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Abstract: Objective To analyzye the clinical features, genotype and outcomes of infantile onset Pompe disease (IOPD). Methods Four patients of IOPD in
Women and Children’s Hospital, School of Medicine, Xiamen University from January 2019 to December 2020 were analyzed retrospectively,
including the perinatal factors, age of onset and/or diagnosis, clinical features, acid a-glucosidase (GAA) activity and genetic analysis, treatment
and prognosis. Results All patients were from southwest of Fujian province. Case 1 was asphyxiated after birth, cases 2 and 4 were premature
infants with low birth weight. The age of diagnosis ranged from 3 months to more than 6 months. Three cases were diagnosed when they were
hospitalized for bronchopneumonia, and one case was diagnosed because of lag behind in motor development and malnutrition. All 4 patients
showed increase of N-terminal pro-B type natriuretic peptide, cardiomegaly, and myocardial hypertrophy. Ejection fraction (EF) was normal in
case 1 and 3 and 4, but decreased significantly in case 2, at the time of diagnosis. The activity of GAA in the 4 patients was remarkably decreased.
¢.1935C>A mutation in GAA gene was found in 4 patients. Cases 1 and 2 and 3 died at 5 months and 8 months and 4 months of age respectively,
without enzyme replacement therapy(ERT). Case 4 received ERT at more than 4 months, The size of her heart returned to normal, and myocardial
hypertrophy improved markedly. Recurrent respiratory tract infections ensued, requiring non-invasive or invasive ventilator support. Her parents
gave up treatment and she died at the age of 1 year and 10 months. Conclusions |0OPD is a rare and serious neuromuscular disease with early
onset and high mortality. Early diagnosis and early ERT can improve the cardiac lesions.
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