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KaAAw

Mia peTapopdwon mapamAfold HE oUTO TO GALWVOUEVO OCUVEPN TPLAVTA XpOvia apyOoTEPA OTNV TOAN TWV
Erbaupiwv. Yrinpxe ekel kamowa Embavpia, mou Bewpouvtav kopitol, opdavr) anod yoveig, KaAAw oto ovopoa. To
avolypa tov ¢uotkol SLaUAoU TwV YUVaLKWV oTthv tepimtwon tng Rrav ¢payuévo, Simla opwg oto awdoio, amo
€va UEPOG Omou eixe dnuioupynbel €k yevetng ouplyylo, améBalde TG uypEC ekkploelg. Otav €ptace o nAkia
YAUou, TNV mavtpePav PE KAMOLO CUMMOALTN tnG. Elnoe Aowmov pe tov avdpa tng duo xpovia kai, adou dev
UIopoUoE va €XEL EPWTLKNA EMadr) oav yuvaika, avaykalotav va UTTIOUEVEL TNV mapd ¢puon cuvouoia.

Apyotepa NG mapouclaotnke ¢GpAsypovn otnv mepoxn tov aitdoiovu, akolouBnoav pofepol movol, kal kAAsoav
TtoAAoUG ylatpouq. Kaveig toug dev nBele va tnv avaAdBel, kamolog GpapuakonmwAng Opwe avéEAaBe va TNV KAVEL
KaAd. EKQVE TOUN OTO MPNOUEVO onUElD, amod Omou Bynkav avdpLKA YEVVNTIKA Opyava: SU0 OPXELS KAt TTEOG ATPNTO.
OMAol £pevav EKTTANKTOL HE To Tapddofo dalvopevo, Kal o papuakonwAng avélaBe va dLopBwaoel Kot TIG UTIOAOLTTEG
aTEAELEC TNG dUONC.

‘Ekave Aowmov mpwrta Topn otn BAAovo Ttou TEOUC Kal Avolée TEPAOUA WG TNV oupnBpa, mMépace HECO AEMTO
aonuévio kaBetnpa kat ano tn diodo autn €Ryale £€w TIGC LYPEC EKKPLOELG, EVW TNV TIEPLOXN) OTOU UTINPXE TO
ouplyylo tnv avole kal Evwoe TIG TTAEUPEC TNG. AdoU Bepamevoe tnv acBevr) Pe autod Tov TPOMO, {NTnoe SUTAN
apolBn eneldn, Onwg €Aeye, ixe mapaAdBel Appwaotn yuvaika Kol anedwoe vyl Veapo.

0Ooo ywa Vv KoAAw, TapATnoe TIG OAITEC TOU apyaAelol Kol Ta AAAQ YUVALKELD €pyOXElpa, ULoBEtnoe avépikn
evbupaoia kat tponoug kot AAAage to ovoua tng o KAAAwv, mpooBEtovtag anAwg oto TéEAog To ypappa N. Kamolot
emiong Aéve OTL pLv yivel avdpag sixe umapéel LEpeLa TNG AUNTPAC KOl OTL TNV €cupav o€ dikn yLa ao€PBela, emeldn
elxe 6L auta mou oL avdpeg Sev mpéEmeL va BAETTOUV.



Hpoilc

Itnv MOAn tng ApaBiag mou tn Aéve ABec loloe €vag avépag ovopatt Awddavtog, Makedovag tnv
Kataywyn. AUTOC TTOVTPEUTNKE yuvailko amd ekelva ta HEPN tNG ApaBiag Kal améKTnos KOpPNn, TOU TNV
ovopaocav Hpaida. Otav édptace o nAwkia yapou, TNV MPOIKLOE KoL TNV TIAVIPEPE PE KATIOLOV OVOUATL
Tapladn.Autog £lnoe €va XpOVO LE TN Yuvaiko TOU Kal HETA €puye yla pakpvo tatidl. H Hpaig, Twpa,
nipooBANOnKe, Aéve, amo mapafevn appwWOoTLA, YLATL TNG TOPOUCLACTNKE €vtovn ¢GAEYHOVH OTNV TIEPLOXN
ToU umnoyaotpiou. KaBw¢ to oldnpa oto onuelo ekeivo OAo kol Sdloykwvotayv, Kol gpdaviotnkav otn
ouvéxela uPnlol TupeTol, oL ylatpol yvwpatevoav OtL gixe dSnuoupynBel EAkwaon otnv mMepPLoXn Tou
TpaxnAou ¢ untpas. Epdppoocav Beparmeieg, alAd tnv €BSoun uépa €ywve pnén g emudpdavelag tou
oldnNuaTog, Kot anod Ta yevvnTika opyava t¢ Hpaidag mpogfaliav éva avéplko HEAOG Kol SUO OPXELS.
EuBpovinteg pe to napadofo pavopevo, ol yuvaikeg mepleébaipav tnv Hpaida pe tic Séovoeg ppovtideg
KOl AITOCLWTTNOAV TO YEYovOoC. Ekelvn, adou amalAaxtnke ano tnv nadnon tng, e€akolovdnoe va dpopaet
Yuvalkela pouya Kot Katépuye OTOV MATEPA TNG.

O Zauadng eneotpede amod 1o taidt kat, onwe Arav emBePAnuévo, Intnoe va deL tn yuvaika tou. Emeldn
OUWG EKElVN amod TN vipornr) TnG 6ev TOAHOUOE va EPAVIOTEL UITPOOTA TOU, 0 ZapLladng, éoupe og dikn tov
natépa SlekSlkwvTag tn yuvaika tou. Ot SIKaoTEC ocuvedplaoav Kal eKTiHnoav OTL N Yuvaika EMPETE va
akoAouBnoel tov avépa tng, Kal Tote ekeivn amokdAuYe tnv aAnBela: eniotpatevovtag 0Ao To BAappog
¢, €Auoe T0 POPERA TIOU OUYKAAUTTE TV avdplkn thg Ppuon Kal tnv €6el€e 0 OAOUC, PWTWVTAG
TAUTOXPOVA, PE Kpauyn oduvng, mwe LepLkol avaykalouv Tov avépa va cupBLwVeL pe aAAov avdpa.

OMAol éuewvav epBpovintol kat dExTnkav To acuvhBLoTo yeyovog pe Adyla amoplag, evw n Hpaig, Agve,
adou anokaAUdpOnke n vrporn tng, AAAage tn yuvaikeia mepBoAn tng pe ayopiotikn, AAAage to ovoua
™G o€ AL0PavTOG, KATATAXTNKE OTO UILKO KO, TOAELNOE 0TO TTAEUPO TOU BACLALAY.



KoaAAw kat Hpalc

Ynapyouv Kowva otolxeia petaél tTwv SUo
LOTOPLWV;




Baldinottiet al -« SRDS5SA2 Gene Characterization 23

R,

et

Figure 1. (a) Patient 1: An isclated micropenis is the only detectable genital abnormality. (b) Patient 2: Ambiguous external genitalia with
perineascrotal hypospadias and reduced phallic size. (g) Patient 3: Aspect of external genitalia after 2 doses of intramuscular testosterone
enanthate and 2 months of percutaneocus DHT,; perineoscrolal hypospadias, a single perineal opening, partially transposed scrotum, and
bilaterally descended testes. (d) Patient 6: The patient before sigmoidovaginoplasty; the testes had been removed 6 months earlier. There is an

enlarged clitoris with labia minora and single perineal opening.



KoaAAw kat Hpalc

e Qawvotunoc BnAeoc kot BnAgomolnueva
VEVVNTIKA Opyava TpLv TNV epnPeia

e Epdavion avopLKwV YEVVNTIKWY OpYOVWV
HETA o pAeypovn otnv epnPikn meplodo

e [IANpPNC appevornoinon otn petenetta {wn




KaAAw kot Hpaiic-EtepoduAetikn nBn

Alpvidla kat emwduvn petapopdwaon puiou
Kata TNV epnPela

Yriepmapaywyn avépoyovwy xwpLic tnv
TOLUTOXPOVN TTAPAYWYN OLOTPOYOVWV
Mapouvoia opxlkoU LoToU

APPEN WEYAOEPMA®POAITIZMOZ(46, XY
DSD)
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EtepodpuAetikn epnPBeioa-EVIVKEC
OLVETTOLPKELEC

Avenapkewa 17HSD

Avenmapkelo 5%
ovaywyaong




Aladopomnoinon avdplkwyv YEVVNTIKWY 0pYOVWV

, MNopot Wolff: Emusidupida
TEOTOOTEPOVN .
2TIEPUOLTLKOC TTOPOC
2TIEPUOTIKA CWANvapLa
AwdpotectooteEpOVN ‘EEW YEVVNTIKA Opyava

(DHT) OUPOYEVVNTIKOG KOATIOG




Avemapkela 5¢ avaywyaonc TUumou 2

2 wooévivpa
e 5%qvaywydon tumou 2:
-KUpLo Looeviupo tNC eUPBPULKAC LwNC

-poAo¢ KAELSL oTnV appevomoinon Twv £Ew YEVVNTIKWY 0pYAVWVY
oTn Yévvnon

e 5%qavaywyadon tumnov 1:

-n €kppaor TNG avéAvetal Pe TNV nALKia

-epnBkn kat petednPikn dSpdon o mepldbePLKOUC LOTOUC
(Amap,vedpoi,emivedpidia)

ENTONH APPENONOIHZH ZTHN EQHBEIA!!!




Averntapkela 178 HSD 3

MoAAa wooevivpa
e 17B HSD3: -petatponi A oe T 0TOUC OPXELC
- LELWHLEVN EkPpaon e TNV NALKia
e 17B HSD5:-eéwyovadikn mapaywyn T
(Amap,envedpidbia, mpootdatng)
-auénUEVN Ekdppaon e TNV nALkia

HMIOTEPH APPENOMOIHZH 2THN EQHBEIA- 2¢
OPLOMEVEC TIEPLITTWOELC YUVOLLKOpooTiOL!




O avtpoc vuopn

Kat ev Avtioxeia 6€ tn mpo¢ Maldvopw motapw YEVETO avOpOyuVOoC,
apyovtoc ABrivnowv AvTLUTATpoU, UTTATELOVTIWY €V Pwun Mdpkou Bvikiou
kol Titou Ztatihiov Tavpou, tou KopBivou enikAnBevtoc. MapBevoc yap
YOVEWV ETILONUWV TPLOKALOEKAETLC UTIAPYXOU OO UTIO TTOAAWYV EUVNOTEVETO,
ovoa gumtpennc. Q¢ & eveyundn w oL yoveic eBoUAovTo, evotaong TG
NUEPOC TOU YAOU TIPOLEVOL TOU Oikou péEAAovoa aldpvidiwe movou
gunteocovtog avtn opodpotatou e€efonoev. AvailaBovtec & autryv ot
T(POOCNKOVTEC €BepATELOV, WC OAYAHOTA EXOUTAV KOLALAC Kol 0TPOPOUC
TWV evtoc. Tng &€ aAyndovog emipevouong TpLolv NUEPALS ENC, amopia T
TAOL TOU TTABOUC TTOLOUVTOGC, TWV TIOVWY OUTE VUKTOC OUTE NUEPAC EVOOOLY
)\auBavévrwv KoL TOL Ttadoav Pev Beparmeiav auth npoccbspévrwv ('EU.)V) gV
TN TIOAEL LOTPWV, unésutav &€ tou nmaboug 6uvauevwv attiov evpelv, ™
TETAPTN TWV NHEPWV TEPL TOV OPBPOV LEGOVA TWV TIOVWV ETLEO00LY
AapBovoviwy, ouv HEYAAN oLuwyn avakpayouong, Apvw autr apoEVIKA
HOpPLOL TPOEMEGEV, KL N KOPN avip eyéveto. Metd dg xpovov €1¢ Pwunv
avnvexon npocg KAaudlov Kaicapa, o 6 ToUTtou £veka TOU ONUELOU €V
KametwAiw Aul AAe€ikakw WOpLoaTo PwWHOV
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O avtpoc vuopn

DalvoTtumoc Kall yevvnTika opyova BnAeoc

13 eTWV- yAUOC

Eudavion avoplkwv yEVVNTIKWY 0pyavwv
LETA ato pAeyovn

APPEN WEYAOEPMAOPOAITIZMO2



5% avaywyaon VS 17B HSD

5% avoywyaon 17B HSD
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