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METHODS

INTRODUCTION and OBJECTIVES

MIXED GONADAL DYSGENESIS: Patients from Instituto da 

Criança, HC-FMUSP

We conducted a retrospective analysis by gathering clinical data from the medical records. These data consisted on age at

first evaluation, initial and final sex of rearing, characteristics of external genitalia, presence of Müllerian tissue remnants,

karyotype and testosterone levels. The criteria of inclusion in the study was the presence of streak and testicular tissue (normal

or dysgenetic) in gonadal biopsy.
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Mixed gonadal dysgenesis (MGD) is a heterogeneous group of gonadal, chromosomal and phenotypic abnormalities¹. The

diagnosis is based on the presence of testicular tissue and streak. The sex chromosome mosaicism 45,X/46,XY is the most

common karyotype expressed in MGD², but other karyotypes have been described. It is a condition occurring in 1.5/10,000

livebirths.³ The aim of this paper is to report a group of MGD patients followed up in our hospital.

From 15 patients initially suspected to have MGD, we remained with 11 patients who fulfilled the inclusion criteria. The age

at first visit ranged from two weeks to 14.1 years, mean 2.3 years. Birth weights ranged from 1705g to 3400g. Five patients had

no definite sex at first visit, three were female and three male. From the male patients, one was raised as female. Among those

of indeterminate sex, all five were raised as females.

The karyotypes were: 45,X/46,XY in two patients, 45,X/46,X + marY in 2 patients, in addition to other mosaicisms.

The presence of Mullerian derivatives was reported in 10 patients. One of our patients did not have uterus but the

histological examination showed streak on one side and testis on the other side.

Upon examination of the external genitalia, 11 patients had perineal urethra. Falus size ranged between 1.5 and 3 cm, with

presence of unilateral palpable gonad in three patients. All patients had ambiguous genitalia. The average response of

testosterone after hCG stimulation was 270.6 ng/dL.
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CONCLUSION

The DGM should be considered among the etiologies of genital ambiguity, despite the rare occurrence. Although

45,X/46,XY is the commonest karyotype, 46,XY and other mosaicisms can be found. The range of ages at first appointment

had wide variation, calling attention to the fact that many children with ambiguous genitalia have not been referred to

specialized clinic in due time. As has been reported in the medical literature, most of the patients are raised as females.
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