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Abstract: Objective  To investigate the distribution of the abnormal karyotype in mental retardation /developmental delay
(MR/DD) children of Chongging to provide the information for diagnosis and genetic counseling. Methods The samples of the pe-
ripheral blood lymphocytes from 1743 children were prepared with routine cytogenetic methods, G-banding was employed for karyo-
type analysis. Results A total of 742 patients(42. 57 %) were identified to have abnormalities with 20 kinds of karyotypes. Down' s
syndrome was the most common in euchromosome malformation, and Klinefelter syndrome in sex chromosome malformation.
80.69% were found abnormalities in Down' s syndrome group.,which were coincided with clinical diagnosis and the most of 870 ca-
ses were infants; 2. 08% were detected in Fragile X syndrome group and major subjects were preschool children;57.12% in Cri-du-
chat syndrome group;4. 95% in MR/DD with non-dysmorphic group,major of 626 cases were 3—5 years old, respectively. Conclu-
sion The most abnormal karyotypes of MR/DD children are Down's, Klinefelter and Fragile X syndrome in Chongqing. It is sug-
gested that more chromosomal information of MR/DD should be acquired.,it benefits for early management and intervention of ge-
netic diseases.
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