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[Abstract] Objective To explore the influence of genetic factors on fetal skeletal dysplasia (SD) and
provide reference for clinical genetic counseling. Methods From January 2018 to December 2022, 75
fetals found to have skeletal dysplasia with or without other abnormalities were subjected to genetic tests.

Among them, 47 casesunderwent prenatal chromosome karyotype and chromosome microarray, some

DOI: 10. 13470/j. enki. ¢jpd. 2023. 03. 008
FAEWH IR X X AT SRk BT 4 EI7 AR R H (LGW]2021-65)
CAEEE 2 M4 . Email : 2414539513@ qq. com



cases underwent whole exon sequencing (WES). 28pregnant women chose to induce labor directly, and
the fetal tissue was sequenced. The above detection results were retrospectively analyzed. Results

Among 75 cases, 12 cases of chromosome aneuploidy and 6 cases of pathogenic copy number variation were
detected. The overall detection rate was 24 % (18/75). 9 cases underwent whole exon sequencing (WES).
5 cases of pathogenic or likely pathogenicgene mutation and 2 cases of gene mutation with unknown clinical
significance were detected. There were statistically significant differences in the positive detection rates
between groups skeletal dysplasia without other abnormalities and skeletal dysplasia with other

abnormalities (Xz =6.846,P=0.009<C0.01). Conclusion The risk of chromosomal abnormalities in fetal

with SD increases, so invasive prenatal diagnosis is recommended. In addition to chromosomal Karyotype
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analysis and microarray analysis, WES can improve the diagnostic rate.
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