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A Case of Fukuyamatype Congenital Muscular Dystrophy

Hyun-Jeung Yu, M.D., Jee-Young Oh, M.D., Jee-Hyang Jung, M .D.,
Hea-Soo Koo, M .D.*, Kee-Duk Park, M.D.

Department of Neurology and Pathology*, College of Medicine, Ewha Womans University

Fukuyama congenital muscular dystrophy(FCMD) is an autosomal recessive inherited congenital muscu-
lar dystrophy with severe mental retardation from cerebral cortical dysgenesis. FCMD is endemic to
Japan and is rarely observed in other countries. A 4-month-old male infant was admitted to our hospital
due to hypotonia, feeding difficulty and developmental delay since birth. His elder brother also had gener-
alized weakness and mental retardation and then died at age of 10 years. Investigations showed normal
nerve conduction, myopathic EMG and dystrophic changes on muscle biopsy. Brain MRI scan revealed
T2-weighted prolongation of white matter, cortical thickening, heterotopia, polymicrogyria and multiple
cerebellar cysts. With this case of FCMD we reviewed the recent articles and discussed about the differ-
ential points from other similar congenital muscular dystrophies.
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Fig. 1. Axial T2-weighted MR images show thick and bumpy
cortices with shallow sulci. And the parietooccipital
lobes show a band of subcortical heterotopic gray mat-
ter. Diffuse high signal intensity in the diffuse white
matter.

Fig. 2. Corss-section of muscles with H& E staings shows vari-

ation in fiber size with afew necrotic fiber and regener-
ating basophilic fiber. Also endomysial and perimysial
fibrosis were noted.
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