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[ Abstract] Objective To investigate the clinical manifestations of 14q32 microdeletion syndrome, and to
further improve the understanding of this disease and the prenatal and genetic diagnosis of this disease.
Methods A case of foaming at the mouth with shortness of breath for one day after birth was diagnosed
by genetic method. Conventional G-banding analysis and single nucleotide polymorphism array (SNP-
array) were used for molecular cytogenetic analysis, and genome-wide CNV analysis was performed.
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Results Chromosome 14 was deletions at 14q32. 2-q32. 31. The fragment size was about 5. 83Mb and

contained 128 genes. Conclusions The deletion of 14q32 imprinting region may present with clinical

symptoms similar with “UPD (14) syndrome”, such as Temple syndrome or Kagami-Ogata syndrome.

[Key words] 1432 microdeletion syndrome; Karyotype analysis single nucleotide; Single nucleotide

polymorphism array; Copy number variation; Prenatal diagnosis
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