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INTRODUCTION: Mucopolysaccharidosis is a group of metabolic disorders caused by the deficiency or
complete absence of certain lysosomal enzymes responsible for the breakdown of mucopolysaccharides,
causing an accumulation of glycosaminoglycans throughout the body. Mucopolysaccharidosis type I (MPS
I), also called Hurler syndrome, is an autosomal recessive lysosomal storage disorder resulting from
deficiency of the enzyme α-L-iduronidase. The objective of this report is to present the clinical findings
and diagnosis in a pediatric patient with Hurler syndrome. CASE PRESENTATION: We studied the case
of a 16-month-old female with no history of similar cases in their previous generations. The diagnosis of
Hurler syndrome was considered based on clinical and radiological characteristics including coarse facial
features, enlarged head circumference, depressed nasal bridge, corneal clouding, macroglossia, gingival
hypertrophy, skeletal dysplasia, hepatosplenomegaly, umbilical hernia, and psychomotor retardation.
Echocardiographic evaluation indicates asymmetric hypertrophic cardiomyopathy and dilated aortic
root. RESULTS: Genomic DNA from the patient was used to amplify all 14 coding exons of the IDUA gene
(chromosome 4p16.3). Specifically, this essay showed a homozygous mutation in exon 9 where a
nucleotide change occurred from Guanine1205 to Adenosine, producing an amino acid change to
tryptophan 402. In a quantitative way, a total deficit (0 nmol/ml) was found (normal range 2.02 -16.1),
leading to confirming the diagnosis of Hurler syndrome. CONCLUSION: We intend to raise awareness
about the clinical manifestations of the disease, thus can help diagnose type I mucopolysaccharidosis,
even in countries with limited access to diagnostic tools such as genomic DNA testing. It's been
demonstrated that enzyme replacement can improve patients' survival, therefore early diagnosis is an
important matter to address to the scientific community.
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