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RESUMO

As mucopolissacaridoses (MPSs) sdo um grupo de doengas genéticas raras,
caracterizada por mutagbes em genes que codificam enzimas lisossémicas,
resultando no acumulo danoso de glicosaminoglicano (GAGs) em varios tecidos. Por
ser uma doenca crbénica e multissistémica, as manifestagdes clinicas trazem sérias
repercussdes para a saude do paciente. Dessa forma, as MPSs refletem em um
significativo impacto na qualidade de vida dos pacientes. Nesse sentido, o objetivo
desta pesquisa foi avaliar a qualidade de vida (QV) em pacientes com MPS. Deste
modo, foi realizado um estudo observacional descritivo, prospectivo e analitico,
avaliando a QV em pacientes com MPS no Hospital Universitario Alcides Carneiro
em Campina Grande na Paraiba, por meio da aplicagdo do instrumento EQ-5D-3L
versao simplificada para adultos (a partir dos 16 anos) e EQ-5D-Y, versao para
criangas e adolescentes (de 8 a 15 anos). Os dados foram processados com auxilio
do programa Microsoft Excel para tabelamento e analise estatistica. Os resultados
indicaram que as areas mais impactadas incluiram mobilidade e o autocuidado,
seguidas por dor e/ou mal estar e atividades diarias. Adicionalmente, nenhum
paciente apresentava problemas graves de ansiedade e/ou depressdao. Com base
nos resultados deste estudo, foi evidenciado que os pacientes com MPS, apesar das
severas restricbes nas atividades diarias que exigiram assisténcia de cuidadores
para varias tarefas, relataram uma percepcéo de saude melhor do que o previsto.
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ABSTRACT

Mucopolysaccharidoses (MPSs) are a group of rare genetic diseases
characterized by mutations in genes encoding lysosomal enzymes, resulting in the
harmful accumulation of glycosaminoglycans (GAGs) in various tissues. Being a
chronic and multisystemic disease, the clinical manifestations have serious
repercussions on the patient's health. Thus, MPSs have a significant impact on the
quality of life of patients. In this regard, the objective of this research was to assess
the quality of life (QOL) in MPS patients. Therefore, a descriptive, prospective, and
analytical observational study was conducted to evaluate the QOL in MPS patients at
the Alcides Carneiro University Hospital in Campina Grande, Paraiba, through the
application of the EQ-5D-3L instrument, a simplified version for adults (16 years and
older), and the EQ-5D-Y, a version for children and adolescents (8 to 15 years). Data
were processed using Microsoft Excel for tabulation and statistical analysis. The
results indicated that the most affected areas included mobility and self-care,
followed by pain and/or discomfort, and daily activities. Additionally, no patients had
severe problems with anxiety and/or depression. Based on the results of this study, it
was evident that MPS patients, despite the severe restrictions in daily activities that
required caregiver assistance for various tasks, reported a better perception of health
than expected.
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