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[ Abstract] Objective:The purpose of this paper is to further guide the clinical understanding of chromosomal diseases, promote
the clinical application of chromosomal detection in peripheral blood, and suggest that chromosomal diseases need to be analyzed in
combination with clinical phenotypes. Methods: A total of 1988 cases of peripheral blood karyotype analysis were collected as study
subjects from the Affiliated Hospital of North Sichuan Medical College,the results of karyotype analysis of peripheral blood were ana-
lyzed,and the clinical symptoms of patients with abnormal karyotype were followed up. Results: The detection rate of abnormal karyo-
type was 8.25% (164 / 1988, excluding chromosome polymorphism) , which was higher than that of chromosomal disease in general
population (0.5% ). Among them,109 case were numerical abnormalities of chromosomes (58 cases were 21-trisomy syndrome,49 ca-
ses were sex chromosome numerical abnormalities,2 cases were marker chromosome). And 55 case were chromosomal structural abnor-
mality (32 case was balanced translocation,9 case was sex reversal syndrome,5 case was robertsonian translocation,4 cases of inver-
sion,and 3 cases of duplication,] cases of deletion,]1 case was unbalanced translocation). In 70 cases of abnormal karyotype patients,
the clinical manifestations of patients with the same disease were different and could show a variety of clinical symptoms. Conclusion ;
The chromosomal abnormality rate of infertility, history of poor pregnancy and childbirth, children’s mental retardation, growth and devel-
opment abnormality, sexual development abnormality and other symptoms is high. It is of great significance to carry out the karyotype ex-
amination of peripheral blood for eugenics and eugenics. Peripheral blood chromosome is an important basis for clinical diagnosis of
chromosomal diseases, with high application value.
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