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An Autopsy Case of Machado-Joseph Disease

Masayuki MATSUDAY, Shinji OHARAY, Nobuo YANAGISAWAY
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2)  Depariment of Neurology, Saku General Hospital

This report describes the first case of Machado-Joseph disease (MJD) found in Nagano Prefecture.

The patient noticed slowly progressive unsteady gait, dysarthria, dysphagia and muscle atrophy of the
extremities at age of 37 years.

The neurological examination at age 42 revealed that she had external ophthalmoplegia, horizontal
nystagmus,brisk deep tendon reflexes, ataxia and spasticity in the lower extremities. Her gait disturbance
progressed steadily, and she could not walk without support at age 47. Computed tomography of the head
revealed atrophy of the pons and cerebellum. At age 54, she died of hypotension attack ; autopsy was
performed.

Neuropathological examination revealed degeneration of the dentatorubral and pallidoluysian systems,
substantia nigra, pontocerebellar systems, Clarke’s column and spinocerebellar tracts and anterior horn cells,
as well as the cranial nerve nuclei in the brainstem. Neurons in the inferior olivary nuclei, Purkinjés and
granule cells, cerebral cortex, thalamus and striatum were spared. Degeneration of sympathetic and parasym-
pathetic ganglia, and peripheral nerves were also observed.

Based on the characteristic distribution of these lesions, the diagnosis of MJD was made. Degeneration
of both autorniomic nervous system and beripheral nerves are previously unrecorded findings which may explain
some of the autonomic nervous symptoms of this disease. Shinshu Med. J., 38 : 643—649, 1990
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