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Myopathy in Marinesco-Sjogren Syndrome: A Case Report

Mitsuko YAMAOKAY, Tatsuro IZUMIY, Yumi ARAIY, Keiko SHISHIKURAY,
~ Makiko OSAWAY, Haruko SUZUKIY, Yutaka AWAYAV?
and Yukio FUKUYAMAY
UDepartment of Pediatrics (Director: Prof. Yukio FUKUYAMA)
Tokyo Women’s Medical College
2Seibo International Catholic Hospital

We investigated a 3-year-old boy with the clinical features of Marinesco-Sjogren syndrome:
bilateral cataracts from infancy, psychomotor retardation, cerebellar atrophy, short stature and
hypotonia.

Muscle biopsy specimens were abnormal and showed rimmed vacuoles. Electron microscopy
revealed autophagic vacuoles containing myelin-like structures. Fine granular material, low in density
and smaller than glycogen granules, was present in the intermyofibrillar spaces. Serum creatine
kinase was slightly elevated.

These findings clearly indicate that myopathy is a major component of Marinesco-Sjogren
syndrome and electron microscopy may be useful in studying the underlying pathophysiological
etiology of this syndrome.
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