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Clinical applications of array comparative genomic hybridization in

diagnosis of psychomotor retardation”
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Zheng Lin LI Wenzao ,WU Changli WANG Wenjuan ,LEI Lijun
(Department of Pediatrics s Xingiao Hospital sthe Army Medical University ,
Chongqing 400037,China)

[Abstract] Objective To determinate related pathogenic copy number variations (CNVs) in children
with unexplained psychomotor retardation (PR) via array comparative genomic hybridization (Array CGH),
in order to clarify unknown genetic causes. Methods Genome-wide high-resolution scanning was performed
on 22 children with idiopathic PR by using Array CGH to identify rare CNVs related to PR. Results Rare
CNVs were found to be possibly correlated to PR in 19 cases subjected to the disease,deleted in 14 cases,du-
plicated in 5 cases,and heterozygously deleted in one case. The results suggested that the detection rate of PR-
related CNVs in children was 72. 73%. It was found that genes correlated to PR included LUZP2, GFER,
TSC2,CHRNA7,SNTG2,SHH, 1p36 microdeletion syndrome, 16p 11. 2 deletion syndrome, 15q13. 3 micron
deletion/microduplication syndrome, chromosome 9p deletion syndrome, 1q43-q44 microdeletion syndrome,
1g21. 1 microdeletion syndrome and 2q37 microdeletion syndrome,and so on. Conclusion Early use of Array
CGH to diagnose children with unexplained PR in a timely and accurate manner can assist in diagnosis of the
condition of the disease,and provide important molecular clues for the study of pathogenic mechanisms.

[Key words] psychomotor retardation; genetic diseases,inborn; array comparative genomic hybridiza-
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