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Introduction

Classical type lla glycogenosis or Pompe’s disease is a hereditary condition charac-
terized by muscular hypotony, weakness, hepatomegaly, cardiomegaly and fre-
quently cardiac decompensation. These patients usually die within the first year of
life. However, exceptional cases have been reported where the condition developed
for the first time in childhood -3, adolescence or adulthood45, which are probably
glycogenosis type lIb disease.

In this report a patient with onset of the disease in adolescence who survived
beyond the age of 16 is described. In contrast to the adult form of the disease the
symptoms found were cardiac enlargement without organomegaly and skeletal
muscle weakness. Histological and biochemical studies on the muscle biopsy led to
the diagnosis of acid maltase deficiency.

Case Report

A.C., a male patient, was born at term following a normal pregnancy and delivery.
Both parents were in good health; there was no consanguinity. A male sibling, who
was probably affected with a similar conditon, was known to have died of cardiac
failure at 12 years of age. The patient was first admitted to the hospital at 15 years
of age with complaints of weakness and dyspnea that developed after an upper
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diomegaly without skeletal myopathy is thought to be less involved in cases whose
symptoms became evident at later ages.

The basic reason for the variability of organ or tissue involvement at different ages
in acid maltase deficiency is unknown. Therefore, systemic study of these cases
may help in better understanding the pathogenesis and biochemical processes
underlying acid maltase deficiency. Compensatory factors responsible for the milder
expression of the syndrome in children and adults have not yet been identified.

Therapeutic measures are not available; only symptomatic care is given to the
patient. Thus the recognition of the disease at all ages may be important for genetic
counselling.

Summary

A sixteen-year-old male patient with acid maltase deficiency is reported. The case is
unusual because of the age of onset of the disease and the symptom of cardiac
enlargement without muscular weakness, in contrast to the adult type lIb glycoge-
nosis. The importance of recognizing the disease at all ages for genetic counselling
is discussed.
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