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Experimental study of whole genomic copy number variations in a fetus with a de

novo isodicentric chromosome 18 by array-based comparative genomic hybridization
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('Key Laboratory of Laboratory Medical Diagnostics of Ministry of Education, Chongqing Medical University, Chongqing 400016 ; *Research Institu-

te of Clinical Medicine, *Department of Ulirasound Diagnosis, Shenzhen People’ s Hospital, Shenzhen 518082, Guangdong Province, China)

Abstract. Objective To understand the genomic copy number variations ( CNVs) in a fetus with a de
novo isodicentric chromosome 18¢[ idic(18) (pl1—qter) ], identify the organization and components of the idic
(18) (pll—qter) , and investigate the possibility and superiority of array-based comparative genomic hybridiza-
tion (array-CGH) in molecular cytogenetic diagnosis. Methods The whole genome of a fetus with idic(18)
(pll—qter) diagnosed by G-banding and fluorescence in situ hybridization was scanned and analyzed by array-
CGH. Results The results of array-CGH showed deletion of 18pl11.21—pter and duplication of 18pl1.21—
qter. The breakpoint was between 12 104 527 and 12 145 199 (from the telomere of 18p) , indicating the idic
(18) (pll—qter) was idic(18) (pll.21—qter) actually. Further more, 21 submicroscopic genomic CNVs
were identified. Conclusion Compared with conventional cytogenetic analysis, array-CGH can not only detect
genomic CNVs with high accuracy, high resolution, and high-throughput, but also identify breakpoints of CNVs
with high resolution.
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