V suvislosti s tymto podujatim
nemam ziaden konflikt zaujmov.
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Klinicke udaje

* 18-roCna zena (fenotypicky)

* vySetrovana pre primarnu amenoreu

* mierne zvySeny gonadotropny hormon

* sonograficky znazorneny hypoplasticky uterus a
vajeCniky (streak)

 karyotyp 46XY, kompletna gonadalna
dysgenéza (Swyer syndrom)

* pre riziko gonadalneho tumoru odstranene obe
adnexa
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Diagnoza

Gonadoblastom
pr1 kompletne) gonadalne) dysgenéeze
46, XY (Swyer syndrom)
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* sex-determining region
Y (SRY) gén - protein

* 1naktivaCna mutacia
SRY génu
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Swyer syndrom

* kompletna gonadalna dysgenéza

* fenotypicky zeny

* 46 XY karyotyp (Zensky
pseudohermaforoditizmus)

* primarna amenorea

* hypolasticky uterus, normalne

tuby, ,,streak® gonady
* vysoke FSH



Swyer syndrom

* vysoke riziko germinalnych
nadorov, 30% (v Case dg. /
puberta), kumulativne s vekom,
80% vo veku 40 rokov

» profylakticka obojstranna
gonadektomia
(cca 35 % je obojstrannych)



Gonadoblastom a TSPY 1

* TSPY1 (testis specific protein Y-
encoded)

* protein v semennikoch s ulohou v
spermatogeneze

* TSPY1 = gonadoblastoma locus na
Y chromosome (jediny znamy
onkogen na Y chromozome)



Gonadoblastom
* dysgeneticka gonada
* nediferencovane gonadalne tkanivo
(syn. disekujuci gonadoblastom?)
* mutacia TSPY1 — gonadoblastom
* C1sty gonadoblastom nemetastazuje
(in situ germ cell neoplazia)



Gonadoblastom

* regresia (burn out) alebo d’alSie aberacie
(izochromozom 12p) — progresia (50 %)
do invazivneho germ cell tumoru

* najCastejSie dysgerminom

* yolk sac, embryonalny karcinom,
choriokarcindm, teratom



Gonadoblastom
* prakticky vylucne u jedincov s
kompletnou gonadalnou

dysgen¢zou s pritomnostou Y
chromozomu alebo jeho Casti



Prekurzorova lézia

gonadoblastomu

* nediferencovane gonadalne tkanivo
(disekujuci gonadoblastom)
* dominancia gonadalnej stromy
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Gravidita?

Pregnancy in patient with Swyer syndrome

Ivan Tulic, M.D., Ph.D., Lidija Tulic, M.D., and Jelena Micic, M.D.

Gynecology and Obstetrics Institute, Clinical Center of Serbia, School of Medicine, University of Belgrade, Belgrade, Republic
of Serbia

Objective: To report a case of successful pregnancy and delivery after IVF and ET in a patient with Swyer
syndrome.
Design: Case report.

Setting: Unit of Assisted Reproduction, Gynecology and Obstetrics Institute, University of Belgrade.
Patient(s): A 3 ‘5

Intervention(s): Chromosomal analysis, diagnostic laparoscopy, IVF using donor oocytes, ET, and cesarean
delivery.

Result(s): Successful treatment, p
Conclusion(s): A patient with 46,X

Key Words: Sw syndrome, oocyte donation program, embryo transfer, pregnancy, cesarean section

* HRT + IVF



TU - germinalne bb. + sex cord

WHO Classification of Tumours of
Female Reproductive Organs

Edited by

Robert J. Kurman
Maria Luisa Carcangiu
C. Simon Herrington
Robert H. Young

Germ cell - sex cord-stromal tumours
Gonadoblastoma, including gonadoblastoma

with malignant germ cell tumour 9073/1
Mixed germ cell-sex cord-

stromal tumour, unclassified  (bez gonadainej dysgenczy) 8594/1*

Talerman



A Co ta Sertol1 gulicka?

vaecofogical Pathalogy
lelm & W l]Lm\ Philudelphia
al I—’.nhulngx.\ts

Case Report

Gonadoblastoma with Proliferation Resembling Sertoli
Cell Tumor

mura, M.D., Takaaki Matsui, M.D., and Shigeo Aizawa, M.D.




Peter A. Lee, MD, PhD2-b, Christopher P. Houk, MD<, S. Faisal Ahmed, FRCPCH4, leuan A. Hughes, FMedSci, FRCPCH®, in collaboration with
the participants in the International Consensus Conference on Intersex organized by the Lawson Wilkins Pediatric Endocrine Society and
the European Society for Paediatric Endocrinology

January 28, 2019
... terms such as “intersex,” “pseudohermaphroditism,”
“hermaphroditism,” “sex reversal,” and gender-based diagnostic
labels are particularly controversial. These terms are perceived as

potentially pejorative by patients. We propose the term “disorders
of sex development” (DSD)...

TABLE1 Proposed Revised Nomenclature

Previous Proposed

ale, and mascu




*doc: "Sir, you've got a very rare disease”
*pat: "how rare?”

*doc: "you pick the name”

dakujem za pozornost
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