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RESUMO

Doencas raras podem ser consideradas, como condicbes constantemente
associadas a limitacdes fisicas, comportamentais, sensoriais e intelectuais. Sua
incidéncia é inferior a 5 casos por 10 mil habitantes; e a maioria € resultante de
fatores de mutacdes. Os dados sobre as populacoes afetadas sdo escassos. Este
trabalho teve por objetivo realizar uma revisdo sistematica em bancos de dados
online, e realizar uma andlise de bioinformatica. Foram consultados bancos de
dadosbibliograficos de 2012 a 2022 (Scopus, PubMed/MEDLINE, Periddicos Capes,
Web of Science, Healthline, WebMD, The Lancet, NEJM (New England Journal of
Medicine), JAMA (Journal of the American Medical Association) e PLOS (Public
Library of Science), sobre Doencas Genéticas Humanas Raras no Nordeste
Brasileiro. Foram utilizados os seguintes argumentos: “Rare Genetic Diseases” AND
“‘Northeastern” AND “Brazil” AND “Humans”. Os dados selecionados foram
trabalhados nos softwares Rayann e Prisma, para selegao colaborativa de artigos
com uma revisao cega. Apos realizar uma filtragem foram excluidos, os trabalhos
que ndo atenderam aos critérios de exclusdo. Ao todo foram encontrados 519
artigos, mas apos a selegao e filtragem restaram apenas 32. Mucopolissacaridose
teve a maior frequéncia, seguida de Hipotireoidismo e Sindrome de Berardinelli-
Seip. O estado da Bahia foi o que teve o maior niumero de resultados e Rio Grande do
Norte, o menor. Foram realizadas analises em sites de bioinformatica para obter
informagbes sobre os genes, localizagdo cromossOmica e sintomas da expressao
génica das doengas. No periodo analisado observa-se que a quantidade de
pesquisas é reduzida frente a frequéncia de doencas raras no Nordeste Brasileiro.
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ABSTRACT

Rare diseases can be considered as conditions constantly associated with physical,
behavioral, sensory and intellectual limitations. Its incidence is less than 5 cases per
10 thousand inhabitants; and most are the result of mutation factors. Data on
affected populations is scarce. This work aimed to carry out a systematic review of
online databases, and perform a bioinformatics analysis. Bibliographic datab ases
were consulted from 2012 to 2022 (Scopus, PubMed/MEDLINE, Periodicals Capes,
Web of Science, Healthline, WebMD, The Lancet, NEJM (New England Journal of
Medicine), JAMA (Journal of the American Medical Association) and PLOS (Public
Library of Science), on Rare Human Genetic Diseases in the Brazilian Northeast. The
following arguments were used: “Rare Genetic Diseases” AND “Northeastern” AND
“Brazil” AND “Humans”. The selected data were worked on the software Rayann and
Prisma, for collaborative selection of articles with a blind review. After filtering, works
that did not meet the exclusion criteria were excluded. In total, 519 articles were
found, but after selection and filtering only 32 remained. Mucopolysaccharidosis had
the highest frequency, followed by Hypothyroidism and Berardinelli-Seip Syndrome.
The state of Bahia had the highest number of results and Rio Grande do Norte, the
lowest. Analyzes were carried out on bioinformatics websites to obtain information
about genes, chromosomal location and gene expression symptoms of diseases. In
the period analyzed, it is observed that the amount of research is reduced compared
to the frequency of rare diseases in the Brazilian Northeast.
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