BT/ E . RIEDOMAED L 75

2) Machado-Joseph &0 AR HRIE

FRREMHRAT RROEFEEE WA KA - XKk PRMfE
&M BEih
) RN Bk WE
ZZRTRBAEAR IR R
Ey RREETMENN EHR XEWH

Neuropathology of Machado-Joseph disease

Mitsunori YAMADA, Eisaku OHAMA and Fusahiro IKUTA

Department of Pathology, Brain Research

Institute, Niigata Uniuersity
Tatsuhiko YUASA

Department of Neurology, Brain Research
Institute, NiiNata University

Yasuhiro KAWASE

Department of Neurology, Sanno-cho Hospital

Masatoshi WAKABAYASHI

Department of Neurology, National Saigata Sanatorium

Although clinical reports of Machado-Joseph disease have been increasing, its neuropa-
thology is not fully understood. We studied neuropathologically a patient with Machado-
Joseph disease in a Japanese family and reviewed the pathological findings of the past lite-
ratures.

Case report: There were four patients in the two generations of this K—family, and the
hereditary pattern seemed to be autosomally dominant. The patient noticed unsteadiness of
gait at age 18, Cerebellar ataxia and brisked deep tendon reflexes were observed. At age
28, she had facial grimacing, dystonic posture and athetotic movement in the neck, trunk and
extremities. Thereafter muscle atrophy and progressive external ophthalmoplegia appeared,
and she died at age 34.

Main neuropathological findings were as follows. Affected sites: globus pallidus, sub-

thalamic nucleus, substantia nigra, pontine nuclei, dentate nucleus, cranial nerve nuclei, an-
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terior horn cells, Clarke’s column, dorsal and ventral spinocerebellar tracts.

Unaffected

sites: cerebral cortex, thalamus, inferior olivary nucleus, cerebellar cortex and corticospinal

tract.

We considered that the degeneration of subthalamo-pallidal system seemed to be one of

the essential changes of Machado-Jaseph disease, especially in the Japanese cases.

At pre-

sent, it seems to be proper to consider that Machado-Joseph disease is a unique heredo-de-

generative disease.
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Here, we present two autopsv cases, first of which was clinically similar to Machado-

Joseph disease, and the second one, her neuropathological findings were almost the same

to the first case.

In the first case, her disease began as Marie’s ataxia at age 17. lhen, extrapyramidal

signs, external ophthalmoplegia, symptome of secondary motor neuron impairment and

autonomic nerve disturbance developed gradually. She died of pneumonia at age 35.
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