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Fig. 1 Echocardiography of the patient.
(a) endodiastolic. (b) endosystolic. (Left ventricular end-diastolic dimension: LVDd 87 mm, Left
ventricular end-systolic dimension: LVDs 85 mm, Left ventricular ejection fraction: LVEF 6%,
Left ventricular fractional shortening: LVFS 3%) Echocardiography showed systolic dysfunction
with ventricular dilation. Ventricular hypertrophy was not observed.

Fig. 2 Histology of biopsied muscle of the patient.
(a) Hematoxyline and eosin staining showed mild variation in fiber size. Necrotic and regenerating fibers or lymphocyte infiltrations were not
seen. (b) On modified Gomori trichrome staining, neither rimmed vacuoles, Nemaline bodies or ragged red fibers were seen. Fibers with
internal nuclei were increased. (¢) NADH staining showed well organized intermyofibrillar networks. (d) Immunohistochemical staining,
using a monoclonal antibody VIA4-1 that recognizes heavily-glycosylated form of a-dystroglycan, showed negative sarcolemmal staining.
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Abstract

A case of limb-girdle muscular dystrophy 2M diagnosed
by the occurence of dilated cardiomyopathy

Misa Matsui, M.D."”, Takuyuki Endo, M.D., Ph.D."”, Tsuyoshi Matsumura, M.D., Ph.D.”,
Toshio Saito, M.D., Ph.D." and Harutoshi Fujimura, M.D., Ph.D.”

YDepartment of Neurology, National Hospital Organization Toneyama National Hospital

We report a 24-year-old Japanese man initially suspected to have Becker’s muscular dystrophy at the age of 6 years,
because of a high level of creatine kinase in serum, though he discontinued visiting the hospital. At the age of 23, he was
admitted to the hospital for severe dilated cardiomyopathy, and subsequently diagnosed with limb-girdle muscular
dystrophy2M (LGMD2M) based on muscle biopsy and gene analysis. It was recently reported that some patients with
fukutinopathy develop LGMD. Most of the cases reported in Japan showed mild skeletal muscle involvement despite
serious cardiomyopathy, which may sometimes the initial symptom of the disease. Since muscular dystrophy patients can
develop severe cardiac failure, irrespective of the severity of skeletal muscle involvement, regular examinations of
cardiopulmonary function are necessary.

(Rinsho Shinkeigaku (Clin Neurol) 2015;55:585-588)
Key words: limb-girdle muscular dystrophy 2M, dilated cardiomyopathy, fukutinopathy, a.-dystroglycan,
high serum cretine kinase




