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Clinical Epid logical I of Spinal Museular Atrophy in Japan

Mayuri ITGY, Kayoko SATTO" and Makika OSAWA!
*Department of Pediatrics, Tokyo Women's Medical University School of Medicine
*Tustitute of Medical Genetices, Tokyo Wonen's Medical University

No clinical of spinal atrophy (SMA) have been carried out in Japan.
We performed a population-based study of SMA to survey the number of patients visiting the departments of pe-
diatrics and internal medicine and to clarify clinical features. Simultaneously, we studied the clinical features and
laboratory findings of 110 individuals from whom informed consent bad been obiaived. The number of patients
visiting the hospital was estimated to be 0.5-1 per 100,000 people. The male to female ratio was 1 to 114, As to the
maximum motor functional level, severity varied among SMA sublypes. Righty-seven percent of patients with
type I demonstrated poor head control. More than half of type II patients could sit unsupported at the same
point. All patients with type I were able to walk. Patients with all types of SMA showed the same pattern of
muscle weakness, with proximal aad uppesr limb dominance. However, there were some patients showing atypi-
cal symptoms. Although most SMA patients have homozygous defetion of SMNT, the range of clinical severities

is broad. We will continue with additional study to el

tients and atypical individuals,

the disease ‘hani in both typical SMA pa-

Key Words: spinal muscular atrophy (SMA), clinical investigation, masiminn motor functional level, muscle

weakness, epidemiology
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