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Prenatal diagnosis of a fetus with 46, XX testicular disorder of sex development and literature review
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(1. Prenatal Diagnosis Center , Quzhou Maternity and Child Health Care Hospital . Quzhou, Zhejiang
324004, China; 2. Laboratory of Prenatal Diagnosis, Quzhou Maternity and Child Health Care
Hospital , Quzhou, Zhejiang 324004 , China)

[Abstract] Objective To analyze the genotypes and phenotypes of the fetus with 46, XX testicular
disorder of sex development and review related literature. Methods A pregnant woman with increased
nuchal translucency came to the prenatal diagnosis center for genetic counselling. Due to the prenatal
diagnosis indications, fetal chromosome karyotype and chromosomal microarray analysis (CMA) were
carried out. The literature search with “prenatal diagnosis”, “46,XX male syndrome”, “46,XX testicular
disorder of sex development” as key words was conducted on CNKI (Chinese National Knowledge
Infrastructure) , Wanfang (Chinese) and PubMed. All literature databases were searched up to the end of
December 2023. Literature about clinical data and genetic features of fetuses with 46, XX testicular

disorder of sex development was summarized and reviewed. Results Fetal chromosome karyotype showed
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46,XX; fetal CMA indicated one copy of Ypll. 31-pll. 2 (3299 kb) (SRY positive). The fetus was
diagnosed with 46, XX testicular disorder of sex development. For now only nine cases with prenatal
diagnosis of 46, XX testicular disorder of sex development have been reported. Most cases (70%, 7/10)
didn’ t show abnormalities, 3/10 of the fetuses had structural abnormalities and increased NT, 5/10
pregnant women had the risk of advanced age. Conclusion The cases with the prenatal diagnosis of 46,
XX testicular disorder of sex development are extremely rare. Most fetuses with 46, XX testicular disorder
of sex development have no obvious abnormalities during the whole gestation period. Due to the limitation
of CMA, fetuses with 46,XX testicular DSD (SRY negative) may be missed diagnosis. Those factors pose

great challenges for prenatal diagnosis and genetic counselling.
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