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B — peooyEIaKA avalpio

» H OBaAaococaipia  vooog Tou Cooley atroteAei KAnpovopuoupuevn diatapaxn
TTOU XOpaKTNPIJETAI ATTO ATTOUCIa | MEIWHEVN OUVBEON TOU EVOG €K TWV OUO
TUTTWV GAUCWYV AIJOC@aIPivG OTA EPUBPG aipoo@aipia.

» H B-8aAacoaipia xapaktnpeileTal a1rd atroucsia | MEIWHEVN oUvOeoNnS TG B-
aAucidag TnG aipoo@aipivng > HETAAAAEEIG TOu yovidiou HBB

» 240 eKATOMMUPIA ATOMO € OAO TOV KOOHO gival eTEpOJUYA YIA B-HECOYEIOKN

avaipia (1,5% Tou TTaykoouiou TAnbuopou). =TT

» 200.000 opolUYWTEG TTACXOVTEG ETNCIWG.




[TovOoTUTTOI 3 — HECOYEIOKNAG AVAIMIOG
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O1a Twv a Kal B aAucGidwyV TNG aipocPAIPivNG.



DaivoTuTtrol § — HECOYEIOKNAS AVAIMIOG

BapuUtatn KAIVIK) CGUUTTTWHOTOAOYIO KOl ATTOITEI
O1a Biou 1I0TPOPAPHAKEUTIKN UTTOOTHPIEN.

O @aIvoeTuTrog oXeTICETAI ME TO YOVOTUTTO
== BapId KAIVIK EIKOVA £WG NTTIO/EVOIAUEDT

XapaktnpifeTal atrd HEIWMEVN HETAPOPA OSuyOVoUu
OTOUG ICTOUG Kal a1Td UTTEPBOAIKI) CUYKEVTPWOT)
o101 pou o€ didaPopa Spyava TOU CWHATOG.

== AVETTAPKEIO OTNV KAPSIA, ATTAP, ADEVES



DaivoTuTtrol § — HECOYEIOKNAS AVAIMIOG

*Avaiyia, TTou eg@avifeTal atrdé Toug TTPWTOUG MRVES (WG

KaBuoTtépnon tng avarrrtugng Tou aidiovu, aiobnTi oTnv

nAiKia Twv 9-10 xpoévwv

*XoAoAiIBiaon. AUEnon Tou oupiKoU 0gEOG Kal TTI0avov

apBpiTida

*HITatopeyaAia

*AuCnuévn TTPodIA0Eo OTIG AOINWEEIG
*YTTEPOTTANVIOHOG
*TUTTIKO HOYYOAOEIBEG TTPOCWTTEIO

«Atroucia | KOBUOTEPNON ENPAVIONG ODEUTEPOYEVWIV

XOPOKTNPICTIKWY TOU (UAOU
2 aKXapwon d1afATN

*2UN@OPNTIKNA KAPOIOKK AVETTAPKEIQ.



H B—O0aAacoaipyia otnv EAAGOa

P AtroTeAei TO TrO OUXVO MOVOYOVIOIOKO VOONHO OTIC TrEPIOXEG TNG
Meooyeiou, otn Méon AvatoAn Kail otnv NOTIa Kal AvaTtoAikiy Acia.

» H upnAdtepn ocuxvotTnta ePPaviong @opéwyv avagéperal otnv Kutrpo (14%),
otn Zapdnvia (10,3%) ka1 ot NoTtioavatoAikn Acia.

P Ztnv EAAGOa ~10% @opeig: OUVABWG OQCUUTTTWMATIKOI, ATTIA avAlpia,
EAA@PPO IKTEPO, MIKP OTTANVIKA OIOYKWOT, EVW ETTIOEIiVWON O& ACINWEEIG Kal

EYKUNOOUVN.

B chains
Haem molecule

with iron atom

\ Haem molecule

with iron atom



H B—OaAacoaipyia otnv EAAGOQ

*|\VS1-nt 110
*kwoIKOVIO CD39

*IVS1-nt 6

[] o 1y
MNeproxeg pe avinpevn ouxvomra

D erepoluywy aropwy o ApenavokuTrapiki avaiua
I ZYXNOTHTEZ EMOANIZHE ETEPOZYION ATOMON ZTH f-MA KATA NOMOYZ I

‘Exouv avixveuBei >25 petaAAaieig oto yovidio TngG
B-aAucidag TG aipoo@alpivng.



KAnpovopuiki yetaBipaon
B-0aAacocaipiag

LY b & A

Aclevng: 1/ 4 Aclevng: 0
Dogag: 2/ 4 Dogéug: 2/ 4

v Av Kai o1 2 popeig, TBavoTnTa Vo TTAoXEl 0 ATTéyovog 25%
v Av 0 1 popéag, miBaveTnTa va Taoxel o amoyovog 0%



‘EAgyxoc¢ B—OaAacoaipiag

O éAegyxog TnG vOoou gival I1IBIITEPA ONUAVTIKOG OIO6TI TTAPA TNV

onUavTikf TTpoodo n Bepartreia dev gival ETTAPKAG.

O mpovevvnNTIKOG EAEyXOG gival duvaTdv va HEIWOEI CNUAVTIKA ThV

ouxvoTnTa Ep@EAvVIONG TN VOOOU, WOTO0O0 N  AVETTAPKAG
TTANPOPOPNON OXETIKA HE TNV TTPOANYN, TV VOO O aUTH KAOEAUTH Kal
TA OXETICOMEVA WPUXOKOIVWVIKA KOl TTOAITIOTIKA {NTHMATA ATTOTEAOUV
TOUG KUPIOUG TTOPAYOVTEG TTOU KOBIOTOUV TN VOOO HN €AEYXOMEVN,

TTOYKOOMiWG.



[MpoyevvnTIKOGC EAEYXOC

* A@QOpPA TO OUVOAO TWV ECETACEWYV TTOU OUCTAVOVTAI
oTNV apYN MIOG E£YKUMOOUVNG 1 OKOMN TIPIV TO
EVOIOQPEPOUEVO VA TEKVOTTOINCEI {euydpl CEKIVAOEI
TPOOoTTA0eIEC CUAANYNG.

* MMpokeiTal yia pia TTOAU CNMAVTIKI CEIPA ECETACEWYV
TTOU £€X&1 WG OTOXO Vva Odlac@aAioel TOOO Tnv
ao@AA&la TNG pNTéEPAE 600 KOl ToUu EURpuUOV,
EVTOTICOVTOG  KOI  OVTIMETWTTICOVTOG  EyKAIpd
TPOBAAMATO TTOU MTTOPEI va OnMIOUPYROOUV
EMITTAOKEG KATA TNV KUNON ) TOV TOKETO.




NMpoyevvnTIKOG MeVETIKOG 'EAgYXOG
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MpoyevvnTIKOG eVETIKOG 'EAgyXOC
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[eveTIKOI TOTTOI VIO YEVETIKA O1ayvwon TnS B-MA

v" To TuApa TOU B-yoviSiou OTO OTTOI0 CUCOWPEUOVTAI Ol TTEPICOOTEPEG
METAAAGEEIG.

v' TeveTIKOi TTOAUNOP@IOHOI oUuvdedepévOol pE TO B-yovidio.

vv v

¢ Oson v mo cuyvev peteiiaiewny oty EALdada

>200 HETAAAGEEIS TTAYKOO MIWG
>25 peTaAAageig otov EAANVIKO TTANBUCHO



["eveTikoi NMoAupop@iouoi

AAAayég otnv aAAnAouyia Tou DNA 1TOU EH@aviI{OVTal OTO YEVIKO
TTANOUOUO pe ouxvoTnTa NEYaAUTePN atrd 1%.

« EvBéoeig | EAAgiyelg

* Mikpodopu@opikég AAAnAouyieg

* Yeudoyovidia

* AAAay€ég evog voukAgoTidiou (SNP)

21nv d1ayvwon B-NECOYEIOKAG XPNOIMOTTOIOUVTAI YIA:
‘EAgyxo emipbéAuvong amd eEwyevég DNA
‘Eppeon didyvwon péow avaAuong ouvdeong (linkage analysis)
‘EAgyX0 ATTOTEAECHATIKOTNTAG TWV NEBODOWYV didyvwong



NMpoyevvnTIKOG EAeyX0G B-0aAacoaIpiag

Aoyw Tou ekteTapévou lMpoypdauparog lMpoyevvntikou EAéyxou TTou
EXEl eQappooBei Ta TeAguTaia 20 Xpovia OoTn XWPO HAG, Ol YEVVAOEIG
TTAOXOVTWYV TraIdIWV OeV LETTEPVOUV TIG 5 KABE ¥povo.

To Tpoypappa TTPOANYNS VEWYV YEVVACEWYV TTaIDIWYV HUE B-HECOYEIOKN
avaigia TrepIAapBAavel Tpeig afoveg:

a. TNV TTAnpo@opnon Tou TAnBuouou

B. TNV TTANBUCMIOKA £€pEUVA YIA AVIXVEUCN POPEWV Kal

Y- TNV TTPOCPOPA YEVETIKNG CUHMBOUAEUTIKAG TTPOG TOUG (POPEIG.

‘Exe1 uttoAoyi100¢€i 6TI n atroucia TTPOYEVVNTIKOU gAéyxou Ba odnyouoe

otn vévvnon 150-200 TTaoXOoviwv Traidiwv €TNCIWG (MEiwon TWvV
YEVVAOEWYV KaTd 90-98%).



MpogputeuTiKn MeveTikn Alayvwon (PGD)

NMpoo@épel o Ceuydpla POPEWV YEVETIKWY VOONMATWY TN duvaTtoTnTad

YEVETIKAG dIAyvwong Kal METAPOPAS OTN MATPO UOVO TWV UYIWV aTtrd

Ta EUBPUA TTOU TTPOEKUYPAV ATTO EEWOWHATIKE yovigotroinon (IVF).

(Handyside et al, 1990)

In vitro fertilization OQQ‘ selection

UyIgg eTepoluya  TTAOXOV



NMpogpuTteuTIKA MNeveTikA Alayvwon (PGD)

Bioyia BAaocTouepidiou

EMBPUO 3¥Y nUEPWV

MeveTIKOG EAEyXOG ' EuBpuopcTa@Opa
B-pECOYEIOKAG UYIWV ENBPpUWYV



2UUTTEPOCMATIKA

Me TnVv atroteAecpaTikil TTPOANYN TnG vooou otnv EAAGda 61Twg Kal otnv Kutrpo
TTAPATNPEITAI CNUAVTIKA HEIWON TNG ETITITWONG TG VOO OU.

H Mpogp@uteuTikn lMeveTiIK Aldyvwon €xel dwoel Tn duvatoétnta ota Jeuydpia
POPEIG VA NNV AVTIMETWITTI(OUV TO £VOEXOMEVO ETTIAEKTIKNG OIAKOTTAG TNG KUNONG,
O€ TTEPITITWON OJOUYWTIAG.

’

~~ Bion0ika Bspara

2ulATNON YIia TTOPOHOIN AVTIMETWTITION O0ooVv dad@opd dAAAa pHovoyovIdIaKd
VOO HATA ME UYPNAR OUXVOTNTA OTN XWPA HOG, OTTWG Eival n IVOKUOTIK] VOOOG
(KuoTikn ‘lvwon, Kil).
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