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relacionados ao risco para o TEA. Estudos associam a condigdo a variantes
no numero de copias, variantes raras de truncamento de proteinas e variantes
de novo, indicando que diversas alteracdes génicas participam de sua
etiologia. Este estudo consiste em uma revisao sistematica da literatura com
o objetivo de identificar modifica¢des génicas associadas ao TEA e ao
comportamento social inapropriado, verificar as relagdes entre eles e
descrever suas manifestagdes clinicas. A analise foi dividida em duas
etapas: a primeira selecionou os principais genes relacionados ao TEA e ao
comportamento social inapropriado (SHANK3, NLGN4X ¢ FMRI1) ¢ a
segunda utilizou a base PubMed para reunir bibliografias que abordam essa
relagdo. Os resultados indicaram associagdo desses genes com alteragdes
comportamentais ¢ com o TEA, descrevendo sua fisiologia e
correlacionando manifestagdes clinicas como atraso na fala, deficiéncia na
comunicagdo, prejuizo nas habilidades sociais, déficits nos comportamentos
sociais adaptativos, atraso cognitivo-social e isolamento. Esses achados
ressaltam a importancia de pesquisas voltadas ao tema, uma vez que
contribuem para a compreensdo da condicdo e fomentam o
desenvolvimento de intervengdes que maximizem o bem-estar dos
pacientes.
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Abstract

The prevalence of Autism Spectrum Disorder (ASD) has increased among
children in recent years. This condition affects learning, sleep, eating, play,
and peer interaction, in addition to causing functional impairments in
family, social, educational, personal, and professional contexts. A late
diagnosis may lead to delays and negative impacts on the child’s
developmental process. Several factors show a causal risk relationship with
ASD, including both environmental and genetic components. Studies have
associated ASD with copy number variants, rare protein-truncating variants,
and rare de novo variants, supporting the hypothesis of a polygenic basis.
This study presents a systematic literature review aimed at identifying genes
related to ASD and inappropriate social behavior, while examining their
clinical manifestations. The research was conducted in two stages: first, the
selection of the main genes associated with ASD and inappropriate social
behavior (SHANK3, NLGN4X, and FMR1); second, the search for relevant
literature in the PubMed database. The results indicated strong relationships
between these genes, behavioral alterations, and ASD, as well as
descriptions of their physiology and related clinical manifestations.
Mutations in these genes were associated with patients presenting
behavioral phenotypes such as speech delay, communication deficits,
impaired social skills, limitations in adaptive social behaviors, social
cognitive delay, and social isolation. These findings highlight the
importance of studies on this subject, as they contribute to a deeper
understanding of the disorder and support the development of interventions
to enhance patient well-being.
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