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[ Abstract] Objective Clinical and molecular genetic study of 5p15 deletion and 4q32 duplication in a new
case. Methods The clinical data and molecular genetic analysis data of a child with 5p15 deletion and 4932
duplication syndrome were retrospectively analyzed. Results A 10-month-old girl had clinical
manifestations of special facial features, developmental delay, congenital heart disease, and
laryngomalacia. Whole exome sequencing and copy number analysis showed the deletion of 16843kb in
5pl5. 33pl5. 1 region and the duplication of 26,701kb in 4q32. 2q35. 2 region. Phenotype and Genotype of

the parents were normal. Based on the combination of clinical manifestations and various test results, the
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child was diagnosed with 5pl5 deletion and 4q32 duplication syndrome. Conclusion
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A child with

characteristic manifestation of 5p15 and 4q32 syndrome was diagnosed using next generation sequencing,

and the pathogenic deletion and duplicationunderlined the disease in this patient. Clinical features,

imageological and biochemical examinations, and next-generation sequencing technology in combination can

effectively diagnose this syndrome.

[Key words] Developmental retardation; 5pl5 deletion syndrome; 4q32 duplication syndrome; Whole

exome sequencing; Copy number variation.
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