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Female Carrier of Duchenne Mus-
cular Dystrophy Presenting With
Secondary Dilated Cardiomyopathy

A Case Report
ooooo Shigeki HIRAMATSU, MD
ooooo Kiyoaki MAEKAWA, MD
000 O Toru HIOKA, MD
ooooo Kenji TAKAGAKI, MD
ooooo Kojiro SHOJ, MD

A 48-year-old female carrier of Duchenne muscular dystrophy had developed congestive heart failure
but had no skeletal muscle symptoms. She was admitted to our hospital complaining of palpitation in
December 1998. Her three sons had Duchenne muscular dystrophy. Neurological examination was unre-
markable with no evidence of muscle weakness. Serum creatine kinase level was slightly increased.
Echocardiography showed severe left ventricular dysfunction. Coronary angiography showed no abnor-
malities. Left ventriculography showed generalized hypokinesis and left ventricular gjection fraction was
28%. Dystrophin immunostaining of the skeletal muscle biopsy specimen showed a mosaic pattern. The
dystrophin negative fibers were scattered among positive fibers. Cardiomyopathy is the only clinical mani-
festation of dystrophin gene mutation in carriers. Beta-blocker therapy] carvedilol 5Smg/dayas effective
in this patient.
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Echocardiogra-
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O : Normal male. o : Normal female. Arrow: The
patient, a symptomatic female carrier. m : Male with
Duchenne muscular dystrophy.

Fig. 1 Diseasein thefamily
DCM O Duchenne muscular dystrophy.
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Fig. 2 Twelve-lead electrocar diogram on admission

i

Fig. 3 Chest radiograph revealing cardiomegaly
Cardiothoracic ratio is 63%.
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Fig. 4 Two-dimensional echocardiograms
Left column: Parasternal long-axis view at enddiastolel upper Cand endsystolel lower [
Right column: Short-axis view at enddiastolel upper Cand endsystolel lower [l
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Fig. 5 Selective coronary angiograms showing no arte-
riosclerosis, and the left anterior descending
coronary artery draining into a pulmonary

artery fistula

Upper : Left coronary artery, right anterior oblique
position.

Lower : Right coronary artery, left anterior oblique
position.
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Fig. 6 Left ventriculograms, right anterior oblique
position, demonstrating poor contractility with
an ejection fraction of 28% at enddiastole

O upper and endsystolg lower[
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Fig. 7 Immunofluorescence staining of a muscle speci-
men obtained from the patient with anti-dys-
trophin antiserum, showing a mosaic pattern on
the surface membrane, x 50
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