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CATHEGORY: Lysosomal disorders: Pompe
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INTRODUCTION: Pompe Disease is a lysosomal storage disease caused by a deficiency in an enzyme
known as acid alpha-glucosidase active in lysosomes where glycogen is broken into glucose. The enzyme
deficiency is produced by mutations on the GAA gene and it is inherited as an autosomal recessive
condition. The classic form has an infantile-onset characterized by hypotonia, myopathy, hepatomegaly
and cardiac involvement. OBJECTIVES: We report a female patient with Pompe Disease suspected
because of heart failure and hypertrophic cardiomyopathy. MATERIALS AND METHODS: Retrospective
medical record review of a female patient diagnosed with Pompe Disease. RESULTS: We report a female
patient a one-year-old patient which was evaluated for cyanosis around the mouth and mild respiratory
distress. An echocardiogram was performed and revealed an ejection fraction of 20% associated with left
ventricle hypertrophy with low cardiac. Contractibility. In the physical examination, the following features
were relevant: a notorious hypotony with global developmental delay including poor neck holding and
with deglutition disorder; a liver enlargement 4 centimeters below the right costal border, macroglossia,
mild edema in lower extremities and global hyporeflexia. Electromyography was performed reporting
myotonic discharges in needle study on deltoid and lateral vastus muscles. Laboratory tests were
positive with high levels of CPK and liver enzymes. Pompe disease was suspected so an enzymatic
activity test of acid alpha-glucosidase enzyme was performed resulting in positive. The patient passed
away a few days after diagnosis, so parents were studied using next-generation sequencing tests in order
to provide genetic counseling. In both parents, a pathogenic single nucleotide variant (c.2560C>T) in the
exon 18 of the GAA gene was found in a heterozygous state leading to a nonsense mutation.
(p.Arg854*). CONCLUSION: In patients with cardiomyopathy, developmental delay features and
hepatomegaly, Pompe disease should be suspected. Enzymatic activity and molecular characterization
should be done in order to establish a diagnosis and provide adequate genetic counseling to families of
patients.

Powered by TCPDF (www.tcpdf.org)

Page 1/1

http://www.tcpdf.org

