dutolist=x| M23H HM23 O &3 O
Yeungnam Univ. J. of Med.
Vol.23 No.2 p252-257, Dec. 2006

A Case of Glycogen Storage Disease with Hypertrophic Cardiomyopathy
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—Abstract—

Glycogen storage diseases are a heterogeneous group of metabolic disorder affecting
multiple organ system: liver, skeletal muscle, heart and brain. Clinical features include: short
status, hepatomegaly, hypoglycemia, dyslipidemia and rare involvement of the myocardium
except in the case of type III, glycogen storage diseases with hypertrophic cardiomyopathy in
adult, which is extremely rare. We treated a case of hypertrophic cardiomyopathy with
hepatomegaly that was unknown etiology. The patient was diagnosed as having glycogen
storage disease. This 46-year old women was transferred with dyspnea on exertion and
abnormal LETs. She was diagnosed with hypertrophic cardiomyopathy by echocardiography
but there was no specific cause for hypertrophic cardiomyopathy. A liver biopsy was
performed. The result showed glycogen storage disease possible type II, IV or IX. In
conclusion, patients with hypertrophic cardiomyopathy of unknown etiology and abnormal
LFTs should be evaluated for glycogen storage disease.
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Fig. 1. Echocardiography showing septal wall hypertrophy. (A) parasternal long axis view (B) four chamber

view.
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Fig. 2. CT scan of diffuse hepatomegaly.
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Fig. 3. In liver biopsy, (A) swollen hepatocyte with pyknotic nuclei and rarefied cytoplasm and steastosis,
macrovesicular are shown (PAS, *100). (B) periportal and septal fibrosis are shown(Trichrom, *100).
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Fig. 4. In skeletal muscle biopsy, (A) small to large-sized vacuolar changes and glycogen accumulation are
shown (PAS, #100). (B) excessive glycogen particles that are not membrane bound is shown
(electromicroscope).
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