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Picture 1.

A 58-year-old man complained of difficulty walking and
limb numbness for the past 9 years and gait instability for
the past 4 years. He presented with dysarthria, horizontal
gaze nystagmus, diminished deep tendon reflex, bilateral
Babinski sign, left dominant limb ataxia, and reduced super-
ficial sensation. He reported a family history of autosomal
dominant spinocerebellar ataxia and was diagnosed with
Machado-Joseph disease (MJD). Magnetic resonance imag-
ing revealed vertical clefts in the bilateral cerebellar hemi-
spheres (arrowheads) with atrophy (Picture 1A-C, E-G),
findings that were clarified by three-dimensional recon-
structed images (Picture 1D, H), and a normal cerebrum
(Picture 2). A genetic analysis showed an expanded ATXN3
allele (60 CAG repeats). Although Blakes’s pouch cyst can

compress and displace the cerebellum superiorly (1), no cyst
or hydrocephalus was observed. Since the length of the
CAG repeat is inversely correlated with the onset in
MIJD (2), the onset in the present case was earlier than in
MID patients with 60 repeats. Cerebellar abnormalities may
exacerbate ataxia.
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