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Abstract

Background: Mucopolysaccharidosis is lysosomal storage and autosomal recessive disease. The aim
of this study was to introduce a child with Mucopolysaccharidosis VI synrome.

Case Presentation: The patient is a 6-year-old male with bilateral hearing loss from infancy,
scoliosis at age 2, and short gesture, macrocephaly and strabismus. Mucopolysaccharidosis VI was a
definitive diagnosis for him at age 3. Currently the child suffers from aorta valve insufficiency,
dyspnea and hepatomegaly.

Conclusion: Mucopolysaccharidosis VI is associated with different side effects throughout the body,
and severely affect the quality of life the child.

Keywords: Autosomal recessive, Child, Iran, Lysosomal storage Genetic, Mucopolysaccharidosis VI
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