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Introduction: DSDs Case presentation Case contmued

Disorders of sex development (DSDs) represent a diverse group of congenital A 4-week-old infant, delivered at 37 6/7 weeks via cesarean section secondary to / PRI | A ~
conditions characterized by atypical development of chromosomal, gonadal, or maternal preeclampsia, presented with a notable clinical finding of ambiguous ' o e A e R L Wi ?
anatomical sex. genitalia. The Infant's weight was appropriate for gestational age, and no
1 DSDs can be associated with variations In genes, developmental abnormal tests or imaging had been detected during the prenatal period. The
programming, and hormones. presence of ambiguous external genitalia prompted a comprehensive medical
d Incidence: 1 in 2000-4500 live births, varies among ethnic groups evaluation to determine the underlying etiology.
O Presentations range from ambiguous genitalia at birth to delayed puberty or : : T
Nfartilit J J J yed p 4 Physical exam: Ambiguous genitalia
d DSDs >cfalre classified into three main groups based on the individual's Virilized external genitalia
KarvoivDe: group « phallic structure in the middle of a bifid scrotum with penoscrotal transposition
YyOLype. or rugated labia.
46, XY DSD 46, XX DSD Sex chromosomal DSD « A single opening at the anterior perineum at the base of the ventral aspect of
Disorders of gonadal development | Disorders of gonadal development | 45, X0 the phallus. _ _ _ _ Flgl.”el 2. ngdht fgonaqls: HIStOIOgII(.: H(I&E sections Sho.wb(la) fragmenltl of tl(SjS(lje Wlth. Irregl.JI.arl
* Gonadal dysgenesis, testes regression, * Qvotesticular DSD, monogenic forms of * Turner syndrome and variants ¢ The anus was pI‘Opel’ly a“gnEd W|th the |SCh|Um. testicular cords eaturmg _a Serto I__Ony pattern’ no VIS_'I € germ cells an ense_ mterStIFIa
ovotesticular DSD, syndromic forms primary ovarian insufficiency, syndromic | 47, XXY . A palpable gonad was noted in the right inguinal region and a gonad was stroma, surrounded by an irregular fibrous capsule consistent with a poorly collagenized tunica
Disorders of androgen synthesis forms + Klinefelter syndrome and variants 1 the riaht labia/hemi th g albuginea, characteristic of dysgenetic/dysplastic testicular parenchyma. (b)Also in this gonad,
« Androgen biosynthesis defects, Disorders of androgen excess 45,X/46,XY and 46,XX/46XY present in the right labia/nemiscrotum without tenderness. ovarian parenchyma with small irregular tubular structures, possibly representing a distorted
congenital adrenal hyperplasia, placental | ¢ Aromatase deficiency, congenital . Mixed dal d is, chi : ] ) rete-ovary.
insufficiency, syndromic forms adrenal hyperplasia, luteoma, iatrogenic T BONSEE EIREENEED, EhImETEm Gen etic an aIySIS 4
Disorders of androgen action Unclassified disorders e 46. XX karvotvoe confirmed bv skin biopsyv. . = =
* Androgen insensitivity * Mayer-Rokitansky-Kister-Hauser ’ ] youp ] _ y PSY DISCUSSIOn and ConCIUSIOn
Persistent Miillerian duct syndrome (MRKH), Complex syndromes Intraopera“VG examination:
syndrome v' Intra-abdominal gonads “ DSDs involve a complex spectrum of atypical development of chromosomal,
« Mutations/deficiencies in AMH and v |eft hemi-uterus gonadal, or anatomical sex.
AMHR?2 : : : : _ _ o _
Unclassified disorders v’ bilateral inguinal hernias, “* Here we presented the case of a 4-week infant with clinical and pathological
+ Hypospadias, epispadias, complex v vaginal introitus within the urogenital sinus, as well as a cervix. findings characteristic of an ovotesticular disorder; with one gonad
syndromes . . -
Histologic examination of gonads representgd by ovarian parenchyma, while th_e qont.ralateral gona_d featuring
. both ovarian and testicular parenchyma, thus indicating an ovotestis.
IntrOd uction: OT-DSD ;*’ 3@; M{, m K% t%\ e = < The clinical history of ambiguous genitalia and intra-abdominal mullerian
] ] ] ] 3" t P & T R *{y”;\ % 1\“ :\“\" :\: \\‘A:\A .‘ RN o BN "n,o & g e = A . . . . . .
O OT-DSD is a rare form of DSD O Karyotype Distribution s };»:%ﬁw S ARG A U ) structures, Is within the spectrum of this difference in sex development.
(3-10% of all cases; 1 in 100,000 births) 46, XX 60% ' ' | L “ Management of DSDs requires a comprehensive and individualized
 Characterized by coexistence of both Mosaiciem >8% approach and Involves a multidisciplinary team that includes experts in

genetic sex, gonadal sex, social and psychological aspects, as well as
pediatric endocrinologists, pathologists, urologists and gynecologists. The
individual’s family/relatives should also be involved.

ovarian and testicular tissue In the
same Individual

46, XY 12%

 Phenotype: varies from female to O OT-DSD classification

normal male Side 1 Side 2

« XX patients: dependent on Y material : _—
translocation and SRY gene location Unilateral | Ovotestis* | Normal gonad

« Male phenotype <10% of cases

4

»» Key factors to consider include in the management plan are the patient's age
at diagnosis, the nature and location of the gonads, the development of
external genitalia, and the risk of malignant degeneration.

Bilateral Ovotestis Ovotestis

:,‘ ) ‘}L%’!--'I: ‘;8‘.\::' ' ‘ gé, & .:% :f\.ﬁ,“»i_;‘,_; ~‘:: ' X :.:' R ,‘ b : ? ,, . Shatiia ey v ‘ :
Lateral Ovary** Testis studies of indicated markers (10X) show ovarian tissue with abundant primary follicles and no _

Figure 1. Left gonad: (a) Histologic H&E sections (10X) and (b) and immunohistochemical

 Types of gonads

significant abnormalities. Immunohistochemistry for SALL4 highlights the primary oocytes in - Cools, M. et al. (2018) ‘Caring for individuals with a difference of sex development (DSD): A consensus
Ovary *Usually right side the fragments of ovarian parenchyma, while OCT4 staining is mostly negative, with only a few . ﬁ?tte:niﬂnt’,tN?tU;% 1R59V‘i§WS Enipcfin_olzgxg_lf_(7)ls ptr;]- 1115—45;9- dtoii170-é03?/8?_15r4-32860?10-8-
o | w Usually left side small groups of positive nuclei, consistent with germ cells with delayed maturation-. Inhibin h:ﬂie’]ph'rfdiﬁérg), Pg L (;Vgesv'glosm':‘ng Pith%l%%il/’ 18?5p)e[;p..3 4‘5’3(1;;2'?3;':10.23&;‘1‘94_0 4.1466-0b.1.
votestis and calretinin are positive in the ovarian parenchyma highlighting granulosa and theca - Witchel, S.F. (201é) ‘Disorders of sex development’, Best P’ractice’&amp; Research Clinical Obstetrics &amp;
perifollicular cells. Gynaecology, 48, pp. 90-102. doi:10.1016/j.bpobgyn.2017.11.005.
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