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Analysis of Y chromosomal microdeletions and chromosome karyotype in 516 patients with azoospermia
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[Abstract] Objective  To explore frequency and type of major chromosomal abnormalities including Y
chromosome microdeletions in patients with azoospermia. Methods A total of 516 patients with
azoospermia were enrolled from our hospital from March 2015 to December 2019. Chromosome karyotype
analysis was performed on peripheral blood with G-banding. Y-chromosome azoospermia factor (AZF)
was detected by quantitative fluorescent polymerase chain reaction (QF-PCR). Results There were 66
cases of abnormal chromosome karyotypes in 516 patients with azoospermia, with abnormal rates were
12.8%. In addition, 7. 8% (40/516) presented with Y-chromosome AZF microdeletions, in which 27
cases patients with karyotype of 46,XY (67. 5% ,27/40) and 13 cases of chromosome abnormalities(32.
5% ,13/40). Conclusion The incidence of Y chromosome microdeletion was higher in the patients with
karyotype of 46, XY. Conventional cytogenetics cannot directly reflect the microdeletions of Y
chromosome. Therefore, the combination of these two detection methods can help to clarify the genetic
causes of patients with azoospermia and provide a theoretical basis for clinical assisted reproductive
technology.
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