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A Case of Clinical Improvement after Enzyme
Replacement Therapy in Pompe Disease

You Hoon Jeon, M.D., Baik Lin Eun, M.D.‘, Dong Hwan Lee, M.D.
Department of Pediatrics, College of Medicine, Soonchunhyang University,
College of Medicine, Korea University1, Seoul, Korea

Pompe disease is a genetic disorder caused by a deficiency of acid « -glucosidase (GAA). This
enzyme defect results in lysosomal glycogen accumulation in multiple tissues and cell types, with
cardiac, skeletal, and smooth muscle cells the most seriously affected. Infantile-onset Pompe
disease is uniformly lethal. Affected infants present in the first few months of life with
hypotonia, generalized muscle weakness, and a hypertrophic cardiomyopathy, followed by death
from cardiorespiratory failure or respiratory infection, usually by 1 year of age. Late-onset forms
is characterized by a lack of severe cardiac involvement and a less severe short-term prognosis.
Enzyme replacement therapy for Pompe disease is intended to address directly the underlying
metabolic defect via intravenous infusions of recombinant human GAA to provide the missing
enzyme.

We experienced one case of Pompe disease in 3-years old boy that has improved his

exercise ability and cardiac function after GAA enzyme replacement therapy.
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Fig. 1. The patient had 4.5cm hepatomegaly
before GAA replacement therapy.

Fig. 2. The patient's chest X-ray reveals

cardiomegaly.

Fig. 3. The patient's electrocardiogram before
GAA replacement therapy  reveals left
axis deviation and QTc is measured as

0.492.
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Fig. 4. A. The
before GAA injection.

patient's echocardiogram

B. The patient's echocardiogram after GAA

replacement therapy shows better cardiac
function.
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