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Swasdison S. Duchenne muscular dystrophy and advanced research. Chula Med J 1990 Jan;34(1):
15-20

Duchenne muscular dystrophy (DMD) is the most common and devastating of human
muscular dystrophies. It is inherited as an X-linked recessive trait that affects approximately 1
in 3500 male births. This genetic disorder becomes apparent by 2 to 5 years of age and is usually
fatal by the late 20s. DMD is clinically characterized by calf hypertrophy, proximal muscle
weakness and the elevation of muscle specific enzymes in the serum. Typical histological patterns
of widespread degeneration and regeneration of muscle fibers in most skeletal muscle groups is
present in affected individuals. Study by linkage analysis showed that the DMD gene, located in
the Xp2l region of the X-chromosome, is responsible for the disease. Defects of this gene .result
in reduced levels or absence of the gene product and is correlated with the muscle disorder. By
utilizing molecular genetic and biochemical techniques, the DMD gene product, dystrophin, has
been detected in all normal muscle cells. Dystrophin is abundant in transverse tubules and the
sarcolemma and is believed to be a membrane-associated cytoskeletal protein. Muscle tissue
isolated from DMD patients contained no detectable dystrophin. Therefore, it is suggested that
the DMD gene and dystrophin contribute to the pathogenesis of the disease. As continued research
produces a greater understanding of the biochemical nature of DMD, effective therapies for
affected individuals will hopefully emerge.

Reprint request: Swasdison S, Department of cell biology & anatomy VH 605, University of
Alabama at Birmingham, Birmingham, Alabama 35294, U.S.A.
Received for publication. February 9, 1989.
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