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Prenatal diagnosis and genetic analysis of 15q11. 2-q15. 1 microdeletion
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[ Abstract] Objective Through cytogenetics and molecular cytogenetics, prenatal diagnosis was made for
one case of fetal dysplasia, which provided the basis for genetic counseling. Methods High resolution G-
banding technology and chromosome microarray analysis (CMA) were performed on the fetus and its
parents. Results The karyotype of the fetal cord blood was 46 ,XN,del(15)(ql1. 2q15. 1)dn. The results
of CMA showed 6.0 Mb deletions in 15q11. 2q15. 1, which involved Angelman syndrome (AS), Prader-
Willi syndrome (PWS) and 15q13. 3 deletion syndrome. The parents of the fetus showed no abnormal
results in karyotype and CMA detection. Conclusions The deletions in 15q11. 2-q15. 1 was identified as a
novel abnormality. 15q11. 2-q15. 1 deletion syndrome has incomplete penetrance and expression difference.
If ultrasound screening indicates fetal dysplasia, further prenatal diagnosis of karyotype and CMA
detection are recommended.
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