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[Abstract] Objective To explore the role of karyotype analysis in the diagnosis of sex chromosome abnormali-
ties. Methods
birth history (including infertility, abortion, malformation fetus, fetal death) had taken karyotype analysis of peripheral

A total of 3 172 patients who came to Shenzhen People's Hospital with sexual abnormality and abnormal

blood lymphocytes between 2017 and 2018. The characteristics and clinical symptoms of the sex chromosomal abnor-
malities were mainly analyzed and discussed. Results There were 61 patients with sex chromosomal abnormality
among the 3 172 patients, accounting for 1.9%. There were 19 cases of number abnormality (accounting for 31.1%, in-
cluding 47,XXY; 45,X; and 47,XXX), 10 cases of structural abnormality and isochromosome (16.4%), 10 cases of
sex-reversal syndrome (16.4%, including the female patients of 46,XY and the male patients of 46,XX); 22 cases of sex
chromosome mosaicism (36.1%). Conclusion Patients with sex chromosomal abnormality have the clinical problems
of sexual abnormality, infertility, reproductive abnormalities and so on. It's important to use karyotype analysis for the pa-
tient with the problems of sexual abnormality and abnormal reproductive history. Using the karyotype analysis, doctors
could determine the cause of the disease and make rational advice and treatment strategies for the patients.

[Key words] Chromosome karyotype analysis; Sex chromosomal abnormality; Abnormal sexual development;

Reproductive abnormality; Clinical diagnosis
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