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An Unusual Case of Distal Dominant Spinal Progressive Muscular Atrophy with
Type 1 Fiber Predominance, Rimmed Vacuole, Bulbar Palsy,
and Pyramidal Signs: A Variant of Juvenile
Amyotrophic Lateral Sclerosis?

Mihoko MATSUZAKI, Makiko OSAWA, Keiko SHISHIKURA, Yumi ARAI,
Haruko SUZUKI, Tatsuro IZUMI, Kayoko SAITO, Makoto YOSHIDA,
Kazutoshi NAKANO, Yoshito HIRAYAMA and Yukio FUKUYAMA
Department of Pediatrics (Director: Prof. Yukio FUKUYAMA)

Tokyo Women’s Medical College

An 11-year-old boy presented with distal dominant neurogenic muscle atrophy which had first
been noticed at age 6. This case was unusual not only in the distribution of muscle atrophy (being
dominant distally in the upper extremities) but also in its muscle histology, which was characterized
by type 1 fiber predominance and rimmed vacuoles. In addition, there were signs and symptoms
suggestive of upper motor neuron involvement.

Electromyography showed marked reduction of interference activity and high amphtude
polyphasic waves. Serum CK activity was slightly elevated. Muscle CT demonstrated atrophy and low
density areas, compatible with the histologic changes found in biopsied muscle.
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