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RESUMO:

Introdugao: A Sindrome de Usher (USH) € uma doenca rara, tipificada
essencialmente por surdez devido ao desenvolvimento anormal das células
receptoras de som no ouvido interno. Inicialmente descrita em 1858, por Albrecht
Von Grafe sendo, posteriormente, renomeada em 1914 por Charles Howard
Usher que identificou sua natureza hereditaria, de padrdo recessivo. Com sua
incidéncia em 1:20.000 individuos em todo o mundo, € responsavel por mais de
50% dos casos de surdocegueira. Os principais sintomas da doenga s&o:
disfungbes vestibulares, hipoacusia sensorioneural bilateral e retinose
pigmentar. E uma doenca que ndo tem cura, mas que, quando diagnosticada no
inicio de suas manifestagbes, pode ter um progndstico paliativo positivo.
Objetivo: Realizar uma reviséo bibliografica sobre as causas da sindrome de
Usher e a realidade de seus portadores. Metodologia: Trata-se de uma revisao
de literatura de abordagem qualitativa, utilizando as bases de dados PUBMED e
GoogleScholar. Os artigos incluidos foram aqueles publicados a partir do ano de
2016 e que continham seus textos completos disponiveis em portugués e inglés.
Na plataforma PUBMED foi utilizada a estratégia de busca utilizando o MeSH
term Usher Syndrome com 466 artigos recuperados e 3 selecionados. Na base
de dados GoogleScholar, a partir da estratégia de busca utilizando o MeSH term
Sindrome de Usher, com 987 artigos recuperados e 6 selecionados.
Resultados: A USH repercute em problemas relacionados a audi¢ao e a visao.
Podendo acarretar sua perda total ou parcial, dependendo do tipo do seu caso
clinico; a USH1 causa surdez severa a profunda, irreflexa vestibular e retinose
progressiva a partir da primeira década de vida, a USH2 ocasiona surdez
moderada a severa e retinose progressiva com inicio na segunda década de
vida; ja na USH3 a surdez, disfungcédo vestibular e retinose sdo progressivas,
esporadicas e variaveis. Os 13 genes identificados em associagdo a USH sé&o
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expressos em varios tecidos e codificam proteinas de significativa importancia
para a visao, audicdo e para o equilibrio do individuo acometido. Contudo, a
avaliacao direta da funcdo vestibular em humanos € um desafio em termos de
técnicas e experiéncia dos pacientes. Entre as terapéuticas fisioldgicas da USH,
as principais sao implantes cocleares, vestibulares e retinais; a aplicacéo de
oligonucleotideos antisense, além da terapia de substituicdo génica com auxilio
de vetores virais. O cotidiano dos portadores da doenca se mostra bastante
dificil, no ambito escolar, por exemplo, sdo raras as escolas capacitadas para
incluir os portadores. Concluséo: E fundamental entender que os portadores da
patologia tém sua vida afetada negativamente pela doenga, tanto em termos
fisioldgicos, como sociais. E importante destacar que, apesar dos caracteres
incuravel e individualmente especifico da doenca, ha a importancia do
diagndstico precoce para a qualidade de vida do paciente, através de cuidados
paliativos, a necessidade de difundir mais informagdes sobre a patologia entre a
populacdo leiga e o estimulo a busca pelo diagnéstico. Diante disso, faz-se
importante continuar trazendo a luz a discussao a respeito da qualidade de vida
dos portadores, que necessitam de linguagem especifica para acessibilidade e
inclusdo social plenas.

Palavras-chave: neurodesenvolvimento, surdez, transtornos da surdocegueira.

ABSTRACT:

Introduction: Usher Syndrome (USH) is a rare disease, typified essentially by
deafness due to the abnormal development of sound receptor cells in the inner
ear. It was first described in 1858, by Albrecht Von Grafe and later renamed in
1914 by Charles Howard Usher who identified its hereditary, recessive nature.
With an incidence of 1: 20,000 individuals worldwide, it accounts for more than
50% of deaf-blindness cases. The main symptoms of the disease are: vestibular
disorders, bilateral sensorineural hearing loss and pigmentary retinosis. It is a
disease that has no cure, but which, when diagnosed at the beginning of its
manifestations, can have a positive palliative prognosis. Objective: Understand
the causes of de Usher's syndrome and the reality of beares in a literature review.
Methodology: A literature review with a qualitative approach was made, using
the PUBMED and GoogleScholar databases. The articles included were those
published from 2016 and containing their complete texts available in Portuguese
and English. The research strategy using the MeSH term Usher Syndrome was
used on the PUBMED platform with 466 articles retrieved and 2 selected. In the
GoogleScholar database, based on the search strategy using the MeSH term
Sindrome de Usher, with 987 articles retrieved and 3 selected. Results: Usher
Syndrome has repercussions for hearing and vision problems. It may result in
total or partial loss, depending on the type of the present clinical case; USH1
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causes severe-to-profound deafness, reflexive vestibular and progressive retinitis
from the first decade of life, USH2 causes moderate to severe deafness, with
progressive retinitis pigmentosa, showing symtoms in the second decade of life;
in USH3, deafness, vestibular dysfunction and retinitis are progressive, sporadic
and variable. The 13 identified genes associated with USH are expressed in
various tissues and encode proteins of significant importance for the vision,
hearing and balance of the affected individual. However, direct assessment of
vestibular function in humans is a challenge in terms of techniques and patient
experience. Among the physiological therapies of USH, the main ones are
cochlear, vestibular and retinal implants; the application of antisense
oligonucleotides, in addition to gene replacement therapy with the aid of viral
vectors. The daily life of patients with the disease proves to be quite difficult, as
for example in the school environment, in which schools that are able to attend
these subjects are rare. Conclusion: Within the reviewed articles, it was
observed that patients with pathology have their lives negatively affected by the
disease, both in physiological and social terms. It is important to highlight that,
despite the incurable and individually specific characteristics of the disease, there
is the importance of early diagnosis for the patient's quality of life, through
palliative care, the need to disseminate more information about the pathology
among the lay population and the stimulus the search for diagnosis. Given this, it
is important to continue bringing to light the discussion about the quality of life of
patients, who need specific language for full accessibility and social inclusion.
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