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We present a family with hereditary dentato-rubro-pallido-luysian atrophy (DRPLA) occurring in three
successive génerations. ’

Patient 1 developed cerebellar ataxia at age 62, followed by athetoid movement. The symptoms gradually
worsened. She died of pneumonia at age 77. Autopsy revealed small-sized brain (1,080g) with degenerative
changes, mild in the dentate and red nuclei, moderate in the external segment of globus pallidus and subth-
alamic nuclei; the diagnosis of DRPLA was made.

Patient 2 has suffered from ataxic gait since 33 years old. At age 39, she had generalized convulsion. At
age 49, she is demented and bed-ridden, showing choreic movement.

Patient 3, mentally retarded, generalized convulsion and cerebellar ataxia developed at age 18. The
symptoms have been progressive.

Magnetic resonance imaging of the patient 2 and 3 showed that both had small-sized cerebellum and brain
stem. .
In this family, the patient 1 with late onset showed cerebellar ataxia and athetosis, whereas the patient
3 with juvenile-onset had epilepsy and mental retardation. The patient 2 with middle-age onset had all the
symptoms mentioned above. Such age-dependent diversity of clinical features even in a single family appears
to be pathognomonic for hereditary DRPLA. All three patients including the youngest one had small brain
stem, suggesting the presence of a common genetic basis underlying maldevelopment (hypoplasia). Shinshu
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