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RESUMO: Objetivo: O presente trabalho teve como objetivo relatar o caso de um
paciente portador da sindrome de Noonan e identificar as principais alteragdes
cardiacas existentes. Método: O estudo circunscreve-se numa pesquisa de campo
exploratéria tipo relato de caso com abordagem quantitativa. A populagao-alvo
considerada € um unico individuo portador da sindrome de Noonan. O procedimento
de coleta de dados s6 foi realizado apds aprovacédo do projeto de pesquisa pelo
Comité de Etica em Pesquisa - CEP da Faculdade Santa Maria - FSM. Resultados:
Os resultados foram obtidos através do estudo na literatura sobre as principais
alteracbes cardiacas na Sindrome de Noonan em comparagdao com os dados do
caso relatado. Constatou-se que os achados clinicos e de imagens apresentados
pelo paciente condizem com o0 que é apresentado em outras publicagdes.
Conclusao: A Sindrome de Noonam trata-se de uma doenga de heranga genética
autossbmica dominante, clinicamente variavel e molecularmente heterogénea,
apresentando malformagdes congénitas, como alteragdes cardiacas, com o percentil
em torno de 90%, sendo as mais comuns a estenose valvar pulmonar e a
cardiopatia hipertréfica. O diagndstico dessa doenga nao € facil, especialmente em
adultos e individuos sem alteragbes cardiacas, quando os dimorfismos faciais
tornam-se menos perceptiveis. Embora a sindrome de Noonan tenha sido elucidada
do ponto de vista molecular, o diagndstico clinico ainda € usado para a confirmagéo
diagnostica.
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ABSTRACT: Objective: The objective of this study was to report the case of a
patient with the Noonan Syndrome and identify the main cardiac abnormalities.
Method: This is a field research, of exploratoy type, case report, with quantitative
approach. The target population considered is a single person with Noonan
syndrome. To analyze the proposed objectives, an interview was conducted based
on an instrument for data collection. Information from laboratory tests that were with
the patient were also used. Data collection only occurred after approval by the
Research Ethics Committee - CEP of Faculdade Santa Maria - FSM. Results: The
results were obtained by studying the literature on the main cardiac alterations in
Noonan Syndrome in comparison with data of the reported case. Clinical findings and
imaging tests shown by the patient were consistent with other publications.
Conclusion: The Noonam Syndrome is a genetic, hereditary autosomal dominant
illness, clinically variable and molecularly heterogeneous, featuring congenital
malformations, such as heart abnormalities, with percentage around 90%, in which
the most commom is pulmonary valve stenosis and heart hypertrophy. Diagnosing
this illness is not easy, particularly in adults and people who does not have heart
changes, when facial dimorphism becomes less evident. Although Noonan
Syndrome has been elucidated from the molecular view, but clinical diagnosis is still
used for diagnostic confirmation.
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