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Karyotype characteristics and clinical symptoms of patients with mosaic peripheral blood karyotype
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Yuelin®, Pan Mingxin®, Ma Yuru'" , Wang Huawei'"

(1. Reproductive genetics department , the first af filiated hospital of Kunming medical university ,
Kunming 650032, China; 2. Kunming medical university, Kunming 650032, China)

[Abstract] Objective Many clinical symptoms, such as infertility, recurrent abortion and birth defects
were closely related to chromosome abnormalities. Among them, chromosome mosaic karyotype of
peripheral blood was one of the important genetic factors, however, the analysis of the karyotype
characteristics and clinical symptoms of mosaic karyotype of peripheral blood was rare, which brought
certain confusion for the clinical genetic counseling. This work was performed to further illustrate the
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peripheral blood, and provide reference for future clinical genetic counseling. Methods In this work,
there were 24 patients with mosaic chromosome karyotype were identified from 22456 patients with
chromosome karyotype analysis for patients with preconception eugenic examination, infertility, adverse
pregnancy genetic counselingof the First Affiliated Hospital, Kunming Medical University, from February
2017 to June 2024. The mosaic ratio and clinical symptoms of the 24 patients with mosaic peripheral blood
chromosome karyotype were analyzed here. Results 14 female patients have the mosaic peripheral blood
chromosome karyotype, the rate was higher than that of male. The patients with abnormal chromosome
number accounted for 79. 17% (19/24); the patients with abnormal chromosome number and abnormal
chromosome structure accounted for 16. 67% (4/24); only 4. 17% (1/24) patients was diagnosed as
abnormal chromosome structure. Among them, 83.33%(20/24) has the sex chromosome abnormalities,
12.50%(3/24) has the autosomal diagnose abnormalities. There was 4. 17 % (1/24) of mosaicism involving
both sex chromosome abnormalities and autosomal abnormalities. In total, except 5 patients was diagnosed
as short stature or patients with unusual facial characters, the rest patients were diagnosed as infertility
and adverse pregnancy history. Conclusion Mosaic of chromosome karyotype in peripheral blood was one
of the genetic factors causing of infertility, adverse pregnancy history and short stature. Thus, the
chromosomes karyotype analysis of peripheral blood was necessary for the patients with infertility, adverse
pregnancy history and short stature.

[Key words] Mosaic of chromosome karyotype in peripheral blood; Infertility; Adverse pregnancy; Short

stature; Genetic consulting
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