ZYTTENHZ YMNEPNAAZIA ENINEOPIAIQN

H >uyyevAg YmepmmAaoia Emiveppidiwv (XYE) atroteAsi opdda diatapayxwv
NG  ETMIVEQPPIOIOKNG  OTEPOEIDOYEVEDNG,  KANPOVOUOUUEVWY  HPE  AUTOOWHMIKO
UTTOAEITTOUEVO XapaKTApa. OgeileTal o TTaBoAOYIKEG TTapaAAayEg (METAAAGEEIQ)
yovidiwv Ta OTroia KwOIKWTToIoUV évqUuPa TTOU CUMMETEXOUV OTnv ouvBeon Tng
KOPTICOANG atrd TN XoAnoTepdAn. Ta évlupa autd cival n 21-udpofuidon (210H), n
11B- udpotuArdaon (11BOH), n 17a-udpofurdon (170H; emiong yvwoT wg 17, 20-
Audon), n 3B-udpoucTtepocidny agudpoyovdon 2 (HSD3B2), n ofecia pubBpIOTIKA
TpwrTeivn TG oTepocidoyéveong (steroidogenic acute regulatory protein, StAR), 1o
P450 évCupo diaotraong (atmokoTng) TTAEUpIKAG aAucidag xoAnoTepoAng (cholesterol
side-chain  cleavage enzyme-SCC), and n P450 ocidopedoukTdon
(ote1doavaywydaon) (POR).

Avetmrdpkela 21-udpofuAdong

H ouxvotepn aitiac g 2YE (95% Twv TEQITTTWOEWYV) OQeEiAeTal o€
TTaBoAoyikég  TTapallayEg  (UETAAAAEEIG) Tou yovidiou CYP21A2, T10 oOTIO0IO
KwodIKoTTOIEl yIa TO éviupo TnNG 21-udpouAldong.

O BaBudg NG evluuikAg avetrapkelag TG 21-udpouldong kabopilel Tnv
Baputnta NG KAIVIKAG ék@pacng Tng ZYE. MAApng amwAcia TG dpaoTiKOTNTAG TNG
21-udpotuAraong odnyei oe Bapid KAIVIKA €IKOVA (KAAOOIKI HOP@N) VW N HEPIKN
QVETTAPKEIQ £XEI NTTIOTEPN KAIVIKA EK@pacn (Un KAACGTIKA Hop®n).

H kAaooikA pop@r) TG vooou Tagivoueital 0TI akOAouBeg dU0 UTTOOUASEG:

1) Mopen pe amwAeia dAatog (Salt Wasting-SW). AtroteAei Bapid evQuuikn
dlatapaxr ToU €KONAWVETAI OTN VEOYVIKA nAIKia pe appevotroinon Twv €Ew
YEVVNTIKWV opydvwv oTa BAAea kal @aivopeva aveTrdpKelag TNG KOPTICOANG Kal
aAdoaoTepdVNG Kal oTa dUo QUAa. Edav dev diayvwaobei éykaipa odnyei oe apuddtwaon,
ogéwon, oupaiyia, katammAngia kai TeAIKG o€ Bdvaro TIg TTpWTEG £BdoUAdeg TNG CWNG.
2TIG TTEPITITWOEIG AUTEG Ta Pev BrAea KIVOUVEUOUV va XOPOKTNPIOTOUV WG Gppeva
KATa Tn yévvnon, VW TOOO Ta ayopla, 000 KAl T KOPITola KIVOUVEUOUV OTTO aIpVidlo
Bavaro,

2) Mopon pe atrAn appevotroinon (Simple Virilizing-SV). £1tn pop®r auth
dlaTTioTwvETal TTOIKiAou BaBuol appevotroinon Twv BnAéwv kal TTpwiun RN, HE
EMTAXUVON TOOO TNG CWHATIKAG AVATITUENG 600 Kal TNG OKEAETIKNAG wpPiMavong Kai
oTa dUO PUAQ, evw dEV TTAPATNPOUVTAI NAEKTPOAUTIKEG DIATAPAXEG.

H un kAaocoikrp popery (Non Classical-NC) tng ZYE éxel ToIKiAn KAIVIKN
EK@pacon Kal TTeEPIAAUBAVEI TTPWIKN TpiXwon Tou e@nfaiou, UTTEPTPIXWGN, aKMA,
dlaTapay€g TNG EYPNAVOU PUCEWG Kal TNG YoVIUOTNTAG.

H ouxvotnta Tng KAAOOIKAG Hop@nG TToIKiAEl aTIG d1d@opeg TTANBUCUIaKES
oMadeg amo 1:10,000 €wg 1:18,000. H ouxvotnta TnNG PN KAQOOIKAG HOPPNG
Kupaivetar ammé 1:100 éwg 1:1,000, avdAioya pe Tnv TMAnBuopiakn opdda. H un
KAaooikrp pop®ry Tng 2YE amoteAei 1O OuxvOTEPO, VYEVETIKWG KaBopifOuevo,
METABOAIKO voonua aTov GvepwTro.




Avetmrdpkela 11B-udpofuAdong

H deltepn oe ouxvotnta popen TG 2YE (3-5% Twv TTEPIOTATIKWYV) OQEiAETaI OF
aveTrapkela Tou evfupou 11B-udpofuAdong 1o oTToio KwAIKOTToIEiTAl aTTd TO Yovidlo
CYP11B1. MNMaBoAoyikég TTapaAAayEg Tou yovidiou auTtoU gival UTTEUBUVEG yia Tnv
EMQAvIoN TNG KAAOOIKAG HOP®AG £AAeiwng 11B-udpofuldong, n otroia TTPOKAAEi
UTTEPTAON XWPIG aTTWAEIa GAATOG Kal 0Ta BAAEa appevoTToinon Twv €§W YEVVNTIKWY
opyavwy.

Nirog1dig YmepmAaoia Emiveppidiwv (AYE)

H AYE cival omaviétarn popery ZYE n otroia katd kuUpio AOyo o@eileTal o€
peTaAAGEEIG Tou yovidiou STAR. O1 aoBeveig TTapouaidfouv eTTIVEQPISIOKT aVETTAPKEIX
(avettdpkeia oUvBeang KOPTICOANG Kal AABOCTEPOVNG) TTOU eKONAWVETAI KAIVIKA KATA
TNV VEOYVIK i Tnv Bpepikn Trepiodo. lMNapouoidlouv emmiong ummépXpwaon Tou
oépuatog. Ta £Ew yevvnTiKG Opyava Tou dppevog (46,XY) eival evdg QuUOIoAoyIKoU
BnAeog. Ta BAAea (46,XX) veoyva TTapoucidfouv QUOIOAOYIKA £Ew yevvnTiKA dpyava
KAl KaTd TNV €@npeia avatrtiooouv SEUTEPOYEVH XAPOKTNPIOTIKA Tou pUAou (0TABOG,
Tpixwon epnpaiou) KaBwg Kal EUPnvo pucon, yeyovog TToU UTTOONAWVEL QUAETIKN
eTEPOYEVEID OTNV dlaTapayr TnG yovadikhG OTEPOEIdOYEVEONG OTA dUO QUAA. MeTd
TNV epnPeia ) Kal vwpitepa o1 WobnKeg u@aviouv KUOTEIS AyVWOToU UnXaviopuou, ol
oTroieg KataAauBdavouv To PeyaAUTEPO PEPOG TNG WOBNAKNG. AVOQEPETAI ETTIONG KA N
KAQOOIK) pop®r] TnG VvOOoOoUu XapakTnpi{opevn atmd kabuoTepnuévn €PQAvIOoN
EMVEPPIOIOKAG AVETTAPKEIAG KAl QUOIOAOYIKA £Ew yevvnTiKG Opyava o€ dppeva (XY)
AaToua .

2to gpyaoctrpto Moplakr¢ Evéokpivoloyiag tng A’ Noaudtatpiknig KAVikAG eAEyXeTaL N
napovucia naboloykwv napallaywv ota yovidia CYP21A2, CYP11B1, HSD3B2 ko StAR
Me Tnv peBoAoyia tou PCR kat Sanger Sequencing.



