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Abstract

Objective: To explore the nature and origin of chromosome copy number variants (CNVs) in a child
with developmental retardation, analyse the correlation between genotype and phenotype of the
disease. Methods: The karyotypes of peripheral blood of the child and her parents were analyzed
by routine G-banded chromosomal analysis. Genome DNA was analyzed by next generation se-
quencing (NGS). Results: Routine G-banded chromosomal analysis showed that there were struc-
tural abnormalities of the child, and her karyotype was 46, XX, -3, + der (3), t (1; 3) (q41; p26.1).
The karyotype of her father was 46, XY, t (1; 3) (q32; p25), while the karyotype of her mother was
normal. NGS analysis of the child showed a 29.093 Mb duplication at 1q41q44 and a 1.717 Mb de-
letion at 3p26.2p26.1. Conclusion: Chromosome abnormality of the patient is due to the balanced
translocation of her gather. Duplication of 1q41q44 and deletion of 3p26.2p26.1 are the genetic
causes of the abnormal phenotype of the patient.
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Figure 1. Phenotype of the patient
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Figure 3. mosome karyotype of the patient’s
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Figure 4. Next generation sequencing of the patient
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i, BLHE 3p25. 3p25-3p26 K. 3p BURLESIEE )L BEIRKREICMEH AR R, kMK, B
KR, AKKREBE, MR, MRS, LM ge i MAEIE: KAR, ZREE, SEsHE,
e RMECIE, BAMKEE. KEZH 3p SRGAIERNE LA P EREENE KT, HER0FEE S
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