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Abstract

7KH 5 5 PDIH VAQGURPH RU IKH 5 3 THVILFXIDU "LVRUGHU RI 6H[XD0 “LIIHUHQIDILRQ “6= LV UDUH = H UHSRW D
FILQLFDO FDVH RI D PDH LQIDQW 5; "67 ZIUK 65< QHJIDILYH 7KLV REVHUYDILRQ VXJJHVIV IKDI JHQHV RIKHU IKDQ 65<
SID\ DQ LPSRUIDQI URIH LQ GHIHUPLQLQJ VH[ )URP KLV FDVH ZH Zli SUHVHQI D UHYLHZ RI WKH (LIHUDIXUH IR IDNH VIRFN RI
IKH VXEIHFI
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Introduction

®e foetal sex diwerentiation depends on a number of cellular and
hormonal signals that interact in a speciZc order but still poorly
deZned to contribute to the establishment of the genital apparatus and
a male or female phenotype [1].

Chronologically, it takes place in four major sequential steps:

« Establishment of the genetic sex at the time of fertilization.

e e combination of a maternal oocyte (23, X) and a paternal
spermatozoon, either (23, X) or (23, Y) will give a homogametic
egg (46, XX) of female genetic sex or heterogametic (46, XY) of
male genetic sex.

e I%e establishment of the gonadal sex which represents the
diwerentiation pathway of the gonads. It encompasses the
determination and subsequent diwerentiation of the bipotential
foetal gonad into testis or ovary. k&en, the internal structures will
be set up from two parallel channel systems present in the embryo:
the Wolw and Mdiller ducts.

< ke hormonal production by the diwerentiated testis of two capital
hormones for the virilisation of the male foetus: the anti-Mullerian
hormone (AMH) and the testosterone.

« e AMH will allow the regression of the Miller ducts while the
testosterone is responsible for the development of the Wolw ducts.

* e development of phenotypic sex results in diwerentiation of the
external genital organs and the urogenital sinus.
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Pregnancy was complicated by pre-eclampsia requiring
hospitalization for surveillance. ke child was born through
spontaneous eutocic vaginal delivery to 35 weeks of amenorrhea and 4
days; with an Apgar score of 7 then 9 respectively at 1 and 5 minutes of
life.
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Figure 2: e genital bulges had a scrotum-like appearance in which gonad-like formations were found when palpated.



neonatologists, surgeons, geneticists and biologists who can improve
management while insisting on the role of psychological support to
families.

From a therapeutic point of view, our patient is expected to have a
correction of the hypospad, and long-term monitoring to detect
puberty disorders, appearance of gynecomastia at puberty, but also,
and above all, impairment of fertility.

Conclusion

Although abnormalities of sexual development with testicles
associated with a karyotype 46, XX are rare, but this clinical case
illustrates all their interest for the clinician.

From a practical point of view, the approach to etiologic diagnosis
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