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INTRODUCTION: Mucopolysaccharidosis type IV is a lysosomal storage disease, characterized by
skeletal dysplasia which not only leads to difficulty in walking and in daily activities but also to growth
arrest around 8 years of age and potential neurological complications secondary to bone deformities.
Early diagnosis and treatment with enzyme replacement are important for good results and reduction of
disease complications. OBJECTIVES: Describe a clinical case of a patient with type IV
mucopolysaccharidosis, diagnosed during COVID-19 pandemic. MATERIAL AND METHODS: This is a
descriptive study of a patient that attended the medical genetics outpatient clinic using local
data. RESULTS: LMS, 5 years old, second daughter of a consanguineous couple, from the interior of
Amazonas. Skeletal dysplasia is seen from the first months of life, initially “pectus carinatum”. She
sought medical care at the medical genetics outpatient clinic at the age of 4 with significant short stature
and skeletal dysplasia. Due to the difficulty of transporting samples, it opted for initial diagnosis by
performing a molecular panel for skeletal dysplasias. Identified pathogenic variant in homozygosity in the
GALNS gene, ch16: 88,832,099 C>A that promotes the substitution of the amino acid glycine in codon
301 by cysteine (pGly.301Cys). Her older brother was investigated with urinary glycosaminoglycan
measurements presenting normal results. Treatment with enzyme replacement was initiated and in the
first infusions, the patient presented a reaction with cough, chest pain and vomiting. Desensitization with
enzyme dilution and antihistamine was performed before infusion with good response. Currently, the
patient makes the infusion in her municipality in the interior of Amazonas, many miles away from the
infusion center, after nurses and families are trained. DISCUSSION: This is an important case for
reflections on diagnosis and treatment during the COVID-19 pandemic and treatment in remote areas,
such as the interior of Amazonas. In addition, the training of health professionals for infusion and
management of reactions allows the treatment to be carried out in their municipalities, reducing
expenses and avoiding exposure in situations of public calamity.
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