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AvaBewpnon TNS opoAoyiag

* EyKOTOAEITTOVTAI O OVOUOCTIEC OTTWG
KEPMAPPODITOC, YEUDEPUAPPODITOC, APPEV XX
KATT Kl QvTIKOBioTavTal a1rd TOV YEVIKO OPO :

o «Alatapaxéc Tnc Avarrtuenc Tou UAou»
«Disorders of Sex Development»

DSD

Consensus statement on management of intersex disorders,

Lawson Wilkins Pediatric Endocrine Society end European Society for Paediatric
endocrinology,

2006



AvaBewpnon TNS opoAoyiag

[Tponyoupuevn

[1lpoTeivouevn

Au@ioAa yevvnTika opyava

AlaTapax€EGC TNC AVATITUENG TOU (PUAOU
DSD ( AAD)

Appev YPeudoePUAPPODITOG

46,XY DSD

ONAUC PeudoepUaPpPOdITOC

46,XX DSD

AANBNC epua@podITog

Ovotesticular DSD

Appev XX n XX avaoTpopr) Tou
(pUAOU

46,XX testicular DSD

XY avaoTpo@n Tou pUAoU

46, XY complete gonadal dysgenesis




AITIOAOYIKN TTPOCEYYION

* AppevwTroinon evog 46 XX euf3puou atro
UTTEPPOAIKN EVOOUNTPIaO EKBEON O€
APPEVWTTOIOUC TTOPAYOVTEC

* AVETTOPKNC apPEVWTTOINON EVOC 46XY
eupBpuou



AITIOAOYIKN TTPOCEYYION

 XpwHoowMIKEC AvwaAiec (Chromosomal
DSD)

* AVWMOAIEC TNC AVATITUCNC TWV YOVAOWV
(Gonadal DSD)

« AlaTapaxec otn BioouvBeon Twy opuovVWY
TOU (PUAOU N TNC AEITOUPYIKOTNTAC TWV
UTTOOOXEWV TOUC.(phenotypic/anatomical
DSD)



2 ToIxeia EpBpuoAoyiac

Internal genitalia

Mesonephros Wolffian duct

Mullerian duct

Fallopian Epididymis

tube

Ovary

Testis
Vas deferens

Seminal vesicle

Prostate
Female Male

Fig. 1. Internal reproductive anatomy. (From Griffin J. Ojeda S. Textbook of endocrine
physiology. 1st edition. New York: Oxford University Press: 1998, p. 116: with permission. )




2. ToIXEia EUBPUIKNC
EvOokpivoAoyiag

* AvTI-pUAAEpIav) oppovn (Mullerian
Inhibitory Substance)

e [ AUKOTTETTTIOIO
* [Mlapayetal amrd Ta KUTTApPQ Sertoli

* [lpokaAgi TNV UTTOOTPOPN TWV TTOPWV Tou Muller
(TTOPAECOVEPPIKOI TTOPOI)

« ApaoTnplotroiei Ta KUTTApPA Tou Leydig

e 2UMMETEXEI OTNV QPXIKN @ACN TNG KABOOOU ToU OpPX!



2.ToIxeia EpPpUIKAC
EvOokplvoAoyiac

TeoToaTepovn Kal AIUOPO-TECTOOTEPOVN

[MapayeTal atrd Ta KUTTAPA TOU Leydig Tou ENBPUIKOU OpXI OTTO TNV
On €wgkal TRV 15" -18" ¢fdouada TG KUNoNG

2UUMETEXEI EVEQYA OTNV AVATITULN TWV JECOVEPPIKWY TTOPWV
(Wolffian ducts)

P1AvEI OTA KUTTAPA-OTOXOUG KOl HETATPETTETAN O€ OIUOPO-
TEOTOOTEPOVN ATTO TNV 59-pedoOUKTACN

H DHT €xel yeyaAuTepn OUVOETIKN IKAVOTNTA UE TOUG UTTOOOXEIC TWV
avOPOYOVWY ATTO TNV TECTOOTEPOVN



2.ToIxeia EpPpUIKAC
EvOokplvoAoyiac

TeoToaTepovn Kal AIUOPO-TECTOOTEPOVN

O1 UTTOOOXEIC TWV AVOPOYOVWY KWOIKOTTOIOUVTAI
QTTO YOVidld TOU XpwHoowlaToC Y

Ta upnAad emritreda TeotooTepovng ( 2.Y.E) dev
ETTAPKOUV VIO TNV TTAAPN QVATITUCN TWV TTOPWV
Tou Wolf

Eival atrapaitntn pia 1otk mTnyn (ToTTiKoi
uttodoxeic, D.H.T)



AITIOAOYIKN TTPOCEYYION

46 XX DSD Appevwtroinan evéc 46 XX BrAeoc (1o
ouxvi n 2.Y.E, ammé averrdpkeia 1ng 21 Ydpocuhaong)

46 XY DSD MoAAéc SiagopeTikéc atieg, xwpic
opIoTIKN d1dyvwaon o€ TToocooTo 50% (10101Ta6NC)

[[OvaOdIKN AUCVEVEDIA Eupl gpdoua YEVETIKGWV Kal

YOVAOIKWY avWUAAIwY, TTANPNG N MEPIKN ATTOUCIO EVOG
(PUAETIKOU XpwuoowuaTocg (45 X, 45 X/46 XY
MWOAIKIONOC)

Ovotesticular DSD zuyypovn Trapouaia opyikou
KAl woBONKIKOU 10TOU PE TTOIKIAO YOVOTUTTO KaI PAIVOTUTTO.



KaTtaracn kata Prader




Kataracn PVE katd Rink

* Phallus (Mrkoc kai MAdToc)
» Vagina (ZuupoAr kéATTou Kai
oupnbpag )

 External Genitalia
( Kararag¢n karda Prader)

Rinket al 2006



* OAa 10 veoyva ue
AAO TTpETTEl VA
QTTOKTAOOUV TO
OUVTOMOTEPO £va
KaBopIouEVO PUAO




ETreiyov

o Avettapkela NG 21 YopocuAdong

1: 15.000 yevvnoeig

 85% Twv DSD

* AUTOOWMOG UTTOAEITTOMEVOC

* MetdAAagn yovidiou O0TO XpWHOCWUO 6

* Au&nuéva etritreda 17a-OH trpoyeoTEPOVNG
e 2UvOpouo attwAelac Nacl



3 N

* H eTTIAOYI TOU UAOU €ival ETTEIYOUCA Kal
TTOAUTTOPAYOVTIKN

* AuTtn Ba kaBopiocel Kal TO €i00C TWV
XEIPOUPYIKWYV ETTEPPRACEWY YIQ TNV
QTTOKATACTAON TOU TTPOBAAUATOC



3 N

« ECaptaral amo:
— Tnv aiTia TTou TTpoKAAece Tnv AAD
— Tnv gpgavion Twv ENNO
— Ti1¢ duvVaTOTNTEG XEIPOUPYIKNG TTAPEURaONG
— Tnv avaykn yia BepaTtreia OpUOVIKNG UTTOKATACTAONG
— Tnv duvatoTNTA YOVIMOTATAG KOl AVATIAPAYWYNC
— Tnv AtTown TNG OIKOYEVEIOC
— Kolvwvikou¢ Kal TTOMITIOTIKOUC TTOPAYOVTEC



KpITApIa yia TovV KaBopliopyo Tou GUAOU

O To evdoyeveg puUAO
« O kapudTUTTOG
* O1yovdadeg
0 To @aivoTuTriko @UAO
* To péyebog Tou @aAAou
* Havramokpion 0Toug OpuOoVIKOUG

epeBIoPOUG

* HUTmTapén otoixeiwv Tou TTGPOU TOU
Muller

* Havapevopevn avaTttu¢n otnv
evNAIKiwon

O To Acitoupyikd QUAO
AuvaToTnTa avatrapaywyng
Auvatotnra o€E0UaAIKAG dPaaTNPIOTNTAG
0 To koivwvIKO @UAO
*  MopowrTiko eTTiTred0
*  KoivwvikA atrodoxn




OlI TPEIC TAUTOTNTEC TOU ATOUOU

e ATOMIKN OECOUAAIKA TAUTOTNTA : To ¢pUAO GTO OTT0I0 éval ATOHO
aloBaveral OTI AVAKEI

* H KOIVWVIKN TAUTOTNTA . To @UAo GTO OTT0I0 N KOIVWVia KATATAOOE!
Eva ATouo

* HT1autotnTa TNG CUUTTEPIPOPAC : KabopieTal atré Thv EpWTIKA
€ACN TOU ATOPOU TTPOC TO €Va N
TO AAAO PUAO



g n °
 Hammopaon TrpETTEl va AauBaveTal Je TN

OUMMETOXN OAWV TWV EPTTAEKOPEVWV
TTAIOIATPIKWY UTTOEIDIKOTATWV

— Xelpoupyikn-OupoAoyia-I uvaikoAoyia
— YuyoAoyia-Yuxiatpikn

— [eveTIKn

— NeoyvoAoyia

— Kolvwvikoi AgIToupyoi



O PoAoc¢ Tou Xelpoupyou

e 21N Aidyvwaon Kal Tov KaBopiouo Tou QUAou

— [evvnroypagnua : lNaAivdpoun okiaypda@naon Tou KoIvou
OUPOYEVVNTIKOU KOATTOU, TNG ouprBpac Kai TwV OTOIXEIWV TOU

TTopou Tou Muller

— EvOoOoKOTINON TOU OUPOYEVVNTIKOU KOATTOU
» KaBopiouog Tou UrKoug TOU Kal TNG BEoNnG TNG CUUBOANG
« Algpelivnon TwWV OTOIXEIWV TOU TTOpoU Tou Muller

— AQTTaPOCKOTINGN YIA TN XOPTOYPAPNON TWV E0W YEVVNTIKWY
OpPYAvVWY Kal TN Bloyia Twv yovAadwyv



[evvnToypdgpnua

Urethra » <« Vagina

-




EvoookoTTnon

CYSTOSCOPY AND VAGINDSCOPY



AQTTAPOOKOTTNON




O PoAoc¢ Tou Xelpoupyou
* 21N O¢parTreia
— AppevoTtroinTik N BuAgotToiNTIKA «I EvwNTOTTAQOTIKA»

— XEIPOUPVYIKI TWV YyOVAOWV

— A@aipeon Twv oToIXEiwv TOu TTOpou Tou Muller, é1ToU
QUTO evOEikvuTal



3 N

Xpovog XeIpoupyIKNG TTapEUBaoNnG

Eivai TpoTiuoTepo (aAAG OXI TTAVTA EQIKTO) VA TTPAYMATOTTOIEITAl
OTOUG TTPWTOUG JAVEC (METACU 2°Y KAl 6°Y unvog Kal TTAVTWG TTPIV
ammroTov 18 )

H 016p0waon Tou TTPOoBARUATOC OTOUG TTPWTOUG MAVEC MEILVEI TO
AYXOGC TWV YOVEWV Kal BEATILOVEI TOV OUVOEC O YOVEWV -TTAIOIOU



S

EtiAoyn XeipoupyIKNG eTTEMRAONG

AppEvOTTOINON UTTOPEI va TTPAYUATOTTOINOEI OTAV TO JAKOG TOU
@aAAOU gival > 2eK. KOl UTTAPXE! IKAVOTTOINTIKOG OTUTIKOC I0TOC

H appevoTtroINTIKr YEVVNTOTTAQCTIKN €ival TEXVIKA OUOKOAOTEPN

2.UVNOwWG XpeIdlovTal TTEPIOOOTEPES ATTO Uid XEIPOUPYIKEG
eTepBaoec (50%)

H BuAeoTroIinTIKn YEVVNTOTTAQCTIKI OUVHOWC XpelaleTal
OUMNTTANpWMATIKN d10pOwan TTePi TRV epnREia (TTAACTIKA N OI0CTOAEC
TOU OTOUIOU TOU KOATTOU)



AppevotroinNTikN ['evvnTOTTAQCTIKN

— A16pBwan Tou uttoaTTadia, TNG
XOPONG Kal TNG 0OXEO-TTEIKNG
METABeONC (av UTTAPXEI)

— [lpoeyxelpnTIKn Kal
[MepleyxeiPNTIKN
opuovoBepaTreia Ue
avopoyova

— TotroBéTnon €ite TWV
yovadwy, €iTe evOOTTPOBECTEWY
(o€ deUTEPO XPOVO) OTO OOXED




AppevoTroinTikA ' evvNTOTTAQOTIKN
XEIPOUPYIKN TOU YTTOoOTTadId




OnAcoTtroIiNTIKA [EVVNTOTTAQOTIKNA

KA&ITOPIOOTTAQCTIKI) (OXI EKTOMN)

AlaxwpIiopodG TOu OTOMIOU
TNG OUPNOPAG KAl TOU KOATTOU

AlgquopPWOnN TWV HIKPWV
KOl HEYAAWV XEIANEWV

KOATTOTTAQOTIKA UTTOKOTACTAONG
OTIG TTEPITITWOEIG UTTOTTAATIAG
n atrAaciag(Epnpeia)

2. UYYEVNGC UTTEPTTAACTIO
ETTIVEPPIDIWV
QoBnkopxik AAD

Mwoaikiopog 45 XO/46 XY




KAEITOPIOOTTAQCTIKN

Me TTTUXWON TWV
onpPayywodwv CwuaTWY

Me ekTONN TWV ONPAYYWOWV
OWMNATWY

Mg EKTOUI TOU OTTOYYIWAOUC
I0TOU TWV ONPAYYWOWV
OWNATWYV

Me ToTTO8€TNON TWV
onpayywowv KATw aTtro Ta
MEYAAQ XeiAn (TpoTTOTTOINON
Pippi Salle)




KAEITOPIOOTTAQCTIKN

« TomoBeTnon Twv
onNPEAYYWOWV KATW aATTo
TA JEYAAQ XEIAN
(Tpotrotroinon Pippi
Salle)




AlaXWPICUOC TWV OTOMIWYV TNS oupnBpac Kal
TOU KOATTOU

« OAIKNA KivnTOTIOiNON TOU
OUPOYEVVNTIKOU KOATTOU
kata Pena (J Pediatr
Surgl997;32(2):263-8)

* Mepikn KivnTotToinon
KaTtd Rink (ESPU 2005)

« Emnkng didvoign Tou
OUPOYEVVNTIKOU KOATTOU




AlOXWPIOCPOC TWV OTOHIWYV TG oupnBpac Kal Tou
KOATTOU

« AlaTOun TOU KOIVOU
OUPOYEVVNTIKOU KATA TO
oBeAlaio eTTiTredO

o 2UPPAPN TWV KPNUVWYV
EKATEPWOEV TWV OTOMIWV TOU
KOATTOU KalI TNG ouprOpag




AlQUOPPWON TWV JIKPWV XEIANEWV

« Ta MIKpA XeiAn oxnuaTtiovTal
QTTO TOUG OEPMUATIKOUC
Kpnuvoug NG Téoeng Tng
KAEITOPIOAG ,TTOU DIATEUVETA
o€ oeAlaio eTTiTredo.

* Kal ouppAaTITOVTAI [UE TOUG
QVEOTPANUEVOUG KPNUVOUG TOU
OUPOYEVVNTIKOU KOATTOU




AlQUOPPWON TWV HEYAAWV XEIAEWV

e Ta peyaAa xeiAn oxnuaridovral
aTTO OEPPATIKOUG KPNMVOUC
TTOU TTPOEPXOVTAI ATTO TO
OOXEOD

* To TENIKO aATTOTEAEO A
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YwnAn cupBoAn KOATTOU Kal oupnBpac

« KoAtmrotrAaoTikry Passerini ye
AVAOTPOPO KPNUVO ATTO TOV
KOIVO OUPOYEVVNTIKO KOATTO

« OmoBia oBeAiaia TTpooTTEAQON
Kata Pena-Rink




YTTOTTAQOIa-aTTAQCIO TOU KOATTOU

KOATTOTTAQOTIKEC
UTTOKATAOTAONG

KoAtrotrAaoTikiy Williams,
TpoTtrotroinon Kpeatoa.




ATroteAéouaTa TNG 'evvnNTOTTAAOTIKNG

To aloONTIKO ATTOTEAECUA TWV YEVVNTOTTAQOTIKWY €ival CUVABWC ECAIPETIKO

H KAEITOPOTTAQCTIKA MTTOPEI VA TTPOKAAECEI TTPORAANATA AICONTIKOTNTAG KAl
OpYyoouoU

H KOATTOTTAQOTIKN, TTpoBARUaTa OTEVWONG TTou dlopBwvovTtal oTnv epnReia
Kal KAOKorBoug e¢aANQynG O€ TTEPITITWOEISC UTTOKATACTAONG

To AEITOUPYIKO QTTOTEAECHA TNG APPEVOTTOINTIKNG YEVVNTOTTAQOTIKAG
e¢aptartalarmo Tov Babuod Tou uttooTradia, TRV TTOOOTNTA TOU OTNTIKOU 1I0TOU
Kal TOV BaBPO ETTAPKEIAC TWV OPHOVIKWY UTTOOOXEWV TWV avOPOoyOvVwV.

Ta aTTWTEPA ATTOTEAETUATA WG TTPOG TN OEEOUAAIKOTNTA KAl TV TTOIOTNTA
CWNG Kal TwV OUO YEVVNTOTTAQOTIKWYV Eival TTOIKIAQ KAl TTOAUTTAPQAYOVTIKA



H xeIpoupyIKn TWV YOVAOWYV

« Opyxeotrncia

* [ovadekToun
— MIKTr yovadikr duoyeveaia
— OpXIKOC I0TOG TOU WOoBNKOPXI

— AIXoyvwuia yia Tov XpOvo YOVAOEKTONNG OTNV TTANPN
QVETTAPKEIA TWV UTTOOOXEWV TWV AVOPOYOVWV
* OpMOVEG VIO TNV QVATITUEN TOu OTHBOUC
* OOTIKN TTUKVOTNTA

« EvdotTpOBeon



H xelpoupyIKn TWV YovAdwV

[pETTEl VO apaipouvTal OTIG TIEPITITWOEIG TTOU AVEUPIOKETAI Y
XPWHOOWMA YIa TOV KivOUuVOo TNG ECaAAAAYNS

O peyaAuTEPOG KivOUVOG eCaAAQyYr G UTTAPXEI OTNV
ME BETIKN TNV (testis-specific protein Y encoded)
KQI OTO MEPIKNG EKOPATNG
UE EVOOKOIAIQKOUG OPXEIG

O MIKPOTEPOG KiVOUVOC OTOUC WOBNKOPXEIC KAl TO TTANPES

O1 “Streak” yovadeg Tou guvOopouou Turner TTpETTEI ETTIONG VA
A@QAIPOUVTAI AQTTAPOCKOTTIKA



H Xe1poupyIkn TwWV yovadwvV

O 6pxIg TTapouaiadel Kivouvo eGaAAaYNG, aKOUN Kal av BPIOKETAI OTO
0]0)%o)

Bioyia yia kapkivwpa in situ otnv e@npeia
Katayugn otrepuatolwapiwy Kal akTivolepartreia

210UG Q0BNKOPXEIG O WOBNKIKOG IGTOG UTTOPEI VA TTAPAYEl YOVIUA
wApIa, 0 OPXIKOC epgavilel KivOuvo eCaAAayng

O di1axwpIoPOS 0pXIKOU Kal wWoBNKIKOU I0TOU gival TEXVIKA OUOKOAOG



AVOTOUIKA OTOIXEIO TOU TTOPOU TOU
Muller

H a@aipeon Toug gV givail
aTmrapaiTnTn.

AgaipouvTal JOvo OTav
dnuIoupyouV TTpoBARuaTa

Eivai TrpoTipoTEPO VO
a@QAIPOUVTAI AQTTAPOCKOTTIKA

AQTTAPOCKOTTIK aPaipecn TOU
TTPOOTATIKOU EKKOATTWHATOG
EMMITPETTEI TN OIATAPNON TWV
OTTEPUATIKWY TTOPWV




ATTWTEPA ATTOTEAECUATA TNGC APXIKNG
ETTIAOYNC TOU PUAOU

* [lepioocoTepo ToUu 90% TWV aocBeVWY PE OUYYEVN
UTTEPTTAOCIO TWV ETTIVEQPIDIWV Kal OAOI OI A0BEVEIC JE

TAUTOTTOIOUVTAI JE TO PUAO TOUC (BrAU)

* O1000eveic ye NIKPOTTEIOUO €ival ECIOOU IKAVOTTOINMEVOI
KAl JE TIC OUO aPXIKES KaTeuBUvoelc. H kaTteuBuvon Opwg
TOU AppeVOoC OeV XPEIAleTal XEIPOUPYIKNA ETTEUBAON Kal
TTAPEXEI KATTOIO QUVATOTNTA TEKVOTTOINONCG.



ATTWTEPA ATTOTEAECPATA TNC APXIKNG
ETTIAOYNC TOU PUAOU

o 25% TWV 00BevWV JE
— ATEAEC

— avwpaAiec otn BloouvBeon TNGC TEOTOOTEPOVNC

OeV €ival IKavoTToINUEVOL aTTO TNV APXIKA ETTIAOYN
AVECAPTNTA ATTO TO TTOIA €ival AUTA



2UUTTEPACUATO

* O pPOAOC TNG XEIPOUPYIKAG €ival TTOAU ONUAVTIKOG OTN
O1ayvwaon Kal OEPATTEUTIKI) QVTIMETWITION TWV TTAIOIWV UE
Alatapaxéc TnS Avattuéng tou GuAou

* H xeIpoupyikr, o€ ouvepyaoia PE TIGC AAAEC EUTTAEKOUEVEC
€10IKOTNTEC, oTOXEUElI 0TN PuOoIkA Kal [NveupuaTikn vyeia
TWV TTAIOIWV AUTWYV, TTOU TTEPIAaUBAvEl Ta akOAouBa:



2UUTTEPACUATO
Tov ECWTEPIKO KAl ECWTEPIKO YEVVNTIKO PAIVOTUTTO
Tn duvatoTnNTa AVATTAPAYWYNG
Tn 0€COUAAIK ) CUUTTEPIPOPA KAl IKAVOTTOINON

TNV KOIVWVIKA KAl YUXOOEGOUAAIKF OUVATOTNTA
TTPOCApHOYNG

Tnv TTvEUUATIKNA UYEia

Tnv tTo16TNTa (WG KAl KOIVWVIKN CUMMETOXH.



2UUTTEPACUATO

* To TEAIKO QTTOTEAECHNA TNC AVTIMETWTTIONG TWV
ATOPWYV hE AAD, YEPIKEC POPEC OEV Eival TO
1I0AVIKO

e Ouwcg dlatapayxec oeCoOUAAIKOTNTAG, TAUTOTNTAG
TOU (PUAOU KaI KOIVWVIKNG CUMTTEPIPOPAC UTTOPEI
va TTapaTtnenOouv Kal o€ Atoua TTou OEV
eugpaviCcouv AAO®



Z0G EUXAPIOTW YIO TRV s s
TTPOCOXNA COC l’.""{f Y |
U
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OnAgoTroinTikA I'evvnNTOTTAQCTIKN
Passerini-Glanzel




