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Detection of subtelomeric copy number variations in children with intellectual
disability

ZHU Li-Na, WANG Yan, PENG Wei, MA Xiu-Wei, YANG Xiao, LIU Xin, FENG Zhi-Chun. Bayi Children's Hospital,
General Military Hospital of Beijing, Beijing 100700, China (Feng Z-C, Email: zhjfengzc@126.com)

Abstract: Objective  To detect subtelomeric copy number variations in children with genetic intellectual
disability (ID) using multiplex ligation-dependent probe amplification (MLPA), and to investigate the pathogenesis of
genetic ID. Methods A total of 68 children with ID who had normal results of G-banding karyotype analysis were
included in the study. Their subtelomeric copy number variations were detected using MLPA P036. Results ~Among
the 68 children with ID, 7 (10%) showed subtelomeric copy number variations, and all the variations were deletion
mutations. Among them, 1 case carried 2 subtelomeric microdeletions, and 1 case carried 4 subtelomeric microdeletions.
Conclusions  Subtelomeric copy number variations are important causes of genetic ID. MLPA can be used as an
economic and effective method for investigating the pathogenesis of genetic ID.

[Chin J Contemp Pediatr, 2015, 17(12): 1273-1276]
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