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Rubinstein-Taybi Syndrome: A Case Report

GENG Jian, SUN Ai-mei’.
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Abstract: Objective To explore the clinical symptoms, genetic characteristics, and diagnostic strategy of Rubinstein-Taybi syndrome(RSTS). Methods
To analyze the clinical features of a child with Rubinstein-Taybi Syndrome who was admitted to the children's Rehabilitation Department of
Zhengzhou University in March 2020, at the same time, the CREBBP gene was analyzed by second-generation sequencing technique, and the
patients were treated with comprehensive rehabilitation therapy. Results The children had short stature, microcephaly, low hairline, wide-
set eyes, drooping eyelids, high eyebrow arch, short and wide thumbs, and first toes, and accompanied by mental retardation and language
development. A heterozygous mutation in the child's chromosome 16 CREBBP gene, C. 4268DUPC (insertion mutation), was not detected
in either parent and considered a Denovo Mutation, and systematic rehabilitation therapy was not effective. Conclusion The main clinical
manifestations of Rubinstein-Taybi syndrome were mental retardation, growth deficiency, special facial features, and big toe and so on, c.4268-
dupC in the CREBBP gene is the mutation site causing the syndrome; the strategy of rehabilitation therapy needs to be further studied.
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