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Um relato de caso
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Abstract

Edward’s syndrome is the second most prevalent chromosomal disease in the population,
however, it is still characterized as a rare disease and its proper evaluation is important to
better diagnose it and to improve therapeutic interventions. The case reported here is that of
a pregnant woman who has had a premature rupture of membranes during the 34th week of
pregnancy, whose fetus had the diagnosis of trisomy 18 (Edward’s Syndrome) accompanied
by a positive screening for aneuploidies with a posterior confirmation with karyotyping
done by amniocentesis. The characteristics presented by the patient and by her baby are
consistent with those found in the literature and unfortunately there was no opportunity to
intervene because the baby was already dead when the woman arrived at the hospital.
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Resumo

A sindrome de Edwards ¢ a segunda alteracdo de cromossomo mais prevalente na populagao,
apesar disso, ainda caracteriza-se como doenca rara ¢ a devida avaliacdo de cada caso
encontrado ¢ importante para facilitar condutas diagnodsticas e possibilidades terapéuticas
mais eficazes no futuro. O caso aqui descrito trata-se de uma gestante que evoluiu com
amniorrexe prematura e morte fetal as 34 semanas de gestagdo, cujo feto obteve diagndstico
da trissomia do 18 (Sindrome de Edwards) durante o acompanhamento de pré-natal por meio
de um rastreio positivo para aneuploidias com posterior confirmacdo por cariotipo a partir de
uma amniocentese. As caracteristicas apresentadas pela paciente em questdo e por seu bebé
sao condizentes com os achados da literatura e infelizmente ndo houve a oportunidade de
condutas terapéuticas intervencionistas pois o bebé ja estava em 6bito no momento da admissao.
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