repeats. These data indicate
the (TGGAA) repeat sequence in the insertion may be critical for the pathogenesis of SCA31.
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