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One case of short stature combined with 46XY sex reversal and literatures review
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Abstract : Objective According to the process of diagnosis and treatment of one case of 46XY sex rever-
sal and literature review,we aimed to discuss the clinical characteristics,diagnosis and treatment of 46XY sex
reversal syndrome. Methods The clinical manifestation,laboratory examination,chromosomal karyotype and
sex-determining of Y ( SRY) gene test results were reported in 1 case of 46XY patient with short stature. Previ-
ous literatures on 46XY sex reversal were retrieved and the clinical features were systematically summarized.
Results A 13.5 years old girl was admitted to our hospital due to short stature. Physical examination dis-
played bilateral breast Tanner I stage,infant vulva and pubic Tanner I stage. Laboratory data showed the de-
creased levels of estradiol and progesterone and elevated levels of luteinizing hormone ( LH) and follicle stimu-
lating hormone ( FSH) . Genetic examination revealed that the chromosome karyotype was 46XY and SRY de-
tection was positive. Therefore, the patient was diagnosed as 46XY sex reversal syndrome. Conclusion In
clinic, children with short stature combined with delayed sexual development need to be performed the chro-
mosome karyotype analysis and gene detection in order to make early diagnosis and treatment.
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