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Two Patients with Atypical Infantile Pompe Disease Presenting with

Hypertrophic Cardiomyopathy

Eun-Hee Kim', Jung Min Ko®, Beom Hee Lee'? Gu-Hwan Kim? Jin-Ho Choi',

and Han-Wook Yoo'?

'Department of Pediatrics, “Medical Genetics Clinic and Laboratory, Asan Medical Center Children’s
Hospital, University of Ulsan College of Medicine, Seoul, Korea
*Department of Medical Genetics, Ajou University School of Medicine, Suwon, Korea

Pompe disease (glycogen storage disease type II) is an autosomal recessive disorder caused by de-
ficiency of acid—a—glucosidase (GAA) resulting in lysosomal glycogen accumulation in multiple tissue,
particularly cardiac and skeletal muscle. The classic infantile form of Pompe disease is characterized

by marked cardiomegaly, respiratory failure and severe generalized hypotonia. Most patients die from
cardiorespiratory failure or respiratory infection within the first year or two of life without treatment.
A "non—classic" phenotype presents with less severe clinical feature and slow progression of disease.

We report two patients with non—classic infantile Pompe disease from one family manifested hyper-
trophic cardiomyopathy and progressive proximal weakness.
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Fig. 1. Chest radiograph (A) and echocardiographic findings (B and C) of patient 1. A. Chest X—ray demonstrates cardiomegaly and increased
pulmonary vascularity in both lungs. B and C. Hypertrophic cardiomyopathy with concentric left ventricular hypertrophy is noted on

echocardiographic findings.
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Fig. 2. Electromyographic findings of patient 1. There were increased insertional activities in all tested muscles,
and fibrillation and positive sharp waves on rest. These findings are suggestive of generalized active myopathy.
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Fig. 3. Histologic findings of muscle biopsy in patient 1. There were vacuolar myopathy with glycogen accumulation on periodic —acid—Shiff (PAS)
staining (A, X200) and hematoxylin and eosin (H & E) section (B, X200), and accumulation of glycogen in sarcoplasm and sarcolemma, and fibers

with marked loss of myofibrils on electron microscopy (C and D).
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Fig. 4. Partial genomic sequences of the GAA gene in patients 1 and 2. Direct sequencing of the GAA
gene identified compound heterozygotes, leading to the substitution of isoleucine (1) with phenylalanine
(F) at codon position 557 and threonine (T) for arginine (R) at position 711 (p.1557F/p.T711R).
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