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A case of 9p trisomy with global developmental delay,
dysmorphic facial features, and ventricular septal defect
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Case Report

A case of 9p trisomy with global developmental delay,
dysmorphic facial features, and ventricular septal defect
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We performed whole exome sequencing on a patient with global developmental delay, congenital
heart defects and dysmorphic features, and identified a copy number gain on 9p using a copy number
analysis program and quantitative PCR. Based on the results of his chromosomal G-banding and SKY
analysis, we diagnosed him with  9p trisomy. 9p trisomy is the fourth most common autosomal
trisomy and is typically associated with developmental delay, craniofacial dysmorphism, skeletal
abnormalities, central nervous system disorders such as epilepsy and brain malformations, and
congenital heart defects. This condition often results from a balanced translocation in one parent;
however, no apparent reciprocal translocation was observed in our patient, suggesting a de novo origin.
In cases of multiple dysmorphic features in patients with unexplained mental retardation, it is advisable
to confirm chromosomal numerical and structural abnormalities by G-banding or other methods, and to
proceed with comprehensive genetic analysis if no abnormalities are found.



