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A case report of Xia-Gibbs Syndrome
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[ Abstract] A five years old child is characterized by developmental delay, intellectual disability and
hypotonia. The whole exome sequencing (WES) test revealed a novel de novo heterozygous frameshift mutation

in AHDC1, and was defined Xia-GibbsSyndrome.Butthe parents are healthy. In addition, we compared the clinical

manifestations of reported patients. Whole genome exome sequencing (WES) testing enables the identification of

causal relationships in this disease characterized by high clinical genetic heterogeneity.
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