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ABSTRACT

Objective To analyze the prenatal indications,karyotype and pregnancy outcome of pregnant women
with invasive prenatal diagnosis of Turner syndrome (TS),to summarize the characteristics and provide
reference for TS diagnosis and treatment. Methods The data of pregnant women who received
interventional prenatal diagnosis in hospital from January 2014 to January 2023 were analyzed
retrospectivelyThe diagnostic indications of interventional prenatal diagnosis,chromosome karyotype
abnormality detection and TS detection were analyzed.Follow-up was performed until delivery,and
pregnancy outcomes of TS cases were counted.Results In 1876 pregnant women with invasive prenatal
diagnosis,and the detection rate of abnormal staining was 5.81%,and the detection rate of TS was
1.33% (25 cases).The phenotype of TS cases was most typical of X monomer,and other chromosome
abnormalities were mainly trisomy 21 syndrome,trisomy 18 syndrome and trisomy 13 syndrome.
The most common indications of interventional prenatal diagnosis of chromosomal abnormalities
were ultrasound abnormalities,followed by high risk of serological screening,high risk of NIPT sex
chromosome abnormalities,older pregnant women and others.There was no significant difference in
the distribution of indications of interventional prenatal diagnosis between TS cases and non-TS cases
(P>0.05).Among the ultrasonic abnormal indications of TS cases,the proportion of NT thickening and
lymphatic hydrocystoma in X monomer was higher than that in non-X monomer,and the difference
was statistically significant (P<0.05).The live birth rate of 23 patients with TS was 8.70% (2/23).There
was no significant difference in the live birth rate between X monomer and non-X monomer (P>0.05).
Conclusion Ultrasonic abnormality is the most common interventional prenatal diagnostic indication of
abnormal staining.In TS cases,X monomer was the most common chromosomal abnormality,and the
most common ultrasonic abnormality types were NT thickening and lymphatic hydrocystoma,with a
low live birth rate.
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