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[ Abstract]  Objective

To investigate the clinical manifestations and molecular genetic analysis of

Pallister-Killian syndrome. Methods An about 5 -month-old girl visited the doctor for dyskinesia, mental

retardation, congenital anal atresia vaginal fistula, congenital exotropia, and familial exudative

vitreoretinopathy. Peripheral blood samples were collected for chromosomal microarray analysis. Results

CMA results showed duplication of 12p, suggesting pallister-Killian syndrome, which was mainly

manifested by craniofacial abnormalities, mental retardation, growthretardation and so on. Conclusion

CMA plays an important role in the diagnosis of chromosome copy number abnormalities in children with

mental retardation and developmental delay
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