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Fig. 1 A. Chest x-ray. Mild scoliosis and marked cardiomegaly. B. Muscle CT. Replacement of

trunk and limb muscles, including rectus abdominals, gracilis, and sartorius muscles with adipose
tissue. Triceps brachii and the medial head of the gastrocunemius were hypertrophic. C-F. Brain
MRI. Right lower cerebellar hemisphere was hypoplastic. Dysplastic part was present in the lower

medial part of the hypoplastic hemisphare, which was bordered by a deep cleft.
C. CISS axial image (20T TR/TE 4,000/89) D. Ti1-weighted sagittal image (20T TR/TE 624/15). E,
F. Coronal FLAIR images (2.0T TR/TE 9,000/104.0).
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Fig. 2 A. Hematoxylin and eosin staining of muscle biopsy.
Note the dystrophic changes with fiber size variation,
muscle fiber hypertrophy with splitting, internal nuclei,
and scattered necrotic fibers. B. Immunohistochemistry
for 0-DG using VIA4-1 antibody, which recognizes the gly-
cosylated form of o-DG. Note the lack of immunoreactiv-
ity in the sarcolemma. Inset: control. Bar = 100 um.
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Abstract
Limb-girdle muscular dystrophy type 2M with adult-onset loss of ambulation. A case report

Yoshiyuki Kondo”, Madoka Mori-Yoshimura”, Yukiko K. Hayashi”, Yasushi Oya",
Noriko Satoh”, Ichizo Nishino” and Miho Murata"
"Department of Neurology National Center Hospital, National Center of Neurology and Psychiatry
“Department of Neuromuscular Research, National Institute of Neuroscience National Center of Neurology and Psychiatry
¥Department of Radiology, National Center Hospital, National Center of Neurology and Psychiatry

We report a 29-year-old man with limb-girdle muscular dystrophy type 2M (LGMD2M) caused by a com-
pound heterozygous mutation of 3-kb insertion in the 3-untranslated region and ¢.1073A >C (p.Q358P) mutation in
exon 9 in FKTN. He had been diagnosed since childhood as having Becker muscular dystrophy based on limb-
girdle muscle weakness and calf muscle hypertrophy. Loss of ambulation occurred at age 26 years and cardio-
myopathy was noted one year later. Muscle biopsy at age 29 revealed dystrophic changes with loss of immunore-
activity to a-dystroglycan (a-DG), which prompted us to analyze FKTN and subsequent establishment of the diag-
nosis of LGMD2M. Brain MRI revealed hypoplasia of the right cerebellar hemisphere and tonsil. Dysplastic part
was present in the lower medial part of the hypoplastic hemisphare, which was bordered by a deep cleft. Previ-
ously reported LGMD2M patients had mild or minimal muscle weakness in addition to dilated cardiomyopathy. In
contrast, our patient had more severe skeletal muscle weakness and loss of ambulation. Treatment with B-
blockers or angiotensin II converting enzyme blockers has been reported to be efficacious for cardiomyopathy in
patients with muscular dystrophy. The precise diagnosis should be established early in patients with muscular
dystrophy complicated with cardiomyopathy.

(Clin Neurol 2010;50:661-665)
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