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INTRODUCTION 

A 
term female neonate was admitted at the age
of 04 hours with hypotonia, cyanosis, and 

hepatomegaly. On the basis of clinical findings of 
hypertrophic cardiomyopathy, myopathy and 
hepathopathy, and skeletal and liver biopsy showing 
abnormal intra and extralysosomal glycogen storage 
the diagnosis of glycogen storage (Prompe' s 
disease) was made. There is hardly any report of 
classical Pompe' s disease of this severity 
manifesting at birth with the exception of Verioe'sl 

report of partial or pseudo Pompe's disease 
manifesting at birth. 

HISTORY 

A term female neonate weighing 2.8kg was 
delivered by spontaneous vaginal delivery to a 34 
years old G3, P2, A+ mother. One male sibling 
died at 3� months of age suffering from congenital 
cardiomyopathy, diagnosed by echocardiography at 
02 weeks of age (Fig. 1) pregnancy and delivery 
were uneventful. The baby was kept with her 
mother and at 02 hours age, the baby started having 
seizures and persistent cyanosis was observed. In 
the neonatal unit she was found to have central 
cyanosis, poor peripheral perfusion, hypotonia, 
hepatomegaly and hypoglycemia. After screening 
for sepsis she was placed on antibiotics, though 
there was no history of pyrexia or leaking 
membranes in the mother. Chest X-ray showed 
massive globular cardiomegaly with clear lung 
fields. Serum Na+ , K+, ca++ and Mg++ were 
within normal limits. 

Persistent hypoglycemia required repeated I/V 
concentrated dextrose administration. TORCH 
(Toxoplasmosis, Rubella, Cytomegalovirus and 
Herpes) screening and septic workup were negative. 
The ECG (Fig. 2) showed short PR interval and 
bi ventricular hypertrophy. On echocardiography, 
she was found to have huge biventricular 
hypertrophy. A diagnosis of glycogen storage 
disease was considered. Her liver biopsy 

(percutaneous by true cut paediatric needle) showed 
that hepatoaytes were enlarged with abundant clear 
cytoplasm and PAS stain for glycogen was positive. 
Biopsy of skeletal muscle showed infiltrative 
myopathy due to glycogen storage disease. 

7 yrs died at 3 V2 months 
diagnosed ·cardiomyopathy 
at 03 months of age 

Fig. 1: 

The final diagnosis of this neonate was 
Pompe' s disease with intrauterine manifestation of 
heart, muscle and liver involvement. Her heart 
failure was treated alongwith other supportive 
measures, and she was discharged at 16 days of age. 
She was however, brought back with aspiration 
pneumonia and expired at 27 days age. Parents 
refused autopsy. 

DISCUSSION 

GSD-11 is the only lysosomal disease among 
the glycogenosis2 ; the other types of GSD are 
associated with defect of enzymes located in the 
cytoplasm. Besides deficiencies of enzymes, other 
errors in lysosomal mechanism may be present, 
such as membranes defect. In GSD II the deficiency 
of lysosomal and acid d-glucosidase produces 
intercellular vesicles (so called abnormal lysosomes) 
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engorged with glycogen. Increased glycogen 
concentrations are found in inany organs of affected 
children. The deficiency of lysosomal enzyme for 
glycogen degradation explains the membrane -
bound accumulation of glycogen in lysosomes, but 
it does not explain the excessive accumulating of 
glycogen in cytoplasm of heart and muscle cells3 . 

Deficiency of lysosomal acid d-Glucosidase 
(GSD II), occurs at least in two varieties, one 
affecting infants (GSD Ila) and the other affecting 
older children and adults (GSD Ilb)4. One review of
literature there is no report about GSD II 
manifesting at birth. Other forms have not occurred 
in members of the same family, pointing towards 
autosomal recessive inheritance, as in our patient 
(Fig. 1). Glycogen storage disease type II, Pompe's 
disease, is always fatal, usually within two years 
after birth. Affected children appear clinically 
healthy at birth with normal muscle tone and liver. 
However after a few weeks or months at home the 
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infant becomes completely flaccid. Sucking becomes 
weak, and respiration shallow. The liver is 
moderately enlarged and children are mentally alert. 
Later, aspiration pneumonia leads to chronic 
pulmonary disease. 

Cardiac as well as skeletal muscles are affected 
in Pompe's disease. Both these systems were 
involved in our patient. There is hardly any other 
condition in which much extreme cardiomegaly and 
muscular weakness occurs in an infant who appears 
normal at birth. Cardiomegaly is massive, murmurs 
are insignificant. The electrocardiogram is 
characteristic and shows prominent P waves, a short 
P-R interval, massive delays. Roentgennograms
confirm the striking cardiomegaly prognosis of such
patients is very poor. Antenatal diagnosis can be
made by chorionic villous biopsy at 6 weeks of
gestation5·6. Our patient was unique because all
these clinical features were present at birth and she
died due to aspiration of at the age of 23 days.
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