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A Case of Familial Spinocerebellar Ataxia Type 8

Sang Hyeon Lee, M.D., Chang Seok Ki, M.D.*, Hyung In Cho, M.D., Pyung Won Lee, M.D.,
Jong Won Kim, M.D.*, Won Yong Lee, M.D., Ph.D.
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Sungkyunkwan University School of Medicine, Seoul, Korea

Spinocerebellar ataxia type 8 (SCAS), originally described in a family characterized by pure cerebellar ataxia, is caused

by the expansion of combined CTA/CTG repeats on chromosome 13q21. We experienced a 26-year-old man who
presented with a 10-years history of slowly progressive gait ataxia, dysarthria and blepharospasm. We performed genetic
studies for SCAI, 2, 3, 6, 7 and 8, and detected CTA/CTG repeat expansion in the SCA8 gene. We now report the first

Korean familial case of SCAS8 confirmed by genetic study.
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Figure 2. Molecular genetic analysis of CTA/CTG repeat
expansion in the SCA8 gene. (A) Polymerase chain reaction
(PCR)-polyacrylamide gel electrophoresis demonstrates an expan-
ded allele (filled arrow) as well as a normal allele (open arrow)
in the proband, while two normal alleles are shown in control.
(B) Long-template PCR also reveals expanded alleles in proband
(Lane 6; 280 repeats), mother (Lane 4; 283 repeats), and one of
three maternal aunts (Lane 2; 112 repeats). M, 100 bp size
marker; M13, M13 vector size marker; Pr, proband; Co, control;
Lane 1-3, proband's maternal aunts; Lane 4, mother; Lane 5,
father; Lane 6, proband; Lane 7, control.

Figure 1. Magnetic resonance images of the
patient. These show marked cerebellar atrophy
with relatively mild atrophy of the brainstem.
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. . Figure 3. Pedigree of the family
genetically examined .
of the reported patient.
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