ITANEITIIXTHMIO OEXXAAIAX
XXOAH EINNIXTHMOQN YI'ETAX
TMHMA IATPIKHX

MAIEYTIKH KAI I'YNAIKOAOTI'TKH KAINIKH
EPI'AXTHPIO BIOAOI'TAX
EPI'AXTHPIO KYTTAPOTENETIKHYX KAI MOPIAKHX I'ENETIKHX

ITPOI'PAMMA METAIITYXIAKQN XITIOYAQN
«BIOAOI'TA THX ANAITAPAT' QI'HX»

AIITAQMATIKH EPT'AXIA
METAAAAEEIX I'ONIAIQN XTO XPQMOXQMA X KAI
YIHOI'ONIMOTHTA

KOPQNA EYAITEAIA
BIOAOI'OX
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EINIXTHMONIKOX YIIEYOYNOX TOY IPOTPAMMATOX
KAOGHI'HTHX IQANNHX E. MEXXHNHX

TPIMEAHX ENNITPOITH
Empiénovca: AZITAZIA TEEZOY

Tppeig ZopPovicvtiki Emrponn:
IQANNHX E. MEXXHNHX
IT'EQPI'TIOX ANY®ANTHX
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A) MEPOX

1. EIZATQI'H - XKOIIOX

YKOMmOG TG TOPOoVoaG EPYACIaG €lval 1 GLYKEVTIP®MOT Kol AVAALGT TV OEOOUEVMV

mov vudpyovv ot PipAloypagioc oyxeTikd pe ta yovidlw mov Ppickovial GTO

Ypopocopa X Kot 00VVOVTOL Yo TOAAEG TEPMTMCELS VITOYOVILOTNTOG.

2. YHOTONIMOTHTA

20) Opropdc vTOYoOVILOTNTOC.

Xoupova pe v IHaykoopa Opydvoon Yyeiog wg «wmoyovipdtnro» opiletor M
advvapio evog Cevyaptoh va emTuyel GOAANYN KOl VO OTOKTNOEL ATOYOVOLG EMELTA
amod TOLAGYIOTOV €va £T0C TOKTIKMOV GEEOVOAKAOV EMAPMV YMPIS OVTICLAANTTIKN
npootacio. H vmoyovipdtnta odwkpivetar oe mpwtomadn Ko dgvtepomadn’
npotonadng opiletor n vroyovipdtnTa o€ Cevydplo mov wOTE dev Elyav EMTOYEL
cLAM YT, evd devtepomabng opiletar 1 vroyoviHOTNTO OV EUQAVICETAL EVD £)EL

nponynbet eykvpocHvny. (WHO)

2B) TvyvoTnTo TS VTOYOVIROTNTOC

Me Bdaon dwapopeg emdnporoyikée peréteg mepimov 10 15% twv (evyapudv mov
Bpiokovtol o€ avamapoymyikn nAkio aviipetonilel Kamolog Hopeng SveKoAio otV
TPOCTADELD TOV VO amoKTNoEL amoydvous. Tlaykoouing, vroroyiletor 6t1 vVIGpPYOLV
50-80 ekatoppdploa vroydvipo Cevydpla, oto omoia. mpootifevtor mepimov 2
exatoppoplo véa Cevydplo emoiwg, pe taom yw avénon. H ovyvomta g
vroyovipotntag PéPata pmopel vo WOIKIAAEL amd TEPLOYN OE TEPLOYN Kol OO

mAnBuopd oe TAnBucpd. (Poongothai J et al., 2009)

2v) IO avoTNTO QUGLOAOYIKNC GVAMWNC

H péon @uooroywn mbavomra emituyiog kunoemg omd éva yovipo Cevydpt pe
kavovikn oefovalikn (o1 dev vrepPaivel to 20% avd Euunvo kdxro. To mocootd
avto gival HEYaADTEPO OTOV 1 NAIKioL TG yuvaikog eivar pikpn (kdto tov 25 etdv),

nopapével mepimov otabepd péypt v nAkio tov 30 Kot LetdveToL TPOOdEVTIKE LEYPL
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v nAkio Tov 40 eTdv. Xe peyordtepeg NMKIES, TO TOCOGTO PUGLOAOYIKNG COAANYNG
elval mToAD pkpo, g 1aéemg tov 5% to ToAV. Ilepimov 10 50% TV PLGLOAOYIKDV
yovipov (evyapudv emttuyydvel KMo Kotd 1o Tpmto £tog poctabeimy kKot 20-35%
TV (eVyapudV avTOV EMTLYYAVEL KUMON KOTA TO 0e0TeEpO €tog mpoomabdeidv. To

vOAOUTO 15% glvan Ta «QTOYOVILLOL Cevydpro.

20) AvTiec VTOYOVILOTNTOC

H vroyovipdtnra evog Cevyaplov pmopel vo opeiletar 1060 6€ yuvaikeio 060 Kot o€
avopiko mapdyovta (ue TapdUol0 T0G00TO) KAOMG EMIGNG VILAPYEL TO EVOEYOUEVO VL
evfvvovtal yio TNV vroyovipdTNTA Kot ToL dV0 PEAN Tov Cevyaplov. Elval onpaviiko
BéPata va avaeépovpe Kol TV TEPIMTOON NG aveENynTNS LILOYOVILOTNTAG 7OV
mttel mepimov 10 5-10% twv onuepwvav  (evyopidv. Xta Cevydplo  ovtd
mopatnpeital advvopioo GOAANYNG TaPOAO TOL Kot 01 dVO givar Ko’ OA0 PUGIOAOYIKOL.

AVOALTIKOTEPQ O1 TAPAYOVTES DTOYOVILOTNTOGS Y10 YOVOITKES Ko Avopeg tvan o1 €NG:

I'vvaikeiow Hopayovres

>  Oppovikég  dwropoyés (cOVEPOUO  TOAVKVLOTIKOV — ®obnkdv, Tpdmpn
euunvomavon, akatdotatn mopnéia) mov exnpedlovv TOGO TN PLGLOAOYIKN
wopné&ia 660 KoL TNV TOLOTNTA TOV TOPAYOUEVOV ®wopiwV, o€ T060oTd 27%.

>  H andepaén tov coAniyyov cuviBwg LETA amd PAEYUOVES KOl AOUMOEELS, O
nocootd 20%.

> H evdountpimon, oe nocootd 10%.

> IMabnoeig e untpag (vopvodpata, S10GA0UOG UTPa)

> To apldéevo mepifddhov  tov  Ttpoyprov (UM GUMKA-TPOG  TaL
oneppotolmaplo-tpaynitkn PAEVYN)

> aoénuévn nlkia g yovaikog

Y

Avocoloywkd aition  (Omapén  Sapopwv- ‘exfpikdv’ mpog TO EpPpvo-
AVTICOUATOV GTOV 0pO TNG YOVOIKOC)

Autieg mov oyetiCovron pe tov tpomo (ong (dyyog, kdmviopa, aAKoOl)
Tovidrokég-XpoUooOUKEG OVOUOAES

Emyevetikol mapdyovieg

YV V VY V

Ave&nyntm voyovipdtnTa
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Avopikoi [lapayovrec

2T0V AvOpaL 1 VITOYOVILOTNTO. OQEIAETOL KUPIOG GTNV OALOIWON TOV TOPAUETPOV TOV
onéppotog (aplOpdc, KvnTikoTnTo Kot pop@oroyia tov oneppatolmapiov). [apdio
oL M NAKia Tov dvipo amd povn TG O BETEL PPayHoDS o YoviHOTNTO EIvVOil TOAD
mBavov egontiog TV oTidv Tov akolovBolv, ToAlol amd Tovg omoiovg oyetilovtan
pe v nAkio, vo TpAyETOL GTEPLO YOUNANG TOWOTNTAC* OVIKOVO VO YOVILLOTIOGEL

(QLGLOAOYIKE TO WAPL0. XTI Tpoavapepeioeg artieg cuykaTaAEyovToL:

OpLoVIKES SLTOPOYES

Ddheypovég

Atuynpota 6to YEVVNTIKE Opyova
AmOQPOEN OTEPUATIKAOV TOP®V

Avocoioyikd aitia

YV V. V V V V

Autieg mov oyetiCovran pe tov tpdmo Long (Gyyxog, KAmvioua, aAKoOA, VYNAEG
Bepuokpocies)

» Tovidlokéc — YpOUOCOUKEG OVOLOALES

*YREPNO YOUNINC TOLOTNTOC

‘Eva omeppodidypappo Bewpeitor  @Uo0AOYIKO OTav Ol TIWEG OVOPOPAS Yol

OVYKEKPIUEVES TOPOUUETPOVS TOV GIEPUATOS £XOVV MG EENG:

IMAPAMETPOI TIMEX ANA®OPAX

® HyKOG >=2ml

e pH 7,2-8,0

e TUKVOTNTO, >=20*106/ml

& KIVNTIKOTNTO: a Euovypouun) >25%

N a + betpopiroeidne) >50% Erav n
uétpnon yivet evitog 1 h  amo

EKOTIEPUATION)

Onotodnmote detypo OTEPUATOC €XEL TIUES KATMTEPEG OVTAOV OV £YOLV OPloBel MG

QLGLOAOYIKES Bewpeiton yapunAng mowdtroc. Eival onuaviikd va avoaeépoovpe BEPoia
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o0tL ot apBpoil avtoi dev elvar amdALTOl, KAOMG OE OPKETEG TMEPIMTMOELS E£YEL
emrevyfel yovipomoinon amd oméppato pE YOUNAOTEPES OMO TIG PUOIOAOYIKEG

TAPAUETPOVG. (WHO)
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3. ANAINITYZEIAKH TIOPEIA APPENOX KAI OHAEOX
ANATTAPATQI'TKOY XYYXTHMATOX

To yevwntd ovomnua TOL GPPEVOS Kol TOL ONAE0G ATOHOL €Vl OVGLACTIKAOG
TOVOLLOLOTLTO HEYPL TO TEAOG TG 671G Bdopddas. Méypt 1dte TO YEVVINTIKO GUOTNUA
TOL dppevog Ko Tov BNAeog dev elval dvvatd vo dtakplBovv peta&d toug e Paon
LOPPOAOYIKG XOPOKTNPLOTIKA, TTap OAo mov pmopel va veiotavtar MO eAaepég
KUTTOPIKEG  Sapopomomoels. H  apeupuietikn 1 adtapopomointn  @Aacn g
YEVVNTIKNG aVATTUENG TEAELIOVEL 0 aVTO TO onueio kot amd v 7m gBdoudda Kot
EMELTA TO YEVVNTIKO GUGTIUO TOV APPEVOS Kot TOV OAe0g akoAovBovV amokAivovseg

nopeleg (Luiz Carlos Junqueira, Jose Carneiqaoixij Iotoloyio II).

Yy ewdvo mov akolovbel (etkdva 1) @oivovtar ot YEVETIKOL Kol OpHOVIKOL

TOPBEYOVTEG TTOV EVEPYOLV GTN SLOPOPOTOINGCT TOV YOVAIWV.

Female differentiation Male differentiation

XYy
{ TDF or SRY)

Development of Milllerian ducts Leydig cells Seminiferous tubule
. li
l Testis Sertoli cell
Uterus Anti - Millerian factor
Fallopian ducls Testosterane ¢
Superior part of the vagina e —
Development of external Development of Inhibition of Miillerian ducts
commen primordia Wollfian ducts
5 o — reductase
Epididymis N

Vas deferens 5 o - dihydrotestosterone

Female external genitalia : :
Seminal vesicle

Cevelopment of - prostate
- prostate utricle
- scrotum
- panis with male - type urathra
- glans

Eixova 1: [evetikol ko1 opuovikoi mopayovieg mov EVEPYODY aTH d10pOPOTOINGH TWV
YOVAOWV, TV ETWTEPIKAV K ECOTEPIKDV YEVVHTIKDV OPYOVOV TT0 GPTEVIKG. KOl
Onivke. Euppva. H avartoln tov avopikov poletikay doumv eéoptaror amo v
TOPOVOLA THGS OVTI-UDAIEPELAS OPUOVHG.
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4. TAMETOI'ENEXH

H dwdwacio g yopetoyéveong yopoktnpiletor amd pion mOAD GUYKEKPIUEVT

dwdwocio ™ MeEWWTIKY Olaipeon. Av kot 1 dwdkacio g peimong elval puo
ocuvInPNUEVT ddkacio oe KAOE eVKAPLOTIKO OPYOVIGHO, OTA ONAACTIKA SlapEPEL

onuovTikG petad OnAvkdv kol opoevik®v atopwv (sikova 2). (Scott F. Gilbert,

Developmental Biology)

Sexual dimorphism in mammalian meioses

Qoyéveon Yreppatoyéveon

H évapén g peiwong yiveron pio popd oe H évapén e peiwong yivetor dtopkdg
évay TEMEPAGUEVO aplOUd apyEyovev o€ &vay TOTIKA O1opovUEVO TANBVOUO
KLTTAp®V apYEYOVOV KLTTAP®OV

Evoc yapétng mapdyetal pe tnv ohokAnpwon |(Téooepelg youéteg mapdyovol e v
KOs peimong oAOKANpwo™ KABe pelwong

H oloxAnpwon g peimong kabvotepei yrioo  ||H peiwon odokAnpdvetot o€ HEPES M
pves M xpovia ePoopadeg

H peimon otapotd oto otddio g 1
HELOTIKNG TPOPOONS KOl apyOoTEPO cLVEYILETO
o€ &vav LIKPOTEPO aPBUd KLTTAP®V

H peiwon kot n dtapopomoinon tov
KLTTAP®V YivovTol 0010KOTo

H d1apopomoinon twv yapuetdv coufaivet H d1apopomoinon twv youetdv
dtav givon axdpa duthoedeic, otny 11 ovppaivetl 6tav elvan TALov amlogdeis,
HEL®TIKT TPOPOOT HETA TO TEAOG TNG HElmOoNG

OLo. To YPOUOCHOUATO, LETAYPAPOVTOL KO
avaoLVoLALovTaL 1I6OTIHO OTN OBPKELL TV
LELOTIKOV TPOPAGEMV

Toa euAeTiKd ypoHOGOUATO OEV
avacvvovdlovtol € A0 TO P KOG TOVG

Source Handel and Eppig 1998, Copyright © 2000, Sinauer Associates
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4q) Xrepnotoyéveon:

H oneppatoyéveon eivan pia cuveyns dtodikacio Katd Ty omoio Ta apyikd avdppo
YEVWNTIKG KOTTOPA (OTEPUOTOYOVIR) UETATPEMOVIOL O MOPUUO. omepuatolmapio
(etova 3). Awxpivoope V0 KOplEG QACEIS. TN OREPUATOKVTTOYEVEGT, OV
neptlopfdvel T otddl omd TO OMEPUATOYOVIOL UEYPL TOV GYNUOTICUO T®V
OTEPUATIOMV KOL TN ORMEPUIOYEVEST], TOL TEPAOUPAVEL OAEC TIS OTOPOITNTES
OlOIKOGIEC YioL TN UETATPOT TOV OTMEPUOTIOOV o€ dpuo oneppotolmapto.. Ta
oneproToyOvVio. Bpickovtal oty e£MTEPIKY] TAELPE TOV CTEPUATIKOV COANVOPI®V
OV OpYe®C avapeso ota kutTopo tov Sertoli. Ta kuttapa tov Sertolisivar cuvéyesia
™G Pactkng HeUPPAvNG TV OTEPUATIKOV COAnvopiov, Ppickoviol ovAaLesH ot
KOTTOPO. TNG OTMEPUOTOYEVESNC KOl £YOVV VTOGTNPIKTIKO poOAo. O mANBvouUdc TV
OUAOEIO MV oTEPOTOYOVIOV dlatpeital o€ 000 TANOLGUOVE: Ta GTEPUATOYOVIO TOTTOV
A ko to omeppatoydvia Tomov B. Ta orepuatoyovia tHmov A vepiotaviot S10d0yIKES
TOTIKES dlonpéoelg Kot £Tot eEas@aAilovy Tn S1aTHPNoT TOL OPYLKoD aplOUoy TV
OTEPULOTOYOVIOV OGTOV OpyL EVO TO OMEPUATOYOVIC TUTOL B pécwm HITOTIKOV
Slupéoemv  divouy TOL TPOTOYEVH] OMEPUATOKVTTOPO. To OTEPUATOYOVIO. Eivor
avevepyd ¢ v NPn. Ao v Evapén e NPNG Kot PETE, TO CTEPUOTOYOVIO TUTOV
B petatpémovtal e mpmTOYEVH OMEPUOTOKLTTOPO (AEyOovTOol Kol TPOTOTOYN 1
OTEPLATOKVTTOPO TPDTNG TAENG). Kabe mpwtoyevéc omepuatokhtTapo veictotot Ty
TPAOTN HEIOTIKN O0{PECT] KOl UETUTPENETOL GE OVO OEVTEPOYEVI] CTMEPUOTOKVLTTOPO
(Aéyovtar kol SELTEPOTOYN 1 OMEPUATOKVLTIOPO OeVTEPNG TAENG) TOL givol pikpd,
oQoIPIKA, omAocdn KOTtapo. Ta SeuTEPOYEV] OMEPUATOKLTTOPA TEPLEXOVY WIGO
aplOpd YPOUOCOUATOV Kot Eva LOVO QLAETIKO ypoudcopa X 1 Y. Ta devtepoyevn
OTEPUOTOKVTTOPO €V ovveyeio veiotavtal Tn Oe0TEPT UEWWTIKY Owipecn Kot
oynpoatiloov 4 amhoedeic omeppotioes. Koatd  obpkeia g de0TEPNG OVTNG
dwaipeong dev vapyel GAAN EAATTOON TOL OPLOUOD TOV YPOUOCOUATOV: 1| daipeon
aLTY], ToPOTL OVOUALETOL HEWWTIKN OHOLACEL TOAD pE o oA pToTikn dtaipeot. Ot
OTEPUOTIOES OTASIOKE YAVOLV TO KLTTOPOTAAGIE TOVG KOl LETATPEMOVIOL GE MPLLLOL
oneppotolmapla, HE o ekteTOUéVn Olepyacio  Olpopomoinong, YveOoT ®¢
oneppoyéveon (Lucinda L. VeecklMOvo peTd TV OploTiK) Sl0pOPOTOiNGT) TOLG T
oneppatol®aptlo AmeAELOEPMVOVTOL GTOV OLAD TV CTEPUATIKOV GOANVOPI®OV, LTO
TNV EMOPOON TNG TEGTOGTEPOVIG, Y10, VO, KATAANEOVY, HEGM TOV OPYIKOD SIKTHOV, OTIC

emodvpidec. Méypt 10Te TOL KOTTOPA TOAPAUEVOVV GE EYKOATMGELS TWV KLTTAPWV
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Sertoli, ta omoia Tovg MapEyovv TpooTacio kol Opiyn. Amd TO TPOTO GTASIO TNG
dtadkasiog £0¢ Kot T0 6TAO0 OYNUATIGLOD TOV GTEPUATIOMV 1 KLTTOpOKivno™n lval
ateMG kol €tol T KOTTOPO Oodo(IK®V Yevemdv ovvdéovtar HeTald Tovg LE
KUTTOPOTAUCHATIKEG YEQUPEG. XVVOAIKA 1 omepuatoyéveon owpkel mepimov 64
nuépeg, amd T1g omoieg mepimov 40 Muépeg SlPKEL M CTMEPUOTOKVTTOYEVEST KO

nepimov 24 nonepuioyéveon. H de omepuoyéveon yopileton o€ Tpelg PAcELS:

e (@aon golgi, T0 KLTTAPOTAUCUO TOV CTEPUATIOMV TEPIEYXEL L0, ELOLAKPLTN
ovokev] golgi kovtd otov Tupnva, UItoxovopla, évo (e0yog KeVTploAimv,
elevbepa poocopata Kol COANVAPLO A0V  EVOOTAAGLOTIKOD OIKTVOV.
[Tpoakpocmuiakd Kokkio cvoocwpevoviol 610 cOumTAeyuo golgi. Avtd ot
GLVEYEWL CLVTIKOVTOL Kol oynuatilovv éva eviaio aKpoCOUOKO KOKKIO HEGa
0TO 0KPOSOUIKO KLoTio. Ta kevipidMa petavactedovy oe o Béon Kovtd
OTNV EMPAVELDL TOV KLTTAPOL Kot oTovV ovtifeto mOAO oe oyéom He TO
oynuoatiiopevo  axpoécopa. To a&ovnuo TV pactiyiov  apyiler  va
oynuotiCeTor Kol To KEVIPIOAIDL HETAVOCTEVOVV TIOW® TPOS TOV TLPNVA,
Amof®OVTAG TA GVGTUTIKA TOL OEOVILOTOC.

e AKpoooOmK] @aon, oynuotifetor to aKpOGOUA TO OMOI0 KOAOTTEL TO
TPOGH0 NUICL TOV GLUTVKVOVLEVOL TUPNVOL KOl TEPLEYEL APKETO VOPOAVTIKA
évlupo o omoia EMTPEMOVY 6TO GTMEPUATOLMAEAPLO VO SOTEPAGEL TN SLAPAVT
Lovn tov oopiov. Katd ™ odpkelo avtig TG @Aaong o Tupnvog e
OTEPUATIONG TPOGAVOTOAILETOL TTPOG TN PAon TOL GTEPUATIKOD GOANVAPIOL
Kot To a&ovnue TpoPdiel otov avAd Tov. EmumAéov, o mupnvoag empunkdveTot
KOl OCUUTUKVAOVETOL TEPIGGOTEPO. ZVYXPOVMG €va amd TO  KEVTIPLOAL
OVOTTUOOETOL KOl oYNUATICETOL TO HLOoTiY10.

e ®don opipaveng, 6mov amopakpHVETOL TO TAEOVALOV KVUTTOPOTAAGLATIKO
VAKO amd To OTEPUATOLMAPLO KOl QOYOKVLTTOPOVETOL OO To TEPPAAAOVTAL
kottapa sertoli. Ta oneppotolmapia £neito amelevbeP®VOVIOL GTOV AVAO TOV

opykoH cowAnvapiov (Luiz Carlos Junqueira, Jose Carneiqouxrj Iotoloyio 11].
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4B) Qoyéveon:

To devtepoyevég wokvTTOPO 1 WEPLO cvviotd Tov BnAvkd yapétn. Eivor to povo
KOTTOPO TOL OVOPOTIVOL OPYAVICHOD TO OTOI0 WETE TN Yovipomoinorn umopel vo
OVOTTTUOOETOL MG VEN, AVTOTEAMNG Hovada. To wdpro eivor opatd kol o0 YLUVOL
opBoApov. ‘Exer dupetpo mepimov 0,1 mmkon eivor 1o peyoddtepo KOTTAPO TOV
avBpamvov opyaviopod. H woyéveon eivan o diepyasio Katd tnv onoio T0 avdpipo
®OYOVIO UETATPEMETOL GE MDPIUO OEVTEPOYEVES MOKVTTAPO, 1| wApo (eixdva 4). To
apyKo otdolo Tov wapiov eivar To apyEyovo yevvnTiko kvtTapo. Katd ) odpkeia
™¢ 5nc efdouddac g euPpuikng {ong, ta apyéyova yevvntikd kottapa (Tepimov
1.000-2.000) petovactedhovy amd To Toiy®ie Tov AeKIO1KoD aGKOD GTNV TEPLOYT TOV
yovadwv. Katd m dudpkelo g avamtuEng g @wobnkng ta apyEyova yEVVNTIKA
KOTTOPO, TOL OVOUALOVTAL TAEOV MOYOVID, TOAAATANGIALOVTOL YPYYOPO UE LUTOTIKES
dtupéoetg, eva apyilel Kol n depyosio TG TPOTNG HEIOTIKNG Olaipeons. O apBudg
TOV YEVVNTIKOV KLTTAP®V KaTd TNV 6n-71 efdopndada kunoemg givar mepimov 10.000
woy6vwe.  Xtmv  8n  gfdopdda, to  woyévie  @Bdvouv T 600.000.
Amo avt N edon ¢ euPpuikng {ong T YEVWNTIKG KOTTOPO ££0PTOVTIOL OO TPELS
CLUVLTIAPYOVOEG OlEPYATIES: TNG HiTwONG, TS HelwonG Kal TNG atpnoiag. YTeptoyvel 1
pitoon kot étol otig 20 gfdouddeg g euPpvikng (ong €xovpe Tov pEYOADTEPO
aplBpd TV YEVWNTIKOV KLTTApwV mov @Bdvovv mepimov tor 7 exotoppvpro. H
atpnoia (depyacio KATAGTPOPNG) TOV MOYOVI®V TOVEL TOV 70 HNRVa TG KLNGEMG,
omoOTE OAOL TOL MOYOVIO, VOICTAUEVO TN HEIOTIKN Olaipeon, €yovv HETATpOmEl OF
apy€yovo woBvAdkio. Xe auth TN eAcN N ATpPNoic TV ®oBvAokiov avtikabioTd TV
atpnoio TV woyovimv kot Kotd T yévvnon n wobnkn dwbéter mepimov 1-2
exatoppdpla yevwnrikd kottopo. O aplBuoc ovtodg peidvetal pe v nilkio Ko oty
NP amouévoovv mepimov 300,000 — 400,00Me tov TpOTO CLTO, 1 EVAAIKY YLVOIKQ
éxel amoréoel 0 80% TV yevwnTIK®OV KLTTApOV Tov elxe otv guPpvuikn Lon. H
depyacio g peimong apyiler mepimov v 8n gfdoudda g evdountpag {mng Ko
dakomTETOL ©6T0 OTAS0 TNG Owmhotowviag, (ONAadn ™V TPOHPAGN TG TPAOTNG
LEWWTIKNG dlaipeonc), kKotd to omoio To SmAd ypopocduato Egovv dataydel ava
Cevyn. Ta woxvTTapa TAEOV kalohvtan TpwToyeEV] wokvTTapa. Katd ) didpkeia Tov
OYNUOTICHOD TOV, TO TPWOTOYEVEG MOKLTTOPO TePPaiietar amd pio oTifada
KUBOEW®OV KLTTAP®V TS MOONKNG KOl O GYNUATIOUOG OLTOG OVOUALETOL TPMTOYEVES

®oBvAAK10. XN GAoN avT 0 TVPNVOS HeyeBhvETAL, Ta LITOYOVIPLO QVEAVOVTOL GE
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aplOpo Kot KOTAVELOVTOL OUOIOHOPPO GE OAO TO KVTTAPOTAAGLO, TO EVOOTANGLATIKO
dikTLO VIEPTPEPETAL KOL Ol GVOKEVEG QOIgi petavaotevovy akpifdc Katw omd TV
Kuttopikn emedveln. To Bviakikd kOTtapo ocvveyilovv va moAramhiocialovton
oynuatiCovtag éva moAvoTIfo BLAaKIKO emBNAL0, THV KOKKI®ON oTIdda, TG omoiog
TO, KOTTOPO EMKOLVOVOLV HETAED TOLG UE YACUATIKEG GUVAYELS. TOTE TO ®OoBVLAAKLIO
ovopaletar Tolvotifo TpmTOYEVES 1 TPoavTpikd moBvAdKio. Tote gppoaviletor Kot 1
dpovng {ovn mov mepiaiel To wokVLTTOPO. TOo TPWTOYEVEG MOKVTTOPO TAPAUUEVEL
adpavéG o€ auTd To 6TAS10 TOVAd IoTOV UEYXPL TNV epnPeia, oAAd akdun kot yio 40
xpOVIOL apYyOTEPO. XN UETEMEITO OVOTTTLEWOKY] TTopeior Tov wobviakiov apyiler va
ovoowpeveTal VYPO PeTall TV Buhakikdv KuTtdpov (wobvlakikd vypd), To omoio
TEPLEYXEL GLOTUTIKA TOV TAUCUATOG KOl TPOTOVTA OV EKKPIvovTol amd T BuAakikd
kOttopa. ‘Etor oynuoatifetor po peydAn kotddtnto, 10 Avtpo Kot To moBvAdkio
ovopalovror devtepoyevn. Katd ) didpkela kdbe epunvoppuotokod KOHKAOL omd puo
opdoa emAeypévov wobviakiov cuvibBug éva mobvddkio yivetal to Kvplopyo Kot
nePVE 6T0 Mo €EEAMYIEVO GTAD10 TNG ALENTIKNG TPOYLAG, OTOTE Kot OVOUALETOL MPLUO
N TPIToYEVES N Ypoplovd moBvidkio. H petmtiky dwaipeon oAokAnpavetol axpimg
mpv TV wobvrakioppnéia, wg amotéreopa TG avénong tov emmédwv g LH. OAnn
dwdwoacio ¢ ovantuéne Tov wobvAakiov amd TO apy€yovo UEYPL TO DOPLUO

wobBvldxio Sapkel mepimov 90 muépeg (Luiz Carlos Junqueira, Jose Carneir@aoixi
Ioroloyia II; Lucinda L. Veeck).

Giranulosa Granulaosa

PRIMORDEAL
FOLLICLE

(B) B

Giranulosa cells

Granulosar

membrane

GRAATIAN FOLLICLE

Ewxéva 4. The ovarian follicle of mammals. (A) Maturation of the ovarian follicle. When mature, it is
often called a Graafian follicle. (B) Scanning electron micrograph of a mature follicle in the rat. The
oocyte (center) is surrounded by the smaller granulosa cells that will make up the cumulus. (A after
Carlson 1981; B courtesy of P. Bagavandoss.)
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B’ MEPOX

5. Xpoudécono X

To avBpodmvo yovidiopa amotereitar and 23 (ebyn ¥pOUOCOUATOV, 22 CVTOCOUKA
Cevyn kot 1 euAetikd (evyog, kéBe Eva amd To omoia TEPLEYEL EKATOVTAOEG N YIALAOES
yoviola. To yovidiopa £vog amAogldovs KuTTApoL TEPIAAUPAVEL TEPITOV 3+10° Cevyn
Baocewv, omowodnmote amd T omoio pmopel v vrootel ddpopeg UETOPOAES OV

EVOEYOUEVMGS VAL ETNPEAGOLV TNV VYEia TOL aTOHOoV. (Nature, 2005)

5a) H mopsia kon i eEEMEN TOV YpOROGAHUATOS X GTO YPOVO

Ta euietikd ypopocsouato Bewpeitor 6t Tpoépyovror amd TV eEEMEN evdg (eryoug
OLTOCOUK®OV YPOUOCOUAT®V, 1] OTO10L GUVIEAEGTNKE HEGO OTOL TEAELTOLN TPLOUKOGLOL
(300) exaroppvpia £tn. Katd m didpkeia g Stodikooiog to avbeviikd AeITovpyka
oToyyelon Tov YoVISIOUATOG OlotnpnOnkav Yy 0 YpoOpOcoHo X EVO Yo TO
rpouodcopn Y yabnkav oxeddv OAc To TPOTLMO. TOV OPYIKOD OVTOCMOUIKOV
YPOLOo®OUATOS. 'ETor Aomdv xdOnkav moArd yovidia amd to ypopdcsoua Y to omoio

Kamote NTav Kowa petald tov 600 ypopocopdtonyv X Kot Y.

Toa OnAvka dropa KAnpovopovv éva ypopdcouo X amd kibe yovéa Ve To ApGEVIKA
KAnpovopovv éva povo untpikd ypopodcouo X. H ékepacn tov evog amd tor 600
ypopocsopate X ot OnAlukd otapatdel vopig oy avantuén HEc TG OOIKOGToG
™G AOPOUVOTOINOTG KOl TAPOUEVEL AOPAVOTONUEVO Ot EKEL Kol ETEITOL GTOL COUOTIKY
KOTTOPO. XTO KOTTOPO TNG YOUETIKNG OEPAS OU®G CVTO EMOAVEVEPYOTOLEITOL KO
VTOPAAAETOL GE PELMTIKO OVACLVOVAGHUO HE TO SEVTEPO YPOUOGOUA X. XTO OPCEVIKA
dropo to povadtkd ypouodcoue X 0ev adpavomoleital Kol EMTAEOV OTOTLYYAVEL VO
avacLVoLaoTEl 68 OAO TO UNKOG TOL HE TO YpoHOcwpo Y €ktog amd pio meptoyn
ukovg 2,6 Mb ota tedikd dkpa ToV BpoyfdV CKEADV TOV YPOUOCOUAT®V, TNV
eMOVOUACOUEVT] YEVOOOVTOCMUOTIKY] TEPLOYN, TOL €ivorl TOAD opdioyn ota V0

YPOUOCOUATO KOl GTNV 07010, GUUPOIVEL EKTEVIC OVOIGUVIVACUOG KOTA TN Heimon).

Ta apoevikd dropo Aowmdv supaviCovv nuilvyotio ya o teptocdtepa (oyeddv Ola)
yovidla Tov ypwpocopotog X. Agilel va onuelmbel 6t1 n kotdotoon g Nuivyotiog

etvar vtevBuvN Yoo TNV EKONAMOT GE OVTA TO. ATOUA GLYVOTEPO, GE GUYKPLOT| LE TO
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OnAvkd  dtopa, @OWOTOT®OV WOV  OoPeilovial ot OpPAoT  LTOAEIMOUEV®DV
aAANAopOpemV. AT e€nyel kol MV eKONA®O™N peydAov aplBpod acbevelidv mov
oyetiCovioan pe 10 ypopdcopn X oe apoevikd dropa. IMap’ 6lo Aowmdv mov to
ypouodcoua X mepthappdver mepimov pévo 10 4% tov cuvOLOL TOV YOVIdIWV TOV
avBpomov, givor vrevBuvo yi o 10% tv acbeveudv mov KAnpovopovvTal pE TO
HEVTEMOVO TPATLTO KANPOVOUIKOTNTOG Kol To vevBuva yovidlo Ppiockovtolr 6to
ypouoécoua X, kabdg to opoevikd dropa eueovilovv oakduo Kol ovTté  ToL
YOPOKTNPLOTIKA TOV 0QEIAOVTAL G VITOAEMOUEVA OAANAOLOpQO Kot BERata dev Exovv
TO OVTIOTOL(O0 OAANAOLOPPO 0TO YpwuOcoUe Y. To yapaktnpiotikd TpdTLIo AOITOV
™m¢ PuAooHVOETNC (X) KANPOVOUIKOTNTOC GLVOWILETOL 68 EKONAMOT VITOAEUTOUEVOD
(QOWVOTUTIOV G€ 0PoEVIKG Atopo Kot o€ advvopio petafifaong @LAOGUVIET®V

YOPOKTNPIOTIKAOV OO OPCGEVIKO YOVEX GE OPCEVIKO amdyovo. (Nature 2005; Daniela

Toniolo, Flavio Rizzolio, 2007)

o XUpuKTNPIGTIKA TNS CAANAOVYIOS — YOVIOIM®YV TOV YPOUOCAOUATOS X

To ypopdcopa X givoar Eva peyddo ypopdocopo Kot teptiappivet tepimov 10 6% tov
ovvoAkod DNA (ewova 5). Tlepimov 250 aoBéveieg éxer derybei oOTL givan
evhoovvoeteg oto X. Ta yovidlw tov ypopocouotoc X, e Pdon ko Oca
avaeépOnkay NoN, umopovue va To dtokpivovpe 6e 000 KOTNYopieg avaAoyo UE TN
0éon tovg Tave ot1o Ypopdcsoua. ‘Etotl £govpe ta WELOOOVTOGMUATIKG YOVidla, Kol
etvat avtd mov Ppickovrol oTic TEPLOYEG OOV EMTVYYXAVETOL AVAGLVIVAGUOG HETAED
X kot Y ypopocodpatog, kot to X — linkedyovidio mov Bpickovtat €@ amd avtég Tig
neproyés. H avdivon g adiniovyiog tov X ¥poOUOCHUNTOS amoKdAvye OTL TO
YPOUOcOUE X €yel YOUNAN TEPLEKTIKOTNTO GE Yovidla, &vd &ivar mAOVGLO G©F
dubomapteg emavarappovopeveg mepoyéc. Emiong odvnke Ot n meplektikdtTo, O
G,C (39%) eivan younAdtepn oamd 10 péco Opo meptektikotrag o G,C 1tov
voAowmov yovidiopotog (41%). 1Mo cvykekpiuéva mpoodiopictnke 1 vrapén ydiov
evevivta okt® (1,098)yovidiov and to omoia to evevivta evvéa (99) kmdikomolovv
TPOTEIVEG OV eKPPALOVTOL GTOVG OPYELS KABMS KAl GE SLAPOPOLS TLITOVS KAPKIVOL.
Emumdéov mpocdiopiotnke otnv aAinlovyioa xor m Vmapén emntokoociov (700)
yevooyovdiwv. Ta e&ovio tov 1,098 yovidiov katarapfdvovv éxtaon 1,7% g
aAAnAovyiog Tov X YPOUOCMOUATOC. ZOUPMOVO KO LE TN XOUNAY TUKVOTHTO YOVIdiwV

TOL YPOUOCONOTOG VTOAOYIleTaL 0TL 1| GVYvoTHTO TV CPG Vnoidwvoe avtod (n omoio

17

Institutional Repository - Library & Information Centre - University of Thessaly
18/05/2024 10:12:48 EEST - 3.147.82.236



vroloyiletan oe 5.25 avé Mb) givar mepimov 1 pon and tov apBud tov vnoidwv

avT®V 610 VIoAowo yovidiopa. (Nature 2005; http://ghr.nlm.nih.gov/ )
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Eixova 5. To ypopdcoua X
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5B) Xpouéocopo X KoL vToyoviuotnTo

‘Eva obvoro mapaydviov, Ommg €xet MOM avoaeepbel, umopel vo emmpedost
YOVILOTNTA appEVeV Kot ONAe®V aTOU®V. AVALEGH GE OVTOVG TOVS TOPEYOVTEG, OTMG
Y OVOTOLUKEG OVOUOMEG TOV YEVVITIKOV 0pYaveV, TEPIPUALOVTIKOL TOPAYOVTES K. A,
peydio pepidio €xovv ot yevetikol moapdyovieg. Znv Katnyopio mov mepthapPdvet
TOVG YEVETIKOVG TTAPAYOVTEG OeV TPEMEL Vo TopaAneBel 1 mpocHNkn tng dpdon TV
EMYEVETIKOV pNYovVIGUaV. Ot yeEVETIKOL Ko smysvarucoi* TOPAYOVTEG UTOPOVV VL

EMNPEAGOVV T1 YOVILOTNTO TOV ATOU®V GE TOAD OTUAVTIKO Badud.

0 OpOG ETIYEVETIKI] OVOPEPETOL OE QALOYES THG VEVETIKNG TANPOQPOPIOS, Ol
omoieg dev ennpedlovy ) faocikn alinlovyia tov yevetikod viikod (DNA) aild
0popovy e aAlayés movaw oto 1010 to uopio oo DNA, o1 omoies pvOuilovv v

LETAYPOPN KOL KOTC, GOVETELQ TNV EKPPOGH TV yovidiwy. (Dupont C, Armant DR
Brenner CA 2009)

Ot KOprot pyovicpol Pe TOVG 0TOI0VE KANPOVOLOVVTOL TO O1APOPO YOPUKTNPIOTIKA,
oA amd To. OOl LITOPOVV Vo, 001 YOUV KOl GE LITOYOVIIO PavOTLTO Eivar ot €ENg
TEGGEPELC: pevteMavog TPOTOG KANPOVOLKOTNTOG, petafifaon
YOUPAKTNPIOTIKOV/GVVIPOU®OV eE0ITIOG YPOUOCOUIKDV OVOUUIAIDY, HITOYOVOPLOKN

KANPOVOLIKOTNTA KOl GVUVOETOC TPOTOC KANPpOVOKOTNTOS. (The ESHRE Capri Workshop
Group 2008)
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e O pevrehaveg TPOTOG KANPOVOMIKOTNTOS 0pOopd Kupimg TN dSloudvion
OAAOYDV TOV YEVETIKOD VAKOD, OTMG Y OVIIKOTACTOON, TPocsOnikn 1N EAAewyn
alotovyag Paong, kot wEPAAUPAVEL UNXAVICHOVS OVTOCMUIKNG ETIKPOTOVS 1
VTOAEMOUEVTG KANPOVOLIKOTNTOG KOOMDS KOl UNYAVIGHLOVS GUAOGOVIETNG EMKPATOVS
N VTOAEMOUEVNG KANPOVOLIKOTITOG.

o O ypopocoMKES avoparics uropel va eivar apuntikéc (avevmiogdia), M
dopkég. Ot apOunTikég avoporieg TOV YOpETOV HmopohV Vo 0dNynoovV o1TN
dnuovpyioe atdéuov pe povoowpio (otov GvBpwmo M povadikn Pudoun eivor m
Hovoompio. 010 PLAETIKO (evyoc ypouocopdtov XO — odvopopo Turner) | ue
Tploopieg (otov GvOpmmo eivor apKETA GLYVEG Ol TPICOUIES TOV OVTOCOUK®OV
ypopocoudtov 13, 18, 21).Ocov apopd oTIG OOUIKES OVOUOMEG WTOPOVV VO,
mapatnpnodv Ta e€Ng €1on: dimAactoopol, EMEILUIOTO, AVACSTPOPES, LETOTOTION Kot
apolfaio petatomiorn, pe mokilo amoteAéopato To kGbe €va. AmO OAa T €10M
SOMIK®V OVOUOAM®Y @oivetor OTL 1 KAWVIKA 7O ONUOVTIKY &ivol 1 HETOTOTION
yeveTikov LAKoV, apoBaion f un, N 1 petdbeon kotd Robertson.lcolvyiopéveg
petabéoelc mpokvmTovy og mepinov 1 ota 600 veoyévvnta

o  Muitoyovoprokn kKinpovopkétnta: 1o pitoyovoplakd DNA pmopei vo eivon
10-20 gopéc mo petarraypévo oe oyéon pe 10 mupnvike. Avopoaiieg oto MIDNA
UTOopovV va, TpokaAEsovy TAN00g TpofAnudtmy vyeiog avapesa oto omoia givor Kot
TpoPAHaTA YOVILOTNTAG 1] KOl QUGAELTOVPYIEG OTNV TPOWUN EUPPLIKT avATTLED.
Av1o0 T0V €160V¢ TO YEVETIKO VAIKO Oum¢ petafipdletar povo péom g untépag (oto
®aplo. T0 €va TPITO TEPITOV TOV YEVETIKOD VAIKOD &lval pitoyovoploko) kabog ta
HITOYOVOpLa TV oreproTolmapimv 0eV EIGEPYOVTOL GTA MAPLOL.

e H ovvletn xinpovopkétnta meprrapupdver unyoviopovg petafipoonc
YOPOKTNPIOTIKAOV 7OV Oev  QoiveTonl vo 0koAoLOOVV TOovg KavOves NG OANG
pevoeMoving  kKAnpovopkotntog.  Boaowd  yopokmnplotikd g ouvletng
KANpovopKoOTNTOS £lvat 1 emavalapPovopevn Kot avEnpévn, o€ oxEon LE TOV YEVIKO
mAnBoopd, mbovotnTa Yo EUEAVIOT €VOG YVOPIGUATOS UECOH OTO TACICLOL HL0G

01KOYEVELNG e TPOGPEPANUEVE LLEAN.

T6co 1 avdpikn 6GO KoL 1 YOVOIKEID VTOYOVILOTNTO OVTOVOKAOVDV €va, TPASELYLLOL
ovuvBeTng vOoOoL pe onuavtikd yevetikd voPabpo. TToArég mpoomdBeieg Exovv yivel
YL VO OLEVKPIVIOTEL 1 YEVETIKY OUTIOAOYIOL TNG LTOYOVIHOTNTOS YWPiG OU®G ThvTa

Kamolo EekdBapo teMkd amotérecpa. To yeyovog avtd €xel ooV GLVETEWL GE Lo
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HEYAAN HeEPTdO OTOU®Y e TPOPANLATA YOVILOTNTOG VO dTVETOL 1 S1YV®ON 1010madng
vroyoviuotnta. (Poongothai J et al., 2009Méypt ofjuepa PEPata Exovv yapaktnpiobel
SAPOPES KOTAOTAGELS Ol OMOileg TPOKOAOLV TPOPAALOTO YOVILOTNTOG KOl EYXOVV

YEVETIKO VTTOPabpo, OTMG AVTEG POivovTaLl GTH GUVEELNL

o  Xpowuoocwuikés avoualics, 6nmg to cvvopouo Kleinefelterkat to cuvépopo
Turner

o MeTatomicels peveTikot vAIKOD uetadt X YpouocOuaTos Kol aUTOGOUIKDV
JPOUOGCOUATOY, Ol OTOleC oV Kol €ivol OPKETE OMAVIES, WTOPOVV Vol
EMNPEACOVY TNV AVATOPOYOYIKN 1KAVOTNTO TOV OTOU®V avdAloyo HE TO
onueio OBpavong tov X ypOHOCOHATOS. To 7O KOWA OVTOCMOUIKE
YPOUOGOUATO TOV EUTAEKOVTOL GE OVTOV TOV £100VE TIC PLETATOTICELG Eival Ta
axpokevtpikd 15, 21, 22(L C Layman, 2002)

o Emyevetinég tpomomonoelg, o1 omoieg Umopohv va ENPeAoovV T dladikacio
NG OMEPULOTOYEVEDNG, E€ite OKOTTOVIAG TNV GE TPAOWO OTAd0 Eite
TPOKOADVTOS KATOGTPOPT KOl AVAOUAAN aVOSITA®GT TG YPOUATIVIG, Kot TN
dtadtkacio ®pipaveng Tov mapiov Kabdc 1 ANyn Tov ®OKVTTAPOL o’ gvdeiog
amd TIc wobMkeg mpv v wobvAaxkioppnéio Kot N EPYACTNPLOKT SEYEPST TNG
avamtuEng avtov givarl yeyovota mov Bempntikd o propovoay va StlouKkOyouv
™ OIdIKaGIo. TOV EVIVTIMWUATOS TOV YOVIOIOV €p OCOV TO MOKVTTOPQ
oAOKANpOVOLY TNV dladikacio emoavopedvuiioong akpipog Alyo mpv v

wobBvraktoppné&io (Somjate Manipalviratn et al., 2009).

e T'ovidwo 6T0 YpOUOIGOUE X KOL VTOYOVIHOTTO

[ToAAG amd T YOVidla TOL YPOUOCAOUATOG X CUUUETEYOVV OTN Yapetoyéveon. Otav
Aowdv vapyel pia PeTdAAaln o€ KAmolo amd avtd To Yovidlo To amoTEAEG O EIval val
TOPEUTOSILETOL 1] PLGIOAOYIKT dtadKacio TG yauetoyéveons. Ta vrevBuva yovidia
eivon ta €€ng: AR, USP26, TAF7L, TEX11, KAL1, AKAP4, NXF2, NROB1(AHC),
BMP15, FMRL1. (http:/en.wikipedia.org/ ; http://www.medpedia.com/)

O1 Aertovpyieg Tov KdOe Yovidiov QaivovTol avoALTIKOTEPO GTY GUVEYELOL
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e AR (androgen receptor) gene: fpioketar ©T0 HOKPOL OKEAOG TOV
ypopooouatog X (Xqll.2-ql2),éxer péyeboc peyorvtepo oamd 90 kb ko
KOOWKoTolel Yo pio TpoTEIVN oL £)YEl TEGGEPELS KOPIEG AEITOVPYIKES TEPLOYES:
™m N- tehkny mepoyn (transactivation domain- TADow mepilapfdavel to
e&ovio 1 ), v meployn mpodcdeonc oto DNA (DNA binding domain — DBD
Ko mepthopfavel ta eEovia 2-3), v meployn apbpwong kol TV mEPLOYN
npocdeong tov ovopoydvev (LBD — mov mepihoufavel to eEdvia 4-8). H
TPOTEIVY AEITOVPYEL OC UETAYPOPIKOS TAPAYOVTOG OV EVEPYOTOLEiTAL Omd
mv mopovoia avdpoyovev. ITo ovykekpyéva, pe v mpoOGdEcn Tov
KATAAANAOV popiov 0 vrodoycag amoywpiletol amd T1g TpwTeiveg Bepuikon
ook, petatomileton otov mupnva, dyuepiletar ko puOuilel ) petaypaen tov
avdpoyovoarokpvopevemy yovidiov. H pvbuion avtov tov yovidiov (up or
down regulation) yivetar kobdg TO OSUEPEG TMPOCOEVETOL GE  EIOIKEG
aAAnovyies (opHovVOaTOKPIVOUEVO GTOLYEIN) KOl TOVTOYPOVA AAANAETIOPA LE
E01KEG TP TEiveS oTOV VPV (http://www.ncbi.nlm.nih.gov/JEva and T yvootd
yoviolwn otoyog eivar 1o IGF-1. 'Eyel Bpebel 611 o1 vmodoyeic avopoydvav
&xovv kat €va deVTePO TPOTO dpdonc. Ot vTodoyeils avopoydvmv paivetar 0T
OAANAETIOPOVV KOl e TPOTEIVEG UETAYMYNG CNUOTOS TOL KLTTOPOTANCLLOTOG
emnpedloviag T Aswrtovpyia TOL  KLTTAPOL, WY EemNPealovioc TN
POOPOPLAI®OT] GAL®V peTaypapikdv mapayoviwv (http://en.wikipedia.orgl) To
yovioro AR cuppetéyel ot dadtkacio TG Helmong Kot TG HLETATPOTNG TV
OTEPLOTOKVTIAPOV GE CTEPUATIOEG KOTH TN CTEPUATOYEVEST GTOVG (VOPES
KaBmg Kol otV wodnAaxikn avamtuén kour wodnAaxkioppnéio oTig yuvaikes.
MetaAraéelg tov AR yovidiov pmopovv va odnyricovv 6to covopopo AlS -
androgen insensitivity syndromeyto cvvopopo Kennedy kabd¢ kot oto
oLVOPOUO TOAVKVLOTIKOV wobnkdv. To ovvdpopo AIS mpoxvmter oand
petoArdEelg tov AR yovidiov mov eumodilovy v IKavOTNTO TOV 0VOPOYOVOV
Vo TTPOCOEVOVTIOL GTOVG VTOOOYEC Tovg kaBmdg kor omd peiwon g
LETAYPAPIKNG EVEPYOTNTOG TOL LITodoyEa (Katherine L, 201Q)[Tio cuykekpiuéva
TPOKEITOL Ylo. UETOAAAEELS OVTIKATAOTOONG VOUKAEOTIOIMV TOV €XOVV GOV
amotéAecpo,  aviikatdotaon ouwvoééov omv mpoteivy (P390S, L547F,
Y571H, R607Q, R615H, A645D, D695N, M780I, Q798E, L821V, R855H,
V866M, L270F, E353Q, A474V, G506D, S650G, F74M oe pio

nepintoon ewoaywyn apwvoé&éog oty mpwteivn (iNSL57). Ta amoteAéopata
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plog oyetikng MeAétng (Alberto Ferlin, Cinzia Vinanzi, et L., 2006ytnVv omoia
e€etaotnkav 1517 almoolyoomepuikoi avopeg éxovv og eénc: Ewkootéél (26)
dropa pépave petodrdéels 6to AR yovidlo evd KavEva GTOUO amd TNV Opddo
eréyyov (control grouplev épepe petorratets. Ot petoAraéelg mov Ppébnkay
Nnrav ot e€ng: L270F, E353Q, A474V, G506D, S650G, F747I1, insL57.Aad
26 dropo pe petaAddEelg ol 2 eiyav kpuvyopyia, €vag Kpuvyopyio Kot
vroomadio Kol €vag YUVOUKOROOTIO, &V ot vmoloutol 22 glyav povo
EAATTOUATIKY] OTEPUATOYEVEST]. ATTO OVAAVOT| OTEPLATOG PAVIKE OTL 0 OYKOG
OTEPLOTOG, 1| LOPPOAOYIO KO 1] KIVNTIKOTNTO TV KOADTEPQU GE ATOUO YMPIG
petoAldEels Tov AR yovidiov Oumg TOAEG POPEG T OEOOUEVA ETIKOAVTTOTOV.
Yiyovpa OU®G Ol TOPAUETPOL TOV aVOEEPHN KAV NTOV YOUNAITEPNG TOLOTNTOG
OVLYKPWOUEVES e PLGLOA0YIKOVG Gvdpeg (control). Exiong dwamiotdbnke 611 M
LH, FSHkat 1 ototpadiodn frav avénuévo oe oyéon pe v opdda control.
Ocov  oa@eopd tOV  evtomopud TOV  UETOAMGEE®Y  ©TO  YOVidl0
(http://androgendb.mcgill.ca/)oybetl 61t and tic 300 ko AoV petadhdEelc mov
&xovv evtomiotel 10 15% Bpioketon oty mepoyn TAD ko 70% otv LBD.
Av16 givon kdmme mapddoEo kabng e€ontiog ¢ éktaomng g mepoyns TAD
(2/3 g mpwEIVNC), B NTOV TTO AVOUEVOUEVO VO, PEPEL KOL TIG TEPIOCOTEPES
petaAraéels. Metarracelg g LBD 11 DBD meproymg @aiveton vo TpoKaAovv
mo ocoPapég arrayég oty Aertovpyio g AR mpwteivng amd avtég mov
nmpokaiovviot and petaArdielg otnyv TAD meproyn. EmumAéov oto AR yovidio
Bpédnkav 600 moAvpopeicpot, (Katherine L et al., 2010; Alberto Ferlin et al., 2007)
TOV 001V 0 POLOG HEAETNONKE G TaPAYOVTOS aVOPIKG LITOYOVIHOTNTOS. Ot
dvo moivpopeicpot givar ot CAG ko GGC, o1 onoiotl Bpickoviot kot ot dVo
ot0 €EOvio 1 kol K®OKOmOoUV Yyl OAVGIOEG TOALYAOLTOUIVNG KOl
moAvyMkivng avtiotoryo. Zyetikd pe tov moAvpopeicpnd GGC ta dedopéva
gelvar  meplopopéva. Av kot @aivetor vo  vmdpyet pwo.  ox€on  TOL
TOAVHOPPIGHOV LE TNV UETOYPOUPIKT EVEPYOTNTO TOL VITOOOYEN, OEV (POIVETOL
v vIapyel onuovTikn dteopd oto unkoc GGC avaueco 6e LIOYOVILOUG
Gvopeg kol oto yevikd mAnbvoud (Tut et al., 1997) Ocov apopd otov CAG
TOAVHOPPIGUO Bpédnke 0Tl GYeTIlETAL GTOVG VITOYOVIHOVG AVOPES LE HELOUEVT|
petaypagiky gvepyotnta tov AR vmodoyéa, katoAnyovtag OTL paxpOTEPO
TOAVYAOLTOUIVIKG TUNHOTO OYETICOVTOL LE TNV avOPIKT vIToyovipotnta, (Ferlin

Aet al., 200701 L0 cLYKEKPLUEVO, pe To ovvopouo kennedyo onoio givar pa
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VEVPOEKPVMOTIKY  Olatapayr] 7ov yopoktnpileton amd avopoiieg o
oneppotoyéveon (Katherine L et al., 2010) EmmpocOétmg kdmotot epeuvntég
dwmictwoov 61t Mydtepeg CAG emavoAniyelg oyetiCoviar pe kaAvtepn
TOWOTNTO OTMEPUATOS Kol avENUEVA EMimeda omeppatoyéveons. BéPata elvan
ONUOVTIKO VO ONUEIWOEL OTL TEAIKA TO AMOTEAECUOTO TNG £PELVOG OeV elval
OPLOTIKA G TPOG TNV EMOPACT OVTAOV TOV TOAVUOPPIGUAOV GTNV TOLOTNTO
TOV OTEPLOTOG KO OTY] CTEPLATOYEVEST KOOMG TapaTnpOnKo Sopopég oo
dedopéva avdroyo pe v ebvikdm o Tov avdopov. ITo cvykekpuéva og
eupOTOiovg dev avnKe Kamola cuoyétion uetaEy tov CAG moAvHOPEIGHOYD,
OUmG og avopeg amd Acio, rykoamovpr kot Avotparia, B. Auepikn Bpédnke n
avdioyn ovoyétion. Mdiota o apiBuodg tov CAG emavoinyewnv eivol
LIKPOTEPOG 0 APPOUEPIKAVOLS, EVOLANESOS 6 Eupomaiovg kot vymidg oe
Aocidteg (Francesca Nuti, Csilla Krausz , 2008; L C Layman , 20@2utpocétmg o
CAG molvpop@iopog oYeTileTon e TO GUVOPOUO TOAVKVOTIKMOV ®OONKOV
(PCOS) o115 yuvaikes. To ovvopopo PCOS avtikatontpilel dvoiettovpyia
TV  oodnkikdv. Ta kvplo YOPOKTNPIOTIKA TOV GLVOPOUOL &ivor 1
VIEPOVOPOYOVOLLLD, 1) TOAVKVOTIKT] HOPPOAOYID TV ®oONKAOV, dlaTapayEg
™me epunvoppuciog (oAryounvoppolo 1 opotopnvoppola), ToLoopKio Kot
avénon kwvdvvov yio dwfrtn tomov 2. Emnpedler to 5-10% twv yuvokodv
AVOTOPUY®YIKNG MAKIoG kot vmoloyiletor OTL €ivor 1 Mo cvyvy ottio
avwoBvrlakloppn KTk vtoyovipotntas. H vynin cvyvdtta tov cuvdpopov
avapeca og PEAN NG 10106 OIKOYEVELNG LITOONAMDVEL TNV VTOPEN YEVETIKNG
owviot®coc. O  Tpdmoc  KAnpovoukOTTag OU®MG  &ivor  d0oKOAO  va
dlevkpviotel KaBmdg mpokeltal Yo Eva ETEPOYEVES GUVOPOLO, YMPIC KATOOV
mpoeavn a1Toloyikd moapdyovra. ‘Eva mAn0oc yovidiov €yovv evoyomonOei
Y T0 oOHVOPOLO, TEMKA Opmg to AR @aivetor va oyetileton pe avtd kabmg
Kot GAA0 €éva yovidlo to omoio Ppioketar oto ypopodcoue 19pl3.2.
Yoyovipeg Yovaikeg e GUVOPOUO TOAVKVOTIKMV MOONK®V £X0UV LYNAOTEPT
ovyvoTTa ETavorlnyemv Tov Tpvovkieotidiov CAG ( >22eravolnyelc) o€
oyxéomn pe YOVIIESG Yuvaikeg 1 ToV YeviKO mAnBucud (Hickey T, Chandy A, Norman
RJ, 2002; Mifsud A, Ramirez S, Yong EL, 200§ d1dpopeg LeAETEG e BMAVKOVG
TOVTIKOVG OV £YVAV TPOKEUEVOD VO, KOTAANEOLY GE KATOL0L GUUTEPAGLOTO
onuovpynoav tpia poviéha (owv. [lovtikovg 6mov cToyevIéEVa SIEYPOYY TO

eE6vio 1 (Shiina H et al., 2006)tovtikovg 6mov d1€ypoyav to e£6vio 2 (Yeh S, et al.,
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2002; Hu YC et al., 2004801 TOVTIKOOG OOV dEypayay To e£6vio 3 (Walters KA et
al., 2007) Ta dtopa pe ElAewym tov e€oviov 1 1 tov e€oviov 2 elyav TAnpn
EMLeWY™ TG TPOTEIVIG eV Ta dTopa e EAAetyn tov gEoviov 3 giyav pio un
Aertovpykn] mpwteivn. Ko ta tpion povtélo (dov av kol &iyov KOmToleg
drapopég (n draypagn tov e€oviov 1 kat 2 tov AR yovidiov Tov mo coPapéc
amd ™ Swypagn tov eEoviov 3) TO TEMKO AMOTEAEGO. OLGLOCTIKA NTOV

VTOYOVILOS POLVOTLTTOG.

e« USP26 gene: Ppioketor 6to pokpd GKEAOG TOL Ypopoomdpoatog X (Xq26.2)
Kol EKQPALeTal E101KA GTOVG OPYELS OTO APYLKA GTAOLO TNG CTEPUATOYEVEST|G.
Ewdleton 011 GUUUETEXEL OV OMOUAKPLVOY, TOV 1OTOVAOV KATO TN
OTEPLOATOYEVEST] KOOGS KOl GTNV avVaSUUOPPOOT) TOV TPOTEIVOV (Stouffs et al,
2005) Xe 8 and 111 acOeveig (7,2%)ue Sertoli cell-only syndroméstouffs et al,
2005) Bpédnkav ot 101eg TPELG ALAYEC TNG VOVKAEOTIOWKNG OAANAOVYIOG TOV
yovidiov, 6Aeg 610 1610 oAANAL0: i eloaymyr], 370-371iNSACARov giye cav
amotédleopa TNV elcaymynq piog Opeovivng petald tov kmdkoviov 123 kot
124, pio petatponny 494T-C mov eiye cov amOTEAEGUO TNV OVTIKOTAGTOOT
leul65-to-ser (L165Syan pia petatponny 1423C-Tmov eiye cav amotéleoua
avtikordotoon his475-to-tyr (H475Y)Avtég o1 ahdayéc dev Ppibnkav otovg
152 yévipovg avopeg-control detypo. Emmiéov peléteg (Padunch et al., 2005;
Stouffs et al., 2005)ce al®OCTEPUKOVS AVOPES, £0€1E0V GLGYETIGUO TOL
OLYKEKPIUEVOL Yyovidiov pe v vmoyovipdtro. Qotdéco avtd Mpbe o€
oVYKPOLON UE TNV VTAPEN TOL TOAVHOPPIGUOD GE (VOPO L€ (PUVGLOAOYIKY
oneppotoyéveon (Stouffs et al., 2006)Ipokettal Aowmdv Katd mdoa mbavotnto
Y10, TOAVHOPPIoLOVS OV oyeTilovtal pe TV €BvikOTTO TOV ATOU®V KAB®DS
Bpétnkov kool moAvpopeiopol peta&d OHAd®MV OEPIKOVOV KOl OCLOTOV

avopav. (Katherine L, 2010; Francesca Nuti, Csilla Krausz , 2008)
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e« TAF7L gene: Bpioketor 010 pokpd okéAog Tov ypopocouatos X (Xg22.1),
exQpaleTar oTovg Opyels Ko oyetiCetarl pe 10 avtoocwuko yovioro TAF7, to
onoio Bpicketal 610 YpOUOGOU 5 Kot givar peTaypapikog Tapdyovrag. Testis
— specific TAFsSBpébnkav otn dpocdEira, TOV TOVIIKO Kol ToV AvOpmmo.
(Hiller et al,2004; Hiller et al,2001; Wang et al,2001; Wang and Page, 20Q2)
OpocdPIAN aVTOG 0 TOPAYOVTOG Elval OmAPOITNTOC Yoo TNV TPOOSO TNG
pelmong Kot T YoViHoTTa APGEVIK®OV ATOUMV. XT0 ONAACTIKA, 0 TopdyovTag
Taf7l eivor avdroyog pe to taf7, o omoiog €xel gvupeia Ekppoor (Pointed et
al,2003; Wang et al,2001Bpénke 611 to TAF7L yovidio ekppdletol oe dtdpopa
KOTTOPO TNG OMEPUOTOYEVECNG, OMEPUATOYOVIO, OTEPUATOKVLTTOP, KOl
oneppatioeg (Pointed et al, 2003)Kabmg Aomdv cuvepydletal Le HETOYPAPIKOVG
napdyovteg moilel onuavtikd poilo otn omeppatoyéveon puvbuiloviog
YOPIKN KOl YPOVIKY] EKPPACT] LOPIOV TOL OTOUTOVVTOL Y10 TNV OAOKANPWOGN
¢ Odkaciag (Ke Zheng et al., 2010)Xe pio pEAETN avaKoaAOEONKe &vag
ToAVHOPPIGHOG 610 e€Ovio 13, M e€ng avtikatdotaon Paong: (1373G > A)n
omoio. pokaAel aAlayn tov apwvo&éog apywivn og otdivy (R458H). O
TOAVUOPPIoUOG  avTdg  pmopel var  amotedel mopdyovio  KvobHvVov  yio
VTOYOVILOTNTO. WOUTEPA €AV GLVOLAOTEL U EMITPHGHETOVS TOAVLOPPIGLOVG
N petaAla&elg (Akinloye et al., Andrologia 2007)Xe melpapatdélma (movtikode)
eavnke O0tL dwokomn tov TAF7L yovidiov mpokaAel onuovtikny peiowon tov

apBpod kol TG KvnTkoTTag TV oneppatolmopiov (Ke Zheng et al., 2010;

(Katherine L et al., 2010; Francesca Nuti, Csilla Krausz, 2008)

e TEX11 (testis expressed 11) gene: To yovidio TEX11 Bpioketor 610 pokp
okélog tov ypmpooouatog X (Xql3.1)kar Ppébnke 6T glvan amapaitnto yio
™ dwdkacio TG pelmong oto apoeviKd dtopa (yang et al, 2008Je dyvmotn
oumg Aettovpyion (Wang et al, 2001).H poévn yvoor| mepoyn tov Texll
napdyovta eivar pio emovaiappavoupevn tetratricopeptide (TPR)teproym,
vevdovn Yo TV aAANAETIOpOoT HETOED TPOTEIVAOV, TOV €lval Tapovoa GE
TPOTEIVEG 01 0moieg oynpotilovy cdumAoka, 6mws Ty ot chaperonegBlatch and

Lassle, 1999) O Tex1lloaAniemdpd pe to popto SYCP2,mov givan cuotatikd
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TOL CULVOTTOVNIKOD cuumAEYHatog (Yang et al, 2006; Yang et al, 2008),
OLVEVTOTHLETOL PE TPMTEIVES AVAGLVOLOGLOD Kol OPCEVIKO GTOUO LE TANPT
EMewyn tov TEX11 eivan oteipa, OnmG @avnKe kol omd pio HEAETN otV
onoio, dnpovpynbnkav Tex1ll — nullrovtkoi dwypdeovtag 27 amd ta 30
eEovia (Yang et al, 2008) Evolapépov Opmg €xet kol pion GAAN peAérn, otnv
omoia apaipecav amd tov TovTiKd povo 1o eE6vio 3 tov Texllyovidiov. To
AmOTEAECUO NTAV OTL OEV EMPEACTNKE 1 YOVIHLOTNTO TOV UETOALNYUEVOV
atopwv (Adelman and Petrini, 2008Ektevéctepn aviivor £6eiée TelMkd OTL TO
YoVidlo €xel dVO dKPITEG Asttovpyieg KATA TN pelwon kat avtég ivor ot e€NG:

o) TPOGyEL T SLVOYT TOV Ypopocoudtev katl B) pviuilel tov emylooud (Ke
Zheng et al., 2010)0Oporoyo tov Texll (SPO22mdpyovv kot 6€ GAAOVG
opyaviopovg, Arabidopsis and budding yeashelysheva et al,2007; Tsubouchi et
al,2006) Onwg kot oto yovidlo Texlltov moviikov étol kail to yeast SPO22
eavnke OTL o) TPOAYEL TN CVVAYN TOV XPOUOCOUATOV Kot ) pubuilel tov
enylaopd. MetaAragelc oto Arabidopsis SPO2&8iatapdocovy Tov extylacpo
OU®G dev emnpedlovy T cVVOYN TOV YPOUOCOUATOV (Chelysheva et al,2007 o
dedopéva, avtd NPOaY va eVIGYOGOLY TOL GUUTEPACLOTOL Y10l TIG AELTOVPYIEG TOV

Tex1l émogovtég avagépnkay.

o 2vvepyaoia petalv TEX11 kou TAF7L

Ye puelétn mov €ywve G€ MOVTIKOVUG ol omoiol giyov éAdewym tov TAF7L
ToPAyovTa 1 SLOIKOGIO TNG OTMEPUATOYEVESNG OEV OLOKOMNKE, EVM GTOVG
opyelg movtikov pe Elhenym tov TEX11 mapdyovra @dvnke Ot vIapyet
dlaKom| oto otdolo tng peiwong (Cheng et al,2007; Yang et al,2008)e dutAd
uetolayuéva dropo Taf7l/Texllol emntdoelg otn peimon Nrav moAd mo
coPapég and ta Tex1ll petadhaypéva dropa. ITo ovykekpiuéva oto dropa
mov €pepav  pETOAMAEN povo oto TEX11 EMkewyn) n Swdwkoacio g
OTEPUATOYEVEST)G  OlOKOTTOTOV ~ OTO  OTAO0 NG TOYLTOWING TV
OMEPUOTOKVTTAP®Y, €V® o©Ta OWAd peTOAlaypéva dtopa 1 Vmopén
OTEPUOTOKVTTAP®Y NTav ombvio 1 avtd dev vanpyav Kabolov. Teiikd

npotadnke 6tL Ta 0Vo Yovidla cuvepyalovrtal Katd ) dtadikacio Tng pelwong
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OT0 OPCEVIKA dTopa ota oTadlo TS CuyoToviog Kot 6TV apyr ToLv 6Todiov

™G mayvtowviag (Ke Zheng et al., 2010).

e KAL1 gene Bpioketon oto Bpayd okélog tov ypopocopatoc X (Xp22.32) —
YELSOUVTOOMWIKN TEPLOYN, TepthapPaver 14 eEdvia, éxel éxtaocn 120-200 kb
KOl KOOIKOMOLEL Y10t TO HOPLO KVTTOPIKNAG TPOoKOAANong anosmin — 1Xto
yovioro KAL1 éyovv PBpebel tovhdyiotov 60 petarrdtels. e opiopéveg
TEPIMTAOCELS Ol PETOAAAEELS apopohv dlaypagn HEPOLG N OAOKANPOL TOL
YOVIOloU €V O€ GAAEC TEPMTMOELS Ol UETAAAAEELS 0OpPOVV OALYEG OTNV
apvo&iky  aAAnAovyio TG mpwteivng M oAlayn Tov peYEBOLG aVTNG
(http://ghr.nim.nih.govl) H mpoteivy anosmin-1 coppetéyel oty euPpuikn
avantuén ko Ppioketal oV emEAveEr TOV KLTTapwv. Evdeyopévog va
amotedel HEAOG NG €EMKVTTAPLOG OVGING, £vO TEPITAOKO OIKTLO TPOTEIVOV
Kol GAA®V popiov mov oynuotiletal oto y®po HETAEDL TOV KLTTAPOV.
Bpioketar og O1dpopa onueio TOv  AvoTTVOCOUEVOL  gUPpvov, OTMC
OVOTVELGTIKO GUGTNUO, VEQPPA, TEXTIKO GUGTNUO KOl GUYKEKPLUEVES TEPLOYES
TOV EYKEPAAOVL. XTOV OVOMTUGGOUEVO EYKEPOAO 1| CLYKEKPIUEVN TPOTEIVN
OCUUUETEYEL OTN UETAVAGTELOT KOl GOVOYT TOV 0OGOEPNTIKOV KaODS Kol TV
GnRH vevpovov. Amotuyio avtig TG LETAVACTEVONG TPOKOAEL TO GHVOPOLLO
Kallmann, to omoio eivor pion yevetikn koTtdoTtooTm, 1 OMOI0 TPOKOAEL
VIToYOVILOTNTOL KOl €)Xl TOG0 (@uAocvvdetn (typel) 660 kol avTOCMOUIKY
ouwvioT®od. To cuvdpopo yopakTnpileTonr MG 1O10TAONG LITOYOVAOOTPOPIKOG
VIOYOVOOIGHOG Kol cuvovaletor pe avoouio 1 vroouia. To YopoKINPIoTIKA
TOV 10107000V VITOYOVASOTPOPIKOV VITOYOVAIIGLOV Etvat yopUnAd emineda Twv
OTEPOEWOMV TOV VA0V Kot YounAd (mg kot puotoroyikd) eminedo FSH kot
LH. H dvoiertovpyia avt] mpokdmTel and T0 TPoavapepEéy EAATTOUO 0N
petovaotevon t@v GNRH vevpdvov kabdc 1 Quooloyik €KKplon ToV
YOVASOTPOPIVMV 0mtd TNV LILOPLGN €EAPTATAL OO TNV EKKPLON TNG EKAVTIKNG
OpUOVIG TV YOVOASOTPOPIVAV atd TOV VITOBAAOLO, KATL TOV LE TN GEPA TOV
eCaptdror omd ™ petavaoctevon twv GNRH vevpodvovard 1o pvikd embnio.
To younAd emninedoo FSHkoa1 LHumopoHv va emnpedcoovy v avdmroén Kot ™

yopetoyéveon eite epmodifoviag v eite kabvotepovtag mv. To ¢
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OVTOCOMKO LTELOVVO YOVIOO YL TO QUIVOTLTO TOL GLVOPOUOL Elvarl TO
FGFR1 to onoio Bpioketanr oto ypouoécoue 8 (Adam Fechner et al., 2008t
petaAraéelg tov KALL yovidiov eivar vmevBoveg ywo 1o 14% tov
KANPOVOLOVUEVODV TEPIMTMOCEDYV TOL GLVOPOUOL kot Yo to 11% twv
oTOPAdIKOV TTEPTOCE®V. Evdeiktikd moapatifevior ta amoteléopoto piog
épevvag O6mov pelemOnkav 12 dvopeg acbevels Avopoiieg tov KALL
yovidiov Bpébnkav oe Tpelg amd toug dddeKa acheveic Kol GUYKEKPIUEVA OL
petaAlaéelg mov PBpédnkav eivar or €ENg: -mANPNG daypagn tov eEoviov S5
otov acBevi] Nob6, evd to vmoéAowmma €£6VioL MTAV QUGIOAOYIKE VT M
daypagn £ywve otnv meployn mov kwowonolel v first fibronectin type llI-
like g KALL mpmteivng n omoio. GUUUETEXEL GTN SLOOIKOGIN LETAVAGTELONG
TV aEOVOV , -OmAaclacog TV voukAeoTdinv 158-168to omoio mpokdiecs
™ onovpyio kwdwkoviov AMEng (TGA) péoa oto €€6vio, 19 kmdikdvio petd
mv ewoaymyn Pdocov, otov acbevry No 5, quia petdAraén C->T n omoia
dArage o kKodkovio 262 and CGA (apywivn) oe AMéng TGA, otov acbevn
No 12. stovg vroromovg 9 acBeveic dev Ppébnie kamow petdAraén (D S
Derlund, P. Canto, and J. P. Mendez. , 200Quw¢ Ko ota OnAvkd dtopo pio
oLVNONG aution VITOYOVILOTNTOG EIVAL O VTOYOVAUOOTPOPIKOS VITOYOVAUOIGHOG Kot
M 7o Kown £kepact Tov gival to cuvdopopo Kallmann. Kinpodoteiton e pe

oLyvOTNTO 0pceVIKd : OnAvkd 4 : 1(Simoni and Nieschlag, 2007).

e Akap4 gene: Bpioketar 6to Ppoyd okéLOG ToL Ypopocmdpotog X (Xpll.2)kon
kodwonotel v o mpoteivy, AKAP4. H AKAP4 civon péhog g
owoyévelag AKAPS. Ta péAN TG CUYKEKPIIEVNG OTKOYEVELAG £YOVV TNV KOV
W00TTO. VO TPOGOEVOVTOL OTN PLOUICTIKY] VTOHOVASO TNG TPOTEIVIKNG
kwaong A (PKA) kot va cuykpatovv 10 0Aoéviopo o€ kabopiopévn Teployn.
H AKAP4 eglvar m mo debovn mpwteivn oto omeppotolmdplo, Kot
OVYKEKPIUEVOL GE U0, KUTTOPOCKEAETIKN OOUN OTO OPYLKO TUMUO TNG OLPAS
tov oneppotolmoapiov (fibrous sheathjCarrera et al, 1994)Etot @aivetol 611 1
AKAP4 givor amapaitntn yio ) SOUIKY] KOl AEITOVPYIKY OKEPALOTNTA TNG
ovpdg tov onepuatolmapiov kot petorrdéels g AKAP4 mov peidvouv 1,

eCalelpovy T Aettovpyiot TG €YOVV OC OMOTEAEGLO VO TOPAYETOL GTOVG
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VIOYOVILOVG AvOpeg oméppa Ywpic duvatdtnta kivinong (Ke Zheng et al, 2010)
EmunAéov dedopéva amd perétn og movtikovg, édsi&av ot éAdetymn tov Akap4
dev emmpedlel tov apBud tov omeppotolwapiov, emnpedlel OpmG TNV

KIVNTIKOTNTA KOTOAYOVTOG e VTOV TOV TPOTO 6€ oTelpOTNTa (Miki et al,2002).

e Nxf2: Bpioketar oto pakpd okélog Tov ypouocodpotog X (Xq22.1) ko n
TPOTEIVN oV Kwdwomotel elvar pérog g owkoyévelng NXF, tng omolog ot
npwTeiveg eivar vrevbuveg yia ) petapopd tov MRNA and tov Tuprva 610
kuttapoémiacpa. To Nxf2 yovidio ekppaletor ota yevvnNTIKA KOTTOPO GTOVG
Opyelc (Wang et al, 2001kt 1 Tpwteivi mov Kodkomolei (NXF2) evromiletan
o€ 000 JPOPETIKE onueia avdAoya Le TO GTASIO TNG OTEPLATOYEVESNC (Lai et
al, 2006; Wang and Pan, 2007)ITil0 ovykekpyéva G610 OTAOO TOV
omEPUOTOYOVIOV PPIOKETOL GTOV TLPNVO EVAO GTO GTAOO0 TOV TPOUOV
onepLOTOKLTTAP®Y Ppioketon oty meppépetan tov mopnva. H NXF2
oyetiletar ko pe moAAEC dAleg mpwteiveg onmwg 1 FMR1 (Fragile X mental
retardation syndrome I),KIF17 (a cytoplasmic motor proteiryn n MAP1B
(a microtubule — associated protem)oteivovtag étor 6Tt 1 NXF2 icwg
pvOuiler ™ otabepoTNTO N TN peTakiviion tov MRNA ( Lai et al, 2006; Takano et
al, 2007; Tretyakova et al, 2005)Amevepyonoinon tov NXf2 ce moviikovg
KatédelEe S OpaoT TOV PLGLOAOYIKOD YOVISiov' ) TPOOSO TNG UEI®ONG Kot
B) dwatnpnomn tov apyéyovov TANBLGHOD TV cTEppoTOYoViev (Pan et al, 2009)
‘Etol apoevikd dropa pe édkenym M edattopatik NXF2 éyovv peitopévo
apOud  omeppatolwapiov, KOKNG KWNTIKOTNTOC KOl MNAIKIOEEQPTMOUEV
OTTOAELD CTEPULOTOYOVI®V, KOTAANYOVTOS GE LIOYOVIULOTNTO 1] KOl GTEWPOTNTO
(Ke Zheng et al., 2010)

e NROB1 gene(AHC): Bpioketor 010 Ppayd okEAOG TOL YPOUOCOUONTOS X
(Xp21.3-p21.2)kor n wpwteivy mov mopdyetar and ovtd (DAXL) sivar évog
LETAYPAPIKOS TOPAYOVTOS, O OToiog eivol HEAOG TNG LTEPOIKOYEVELNG TMOV
TUPNVIK®OV OpHOVIKOV VItodoyéwv. Exovv Bpebel mavo oand 50 petarrdaelg

TOL YoVIdiov Kol PoiveTon OTL 01 HETAAAAEELS aVTEG TPOKAAODV TOGO GLYYEVN

29

Institutional Repository - Library & Information Centre - University of Thessaly
18/05/2024 10:12:48 EEST - 3.147.82.236



VTOTAGIO TOV EMVEPPLOI®V OGO OUMG KOl LITOYOVAOOTPOPIKO VITOYOVAUOIGHO,
Yoo TOV omoio €xel NON Yivel oyeTIKY avagpopd. (D. Vaiman, 2002; L C Layman,
2002) ®vooroywkd o mapdyoviag DAX1 mpocdéveror oto DNA, dpa mg
KOTOAGTOAENG TNG METOYPOPNG Kol ovveviomiletonw pe pio mpoTeivi, Vv
Ad4BP/SF-1  €01cog  petaypagikdg  mapdyovtag mov  pubuiler ™
otepeneldoyEveon), Ty omoio kat Kotaotélhel. To DAXL eivar amapaitnto
Yoo TV avanTuEn TV OpYe®mV Kol SITAOGIOCUOS TOV YEVETIKOD TOTOV TOL
neptlopPavel kot 10 avOpOTIVO YOVIOlo €YEl O OMOTEAEGUO YPOUOCOUIKA
apoevikd dropo (XY) va punv veiotavtoar minpn koabopioud tov @OAOV.
Yrepékppaon o€ g Daxlapwteivng umopel vo TpoKaAEGEL AVTIGTPOPY| TOV
QUAOV G€ TOVTIKOVG. ATO HEAETN OE TOVTIKOVG SOmIGTM®ONKE OTL 1| TPOTEIVN
exkepaletor 6e OAO TA OTASWO TNG OTEPUATOYEVECTG CNUEIDOVOVTOG KATOEG
SLLPOPOTOCEL, OTO TPOTUTO  EKEPOCNS OVAAOYO HE TO OTAO0 TNG
oneploTOyEVESNG. AvTtioToy o LEAETN og avOp®OTOVS £de1Ee YaunAn EKepao
G TPOTEIVNG GTOV TVPHVA TOGO TOV KVTTApV Sertolidco kot Tov KuTtdpov
Leydig o éva ayopt nhikiog evog €tovg, evd o€ &va oyOpl OKTH ETMOV TO
enineda £xQpaocnc e mpoTeivng oto kottapo Leydig frav psiopéva. e
opyrec épnPov kot eviAikov avopdv 1 Daxl npwteivn eiye vynmAd enineda
EKQPOONG OTOVG TLPNVEG TV KLTTapwv Sertoli kol ehdyioto 6e opiopéva
kottapa  Leydig @vtibeta BéPata pe tovg TOVTIKOOG OmMOL  TOVTIKOL
avtiotoymg nAkiog mapovcstdlove LYNAY EKEPACT TNG TPWOTEIVNG TOCO GTA
kottapa Sertolidoo ko ota kotrapo Leydig (Ikeda et al.) Xtnv npocnddeia vo
nocotikonmomBet n Ekepaom g TpmTeivNg Kot vo eEakpiPwbel 1 oxéon g pe
™ oneppatoyévect pelemnOnkav 22 Ployieg Opxems amd al®OocTEPUIKOVS
aoBevelc Kol cuoyETicav TV EKEPacT TG TPOTEIVNG pe Ta eninedo LH, FSH
Kol TEGTOOTEPOVY] TOV 0poV. TeMkd @PAvVNKE apVNTIKN OGLOYETION UETAED
DAX-1 ko1 LH, FSH kot kapio cvoyétion pe v tectootepdvn. To
CLUTEPOC O, AVTAG TNG HEAETNG etvan OTL 1 ékppaon Tov DAX-1 oyetileton pe
70 avantuéloko 6TAO10 Kot 1) HEYISTN £KQPACT] TOV £Vl KATA TN SLOPKELD TNG
epnPeiac ko petd omd avty (kabdg @oivetar OTL TPOAYEL KOl TOV
nolamlaclacpud tov kuttapov Sertoli). H ékppaon Aowtov tov DAX-1 ota
KkOttapa Sertolisivar amapaitnn yioo T QLUGLOAOYIKT CTEPUATOYEVEST] KOt TH)

yovipotnta (Voshiyuki Kojima, Shoichi Sasaki, et al., 2006).
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e BMP15 kat FMRL1 povidia: ta yoviorw BMP15ka1r FMR1 gvoyomolovvrat yio
T0 @LAOGVUVOETO TpOMO KAnpovoukotntag e Ilpowpns wolnkikyg
averdpkelas (premature ovarian failure - POF). To ocbOvdpouo mpdmpng
®oONKIKNG avemdpkelog elvar po. €TEPOYEVIG OUAON SVGAEITOLPYIDV TTOV
neptlopPavel Tavon e wodnkikng Aettovpyiag mpv v nikio tov 40 etdv
Kol 00ENOT TOV EMTEIDV TOV YOVUSOTPoevadv. To chvdpopo epeavileton pe
ovyvotta 1 @ 1000yvvaikeg omnv nAikio tov 30 etdv kot 1 : 1000tV nAkio
tov 40 etov. Apyikd eixe Bewpnbel 6Tt M Katdotaon ovty eivor un
avaoTpEYUN, dNAadn OtL elvarl epunvotavot pe Tpdwn Evapén, Kot yio 1o
AOyo avtd eiye ovopootel «pd®PN EUUNVOTOVCT». ZNUEPA, OUWG, EYEL
amoderyBel OTL yuvaikeg pe TpoOwPN ®odNKIKN avendpkelo £xovv dlaAeimovoa
wofnkwkn Aettovpyia (Nelson et al., 1994xat, pdAiota, £xovv mopotnpndel
ALTOUOTEG KUNGELG KOO Kot PETA TN Oldyvmon tng vooov (Kalantaridou et al.,
1998) Etol, oTIC WMGEC TOVAGYIOTOV TEPMTOGES TPOMPNG  WOOMNKIKNG
OVETAPKELDG VTAPYOLV  ®OBVLAAKIO oTIC oBnkeg, OoAAA oavtd elval
dvoiertovpyikd (resistant ovary syndromdja aitio tov POFumopet va givan
plo  etoyq dsfapevy wobniokiov, avénuévog pubudg atpnoiog TV
wofnrokiov, dvcoiertovpyion otV wpipavon wodnrokiov, avopaiies tov
YPOHoooOUatog X K.o.. Meréteg oe owoyéveleg pe POF&oei&av 0Tt o 1pomog
KANpOVOUNGNG WITOPEl va. ival anTocmpukds emkpatng Kot puioedikoc (1 X

— linked) pe mepropiopévn dietedvtikdtnto (The ESHRE Capri Workshop Group,
2008; Daniela Toniolo, Flavio Rizzolio, 2007; Paolo Beck-Peccoz and Luca Persani, 2006)

Oocov apopd 6Tov QUAOGHVIETO TPOTO KANPOVOUIKOTNTOG KoL YLl TO YOovidio

mov oyetiovtal pe avtd To dedopEVA £XOVV MG EENG:

0 BMP15 gene: Bpioketar oto Ppoyd okéhog tov ypwpocouatog X (Xpll.2)
Kol 1 TPOTEIV oL Topdyetal amd avTd 10 Yovidlo eivor pérog e TGFP
owoyévelng. Ta pén g TGF owoyévelag ocvppetéyovv o
JPOPOTOINCT) TOV KLTTAP®V, TNV OVATTLEN TOV 1GTMOV Kol TOAAN amd ovTd
TO, HOPLOL GUUUETEYOLV GTNV OVOTOPOY®YN TOV OnAactikov. Meléteg oe
TovTIKoVg £de1&av 0t dvo popa, BmplSkor Gdf9, ekppdlovrorl edikd ot

®okvTTopo (amd To aPYIKE 6TAdSI0 TG AVATTUENG TOVG UEXPL KOL TNV TEMKN
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opipovon ko modnrakioppnéio) (Su YQ, Wu X, O'Brien Mj, et al 2004; McNatty KP,
Juengel JL, Reader KL, et al 2003YIeToAALAEELS TV YOVIOIOV TOV K®OTKOTO10VV
To 800 ovTh popla Ppébnkav oe movikovs kat mpdParta. Evdeiktikd otovg
avOpomovg avaeépOnke pla petddraén tov BMP15 ce 600 adeppég pe
Tpwtoyevy ounvoppotla. H petdAloén kinpovoundnke ond tov matépo kot
TPOKAAEGE VTOKATAGTACT] EVOC GLVTNPNUEVOL QUIVOEEDG OTNV TPWOTEIVY UE
OOTEAEC O, TN LELMOT) TNG KAVOTNTOG Y10 AVATTUEN TOV KOKKOIMY KUTTAP®OV
in vitro (Di Pasquale E, et al., 2004)1pokettol Aowmwdv Yo £va oNUATOSOTIKO
HOPLO PE TOPOKPIVIKTY OpAcT oL eKppaletal oTig modnKes. ZTtovg avOpdmovg
ovpPdirer oty avamtuén tov @ofnlokiov kKol oTNV  OPIHOVOY TV
wokvttdpwv. [Totevetar 6tL dpa gite cav opodipepés eite oynuatilovtag

etepodiepn pe v mpoteivn GAf9 (D. Vaiman, 2002)

0 FMR1 gene: Bpicketar 610 pokpd 6KELOG TOL ypmpocouatog X (Xq27.3)kat
Kwowonotel pia Tpwteivn 1 omoia mpocodévetor 6to RNA kot cuvepyaleton pe
T0. TOAGOUATO. EVOeyopévme N TpmTEiv) VoL COUUETEYEL OTN LETOVACTEVLCT)
tov MRNA oand tov Tuprva 610 KuTTapoOTAaGua (http://www.ncbi.nlm.nih.gov/)
To vyovidlo @uowoloyikd €xet oty S’ apetdepootn wepoyn i
emavorapPavopevn TptvoukAieoTiowky] aAiniovyia, v CGG.To gucoioloyiko
e0pog emavarnyenv givar 6-49. 0tav dpmg awtég ot emavoinyelg avEnbdovv
TOTE UTOPOoHV Vo TPOKLYOLV VO SLUPOPETIKEG KaTaoTdoels To cuvopopo
evBpavotov X kot 10 cvvdpouo POF Etic yuvaikeg). Otov 1 avénon tov
EMOVOANYEOV Tov TpoavaeeépOnkay elvor peta&d 50-200 tote puddpe yio
nmpopetdAhaln Tov yovidiov evd mave omd 200 enavalnyels anoteAody v
PN peTOAAAEN. Xty mANpn petdAiaén ot CpG vnoideg mov Ppickovton
omv 5 opetdppactn mepoyn vrepuebuAidvoviol HE OTMOTEAEGUO VO
KOTOOTEALETAL 1 LETOYPAPT, TOL YOVISIOL Kol £T01 Vo Amovotdlel TANP®S N
avTioTtoyn TPOTEIV. XNV TPOUETAAAAEN TOL YOVIdiov OUMG 1| KATAGTOOM
dwpépet Ta enimeda tov MRNA avEdvovtor Kot 1 TpwTeivn vdpyet, dpmg N
nocOTNTA NG Tpwteivng eivor petopévn €€ otlag ™G eloTtOUEVNG
petappootikng wovomrag tov MRNA mov mapdyOnke (Isabel Fernandez-

Carvajal et al., 2009) £ta. 4TOHO. TOV QEPOLV TNV TPOUETAAAOEN AOOV, EVD
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aPYIKA QOivOVTal QLGIOAOYIKA GTNV TPAYUATIKOTNTO TapoLSIAlovy KATOlEg
SVOAELTOVPYIEG HE EMIKPOTESTEPO GUUTTMOUO GTOVS GVOPEG TO GCULVOPOLO
fragile X-associated tremor/ataxia syndrome (FXTA&) évov mo nmo
(QOVOTVTIO OTIG YUVOIKES, OTIC OTOIEG L0 POCIKT) CUVETELD TNG TPOUETAALOENG
tov FMR1 yovidiov eivan 10 ocvvopopo POF (Bretherick KL et al., 2005; Bodega B,
Bione S et al., 2005)H mBavétnta Aowmdv yio ekoniwon tov POF givan
avénpévn oto 13%-15%tv YOVOIKOV TOL PEPOVV TNV TPOUETAALOEN TOL
FMR1, 6nwc emiong avénuévn elvar kou n mBovotta oto 2%-5% tov
yovouk®v pe 10 ovvopopo POF va eivon @opelg g mpopetdAiaéng
OLYKPIVOUEVEG LLE TOV YeVIKO TANOBLGO (Daniela Toniolo, Flavio Rizzolio 2007; L C
Layman, 2002).0t yuvvaikeg pe v mAnpn HeTAAAOEN N TO (PLGLOAOYIKO
aAANAOLOPPO €xovV 101eg TOAVOTNTEG LE TO YEVIKO TANOLGUO Yio EKONA®ON
POF (1%).
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I" MEPOX

6. ZYMIIEPAYMATA -XYZHTHYH

"Eva peydAo mocooTtd atéimV avamopoymylkng nAkiog, To onoio aviiotolyel mepinov
o010 15% tev (evyopidv mov emBLHOVV VO TEKVOTOCOVV, aVTILETOTILEL SVOKOALES
otV emitevén avtod TOV OTOYOL HE OMOTEAECUO VO KOTOPEDYOLV GE TEYVIKEG
vrofonBoduevng avamapaywyns. I'vaikeg kot dvopeg paivetar va Exovv mapopoln
TOGOOTA €VOVVNG AMEVOVTL OTNV KOATAGTOGCT VTOYOVILOTNTOG OV Pldvovv, UE To
TOGOOTA AVTA Vo EX0VV ®¢ €ENG: 6T0 35% TOV TEPUTTOCEMY VTOYOVILOTNTOG 1] ouTiol
elvarl Kamolog yovoaukeiog mapayoviag, oto 30% TV TEPIMTOGEMY VIOYOVILOTNTOG 1|
ortio  glvor avopikdg mapdyovrog, oto 20% TV TEPIMTOGE®Y VLTOYOVIHLOTNTOG
vrevBova eivor kot o 00vo pEAN tov Cevyaprod kot oto vméiowmo 15% tov
TEPUTTMCEDV VTOYOVILOTNTOG 1 ottio gival adidyvootn (ave&nyntn vroyovipdmra).
Avaueca 6to TAN00G TOV CUTIOV TOV TPOKAAODV LVITOYOVILOTNTO CNUOVTIKO pepidto
&yovv ot yevetikoil mapayovies. Ilap’ OAo mov péypt onuepa dev €xel Kaboprotel
TANP®G 0 TPOTOG e TOV 0010 TO S1dPOoPa YOVIOLO GUUUETEXOVY GTNV EKONAMOT TOV
YOVILOV 1] TOV VITOYOVILOL PoVOTOTTOV, Eival eVPEmS amodektd Ot 1 petafifoocn tov
YEVETIKOV OAAG KOl EMYEVETIKOV TANPOQOpL®V Toilovv onuaviikd poAo otn
yovipotnta. Ta yevetikd oaitia ¢ vroyovipotntog pmopet va Ppiokovtal gite ota
QVTOCOMUKA YPOUOCHUATO EITE OTO PUAETIKA. ATO TO PLAETIKA XPOUOCHUOTO TOGO
10 X 000 Ko Y ypopocope mailovv onuavtikd poro. Befaing 1o ypopdcopo Y
EVOYOTOLEITAL TTPOPOVDG UOVO Y10, KOTOGTAGES OVOPIKNG VLTOYOVILOTNTOS, EVM TO
Ypopocopa X guhovetor TOGO Yo avopiky] 0G0 Kot Yio yuvaikeio vroyovipdtra. To
ypouodcoua X gival éva peydio ypopdoopa kot tepthappdvel tepimov 1o 6% tovV
ovvolikoy DNA. Ot tpdmot pe toug omoiovg pmopel To ypopdcwpo X vo, 00Nynoet o€
VIOYOVILO  QOovVOTLTO  TOKIAOLV KOBMDC Omwg €xet MO avapepbel pmopel M
VTOYOVILOTNTA. VO TTpoKaAeiton €&’ oautiog aplfunTik®v avopoiov, Ommg elval to
ovvdpopo Kleinefelterxkai to oovépopo Turner,yovidiokdv avopoioy onng adénon
TOV TPWVOVKAEOTIOIK®V eMOvVOAMyewV o kdmola yoviowa my. AR xor FMRI1, 7
onueloky pHetdAloln oe ocvykekpyéva yovidwa my. KALL kot NXF2 k.a. kaBog kot

petotomicewv petalhd X YPOUOCOUOTOS Kol KATOOL OKPOKEVIPIKOD GLVNOMC
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OLTOCOUKOD YPOUOCHUNTOS. MEypt oTiyung omd 10 oOUVOAO T®OV YOVIOIOV 7OV
avaeEpOnkay To aroTeEAEoUATO EIVOL TIO GUYKEKPIUEVA Y10 TOVG avOPOTOVE 0T €ENG
téooepa yovidw: KALL, NROB1 gene (AHC), BMP15, FMR:v®d oto yovidia:
Akap4, Nxf2, TAF7L, TEX11l ta Jedouéva mpoépyovtar omd peEAETEG OF
nepopatolma yopic motdco va emPepfordvovtor oe avBpodmovg. o Ta dAAa dVO
yoviora AR ka1 USP26ta dedopéva elvatl mAovoia pev Opmg dgv elval optoTika kabmg
N €BvikdTTO TOV ATOU®V EMNPEAlEL TO. OMOTEAEGHOTO. XNUEPA LE TN YPNON TOV
SAPOP®V TEXVOAOYIDV OV avamtHYONKay GtV vrofonfovevn avoTapay®Yn TOAAL
vroyovipo Cevyapla, Oyt Opm¢ OAd, KOTOPEPOLVV VO TEKVOTOGOLV. XVVETMOC O
EUTAOVTIOUOG TOV YVOGEMY OCYETIKA HE TO YOVIOlL TOV TPOKAAOLV VTOYOVILO
QOVOTLTO, Kot av glvar duvatdv 1 cvuoyétion Heta&h YOVOTOTOL — GOLVOTLTOV, o
UTOPOLGAV VO CUUPBAAOVLY GTNV KOAVTEPT OVTIUETMOMION TOV VITOYOVIL®OV OTOU®V
(MOOTE VO OTOPEVYETAL 1 YVYOAOYIKY], COUATIKY] KOl OUKOVOUIKY E€MPApvven TmV
Cevyoprov €metto amd pio amotuynuévn mpoomdbewn. Eva emmAéov (Rmmua mov
TpokLRTEL amd T YpNon Tov pebddmv vrofonbovuevng avamapaymyns (Kot ToAy
oLYVA YiveTol AOYog Kupimg Yio TV VOOKVTTAPIKY £yyvon onéppatog — ICSI, nomoia
elval o kaBopd emeppotikn pébodog 6mov pdMoto to omeppatolwdplo mov Oa
YOVILOTOMGEL TO0 ®aplo dev kabopiletar amd TN QLOIKN €mA0Y | OAAG amd T
SKPLTIKY EVYEPELD TOV aTOHOL oV Bo paprdcel TV TeYVIKN) €lvan 1 vyeia TV
oSOV TOV YEVVIOUVTOL EMELTO, a0 EEMOMUATIKY YOVILOTOINoN kabdg Kot To ov 1
010 m Ordtkacio e OAa To. oTAdI TOV CVTN TEPIAAUPAVEL Elvorn 1| TPAYUATIKY outiol
yio to ovénuéva mocootd  AavOOCUEVOV  EMLYEVETIKOV TPOTOTOGE®Y OV

TapoLGLALoVTOoL 6T ToNdLd EMELTO OO EEMCMUATIKY YOVILOTOINGT).
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