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Analysis of 345 cases of children with birth defects in cell genetics FU Meimei » HUANG Hailong » XUE Hui-
lis, AN Gang, GUO Nan, LI Ying. XU Liangpu. Center of Prenatal Diagnosis, Fujian Provincial Maternity and Chil-
dren’s Hospital s Fujian Provincial Key Laboratory of Prenatal Diagnosis and Birth Defects s Fuzhou, Fujian350001, China
[Abstract]  Objective To analyse the characteristics of chromosome karyotype distribution and clinical manifestations in
children with birth defects. Methods The chromosome karyotypes of 345 children with birth defects in our hospital were ana-
lyzed. Some samples were analyzed by SNP-arry gene chip in order to make a definite diagnosis. Results The top three clinical
manifestations of 345 patients were special face, hypospadias and mental retardation. A total of 116 cases of abnormal karyotype
were detected in 345 children, the detection rate was 33. 6 %. Among them, 105 cases (90.5%, 105/116) had autosomal abnor-

malities and 9 cases (7.8%, 9/116) which had sex chromosomal abnormalities. A total of 85 cases had chromosome abnormali-

ties of 21 trisomy, accounting for 73. 3% of the total abnormal (85/116). Conclusion 21 trisomy syndrome has the highest inci-

dence in this group. We should provide guidance for parents who have chromosomal abnormalities in childbearing history.
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