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EIXAT' QI'H

AIMOXODAIPINOITAGOEIEX

AWTopayES TNS GLHOGEULIPIVIS

Awatopayés Tov petafoiropnov g atpuns (TopevPLec)

AWTOPOYES TS COUIPLVIS ONA TOV TOAVTETTIOIKOV GAVGLO®V



TAZEINOMHXH
1) Me¢ paon tyv Ekppoon TS YOVIOLOKNS OLATAPAYNG

IHocoTiKEG Anoc@aIpPLvOTTaOELES

Ehdenyn 1 EAATTOON TS TUPUYOYNS HLUS TOAVTETTIOKN G AAVGLO0S
-Oulacoarpisg

a-0alacoaipieg

B- 0alaocoarpisg
V- Oohaocoarpieg
0- Quracoarpisg
op- Oorhacoapieg
voPB- Ooracoopiceg

IHowotikéS Aynoc@arpivomadeieg
oaTupayn TN 60U TNS ULROGPULPIVIS
APETAVOKVTTUPIKA GVVOPONAL

HbS (p 6Glu—Val)

O0rocoULIKES AHOGQULPLVOTAOELES

onuovpyia TeoroyYIKNS CHOGEULPIVIIS KOl EAATTOREVT 60VOEO 0AVGIO®Y
Hb Constant Spring (a2 142 Gln)

HDbE (B 26Glu— Lys)



2) Mg faocn Tov TpOmTO EKONAMGHS THS
OLATAPOYHS

Aota0gic apoosearpiveg >100

1/3 de novo petariracers

Hb Setif (02 94Asp—Tyr)

Hb Agrinio (a2 29 Le—Pro)

Hb Heraklion (a1¢cd36/37Pro—0)

Hb Ferrara (B S7Asn—Lys)

Hb Koln (p 98Val—Met)

Ziirich (p 63His—Arg)

Ao @aIPiveg TOL TPOKALOVY KVAVMON

ne younAn osopsvtikn ikavotnta oSvyovov (Hb Kansas p 102Asp—Thr)
ILE LETUTPOTI) TNS CLROGPULPIVIS 6 pedaposearpivy [Hbs M-
Hb Boston (a2 58His—Tyr), Hb Saskatoon (p 63His—Tyr)]
AL0GQUIPIVES TOV EKONAMDVOVTOL PE EPVOPOKVTTAP®ON

ne auénuévn 0eonELVTIKI) tKavOTNTA 0EVYOVvoy >120

Hb San Diego (p 109Val—>Met)

Hb Crete (p 129Ala—Pro)

Hb Olympia (p 20Val—>Met)



3) Mg faon tov apiOuo kai to El00S TV
YOVIOIV TTOV O1OTAPACGOVTAL

Etepoluyeg (Bo/B, a+/a, Ps/P)
Opolvyec (Po/po, at+/a+)

ATAEG €TEPOLVYOTIES (MIKPOOPETAVOKVTTUPIKT] AVULULO -

ps/po, B+/po,)



Kinpovouixég

Eniktnteg
Eniktntn Hb/na0Bgwo H (cvyvotepn)
2.€ HVEAOOVOTAUGTIK( GUVOPOLLA KUl AALD IRUTOAOYIK( VEOTTAAGLATA

ATR (Alpha Thalassemia mental Retardation)
0aracouIIKOS PUIVOTLTOS, OVGHOPPLES KAl OLOVONTIKY] KaOvoTEpnon
20vopopo ATR-16 peydireg elAelyers TUNUATOV GAL®Y YOVIOLMYV GTO
popocopa 16
28 yvmoTtég ehhelyers

20vopopo ATR-X dwrapayn oto ypopocope X (mbavov XH2 Locus)
mov Kmokozmolel po DNA glakaon 1 ool exnpedlel Ty EK@paon
TV 0-YOVIOLOV.



I'ENETIKH

Awtapayn ot 6OUVOEGT] GIHOGPUIPLVIK®OV GAVGLO®V

I'ovidwokég petarlhdiers = alhayés oty aAinrovyio Tov fdoewv péoa q
£€M 070 TO YOVIOL0 — VEOS YOVOTVTOG - VEOS PUIVOTVTOG

Avtikotaotdosis faccwv (1 faon onuelokn petdrirloln)
Xnuewokég petarraers (HbS, HbC, HbE, HbCS)

EAlLelyelg €vog 1] TEPLEGOTEP®Y YOVIOL®YV (01 TEPLEGOTEPES 0-00A0GTULIES
kot 1 HPFH ghlaittikov Tomov)

AUTAOGLOONO0L EVOS 1| TEPLOGOTEPOV YOVIOL®V (0.0.0/00)

Ia00Aoy1KOC e LOGIOS KOTO TI] LELMOGT TOV 00N YEL 6€ GVVTEN YOVIOLMV
(HbLepore)

"EALetyn vOuKAE0TIOLOV YOPLS aAllayn ToV TAdloiov avayvoons (HbGun
Hill) p -5 nt

I[IpocOnKn VOUKAEOTIOIMV YOPIS GAALAYT TOV TAULGIOV OVAYVOONS
(HbKoriyama) B -5 nt

MeTarrdEers Tov 00100V 6€ aAlay1] TOV TAOLGiov avayvoong (frameshift
mutations)

Meta0éoerc ypopocondTOY



MeTaAhaCers £EM amo T YOVIOLO TOV ULHOGPULPIVIKOV
OAVGLOMV UTOPEL VO 001 Y1]G0VY GE AVOUUAT 60VOEST
0AVGLOMY OTTMC TT.). GE:

Opropéveg popeéc s opo-0araccarpiag (EA LN otV
neproyn] LCR-Locus Control Region tov B-yovioiov)

Opwopéveg popeéc s HPFH (netdrroln oto ypopocone X
Kot 6)

To ovvopoupo ATR-X (netarroln Tov mOavoLOYOVUEVOV
yoviolov XH2 o710 ypopocopc X



YNUELOKES LETUALAEELS NTTOPEL VO TTPOKVLYOLV

OV KOOIKOTOLELTAL TO 1010 OULVOEV— KOUULG GUVERELD, (Same
sense mutation)

OV KOOIKOTOLELTOL GALO GUIVOSV— VEOS PUIVOTLTOS (Mis-
sense mutation) HbS, HbC, HbE

OV O0EV KOOIKOTOLELITOL KOVEVA GULVOED— KOOIKLO0 TEPATMOONS
-Bpayvtepn alvoidoa (non-sense mutation) HbMcKees
Rocks

OV £V0 KOOLKLO TEPUTMOONG NETUTPETETUL GE KMOIKLO
OUIVOEE0G - EMUNKVOUEVT] dAVGLOO (new sense mutation)
HbConstant Spring, HbIcaria



KAINIKH EIKONA

Aocvuntopotikes (B+- 0ahaocoauia , 0p- Oaraccaruia,
HPFH, egtepolvyn opemavoKvTTOPIKY), 0+ O0lacoaiuia,
00- Oohaocoaiuia , 0-0clacooruio )

Me nmuo khwvikn eikova (B0- 0ahaocoapia, a0-0ariaccaipia)

Me gvorapeong BopvTNToC KAMVIKN €1KOVO - EVPELX
owokvuavon - (B+- 0arhacocania/ f+- Ooracoarpia, op-
Oaraccania/ 6B- Oarhaccarpnia, Hb/maberwo H)

Me Baperd kAwvikn eikova (netCov B-0oracoaipia, opolvyn
OPETUVOKVTTUPLKI LETA TOV 60 UNva, ELPPLIKOS VOPOTAS
ne HbBart’s, kMvikad copapn arpocoarprvortadera H)



Etepoloyn p-0orocoorpia
Avaluio 6€ KUNO61N 1] 6€ VTOTPOTLALOVGES AOLUMEELS
YTOVI0 GTTANVOUEY UL

Evowaneon B-0ciocoopio

MéTpra avoutio yopIic avaykn HETAyyIong
IIOavog vrepoTANVIONOS

Mokpa empioon

MeiCov p-0oracoorpia
Amo tov 30-60 unva



XPOvio GLHOAVTIKY avVaLuio,

"Evtovn oypotnTto HE AEROVOELON UATTOYPMGT AOY® CVULUING
KOL IKTEPOV - AEL0A0YN NTOTOGTANVOUEYUALD,

Yreporinviouog (avoipia , Aevkomevia, Opoupomevia)

KaBvotépnon avartoing A0ym TS ypoviag IoTIKNG VTodiog

Evomo0son o10npov o€ gvaicOnta opyavoe (kapord, map)

Ynoyovaoiwonog, kavotépnon epnpetag, vroBupeogrdiouog ,
HVOKOPOL0TAOELN , CAKYUPMONS OLOPNTNS

XoloM0Otlaon cvyva

Avénuévn gpuvBpomoinon oto M.O - TaPpapROPP®GT] 0GTOV
TPOCOTOV

Ootika aiyn



Etepolvyn dpemavokvTTOpIKN
UGVUTTOUOTIKT

JLLOTOVPLO - VTOGOEVOVPLE AOY® VEPPIKOV ERPPIKTOV KATO OO0
ovvOnkeg vroliag 1 aPVOATMONC

Opolvyn OpemavoKLTTUPIKN

avolpio

yoroMOiaon

Ao

Kkploelg (o&ela amrhaoTiKT), KPplon EYKAOPLONOU, 0YYELOATOPPUKTIKI 1)
EMMOLVY)

GoNTTI VEKPMOGT TGS KEPUA)S TOV UNpPLoiov

aneipinotpocroonadera

EAKN KV L@V

TTPLOTTLONOG

AYYELWOKA EYKEPUAKO ETELGOOLO

o0&V TVEVHOVIKO GUVOPOLLO



EPI'AXTHPIAKH AIEPEYNHXH

0) AElyna : TEPLPEPIKO Tipo

Argpedvnon avarpiog

I'a 01y veOoeTIKOVS AOYOVS

AWayvmon QopEmv

I'a ™y ehattmon TS sVYVOTNTAS TS VOGOV

I'evicn) atpatog (RBC, Hb, MCV, MCH, RDW, AEK, popooioyia

gpuOpoxvTTAPOV) - (I)Dcwkoyu(m spnﬂpom)ﬂapmm OEIKTES OEV
OTTOKAELOVY TNV TO.POVGLU GLLOGPULPLVOTAOEL0G

"Eleyyog yio oronpomevia (X10npog Kar GEPPLTIvI 0pov)

Av@ivon TOV Goc@UIPIVIKOV KAoopatov pe Hisktpo@opnon
gwpocaipivic | Yyp1n ypopoatoypaeio vwning axodoocns (HPLC)

IHocoTikOg Tposdopionoc s HbA2, HbF

AOKILOGLO OLOAVTOTNTOS KO OOKLUOGLO OPETAVAOONS

EvoogpuvOpokvtTopika £ykierota (Eykietoto a-aAvoidomyv, éykierota HbH,
ocoudtio Heinz)

OLaYV(MG1 6TO NUEYUAVTEPO TOGOGTO TMV ECETALOUEVOV



QopMTIKY OVTIOTAOT] EPVOPOKVTTAPMV

Aoxpoaoieg aotad00g apoc@arpivis (0épnaven, 1oompomavorn)

IIpocoropropnos HbM (@acpoto@otopeTpia)

IIpocoropiopnog Hb pe avénuévn 1 psropévn cvyyévera pe to oEuyovo
(KopmoAn KoPeEGHOU TS GLHLOGPULPIVIG)

Hiextpo@opnon aAvciomv

Iooniektpikn eotiaon (IEF- Iso-Electric Focusing)

Av0oG0L0YIKES NEO0OOL (LOVOKAMVIKA OVTICOUOTO)

BuoovvOeon arlvoiowv

I'oviowoxkn avaivon

1| EPUPPOYN TOVG KOTA TEPinTMON £ivor arapaiTnTi) Y1 T1) S10yVOeTIKI
TPOGTELUGT] KUL TOV GTAVIOV HOPPOV ULHOGPULPIVOTAHOELDV



B) Astypa : kvTTOpa Tov Eufpvov

IpoyevvnTikn owdyvoon
' ™YV amo@uyn 0mTOKTNONS TALOL0V NE KAMVIKA cofapr)
JLROGPUIPLYOTTa0£L0 6€ CEVYAPL TOV OLATPEYEL GCNUAVTIKO KIVOUVO

DNA om0 xVvtTapa tov gufpvov

Tpomor My Tov dEIYNOTOS

*  Buwvyia tpogofractng (CVS-Chorionic Villous Sampling) 10n -11n
gpoonaoa ovyvotnTo emmAok®@v <1,5%

*  ANyn euPpuika@v KuTTApOV pHE apviomoapakevinon 15n - 20n efoopada

*  ANyn euPpuik@V KVTTAPOV 00 EuPPuiko aipa pe
op@amoorapakEvinon 18n-20n efoopaoda

* IIpoonaBsia yio aviyvevon eupfpuvik@v epvOpofract®v 610 TEPLPEPIKO
GlNa TNS EYKVOV NE KVTTOUPOUETPLA POS

IIpoERPULTEVTIKY] YEVETIKT] O1dYVOO
avaivon Tov BAacTopepLotiov TPy 00 TNV EPPVTEVO

1] YEVETIKN K0O0ON YN o1 TPETEL VA YIVETUL TPOCOTO NE TPOCHOTO KUl GE
KOULA TEPITTMOG UE TN HOPPN YPOUTTIS 00N YLOG



I'oviowokn avaivon

PCR (Polymerase Chain Reaction)

IHoAlamlaocrwaondg / evieyvon (amplification) Tov yoviolov Tov gpgvvaTan
Awgpgovnon tov PCR mpoiovrtog pe :

Probes (aviyveutéc) kor 6ta0epo vPpLotcno ne ceonuacuiva

OAMYOVOUKAEOTIOWN CUUTANPOUATIKAE Y10 TN GVGLOAOYLIKT] KOl TNV
naforoyikn ariniovyia (dot blot hybridization)

Ileproprotika éviopa avayvopilovy 6to PCR mpoiov pe cvykekpiuévny
ONUELOKN HETAAOEN

Gap PCR mapaiiayn s PCR pg 6vvatotnTa 0ViYveELONS KEVOD GTNYV
aAiniovyia

ARMS (Amplification Refractory Mutation System)

naporrayn ™ PCR pe dvvatotnrtao aSlohoynong Tov amoTEAEGROTOS
OUECMS NETA TNV AVTIOPAOT] YOPIS TNV OVAYKT VPPLOLGHOV

set EKKIvTOV (primers) yio. QUGL0A0YIKT Kol To.00A0y1KN aAlniovyia

DGGE (Denaturing Gradient Gel Electrophoresis)

Hiextpo@opnon 1ov PCR 7wpoiovTog 6€ amootataKTIKN YEA OGKPLAGRLIONG
ILE KALGT TUKVOTNTOS OTOV 1| GNUELOKN HETAALOEN Elval AYyvVOOTY

DNA sequencing peAéTn TG VOUKAEOTIOKN G GAANAOVYLOGC

2VVOVUGNOG EPYUCTNPLEKAV EVPNURATOV, KAIVIKOV TANPOPOPLAOV KUL
1GTOPLKOV



OEPAIIEIA

Etepolvyn B-0oiacoania

Xopic Oepoameia

Xopnynon kadnuepva 0,5Smg uiitkov o&gog

MetCov Oarlacoapia

MeTayywon - amoconpoon

APETAVOKVTTOUPLKT] VOGOS

a) IlpoinmTiki) avripeT@mnON

IHevikiAAivn), @UAMKO, epfoiraopnog

Amo@uyn \|1,1')X(n)c_,, COUUTIKIG KOTTMONGS, £K0g0NC 68 Aotpnaéers, AMyng
OLVOTTVEDLOTOG

B) AvTipeTtOTN oM TOV EMTAOKOV (O PETAVOKVTTUPIKY KPLOT, TPLOTIGNOC,
00 TVEVUOVIKO O1ONN0, EYKEPUALKO ETELGOO10)

IHavoimova, evvdodTMon, peETayyIon

Y) AVTIHETAOT 6N TS VOGOV

vopocvovpia

MiKpOOPETAVOKVTTUPLKT] VOGOS

Ogpameia avaroyn e aVTH TNS ORLOLVYNS OPETAVOKVTTUPIKNG



MeTapooycvon apyEyovey GIHOTONTIKOV KUTTAP®V

Kotaotol TOV KUVTTAP@OV TOV HVEAOD TMV 0GTOV KUl
OVTIKOTOOTOOT TOV UE OPYEYOVU ULLOTOUTIKA KUTTUPU,
0t0 cvopufato vy 00TN

BMT (Bone Marrow Transplantation) amé pveho T®vV 06TOV

SCT (Stem Cell Transplantation) a0 TepLPEPIKO aipa N aipo
OULPUALOV AMPOV

I'oviowokr) Oepamsia
O¢epansvtikn o10pOmon B-0arlaccaipniog Kot
OPETUVOKVTTUPIKNS UVOLULOS

2VAAOYY KOL £YYVOTN CPYEYOVEOV ULULOTOUTIKOV KVTTAP®OV 00
TOV 1010 TOV 0.60svi] 0oV TponyNn0el sroaymyn
o0pOmuévov yoviolov pue ™ fondera tikwv gopEmv



H npotn emroymg yoviorwokn Ogpaneia

"Eywve o€ avopa 18 et@v - onfjuepa tvar 21 gTt@v

An uocwnOnKa 670 TEPLOOKO Nature Tov Xemrtépufpro tov 2010 ko pera
oo évo pfva n epnuepidn «to Brijpa g Kvprokie» onuocisvoe
GYETIKO apOpo

Bo/BE yoveic amo Taviavon ko Biervap owapov ot I'oddia

ogv v pye ovpuPatoc 60TNS Y10 LETUROGYEVGT] LVEAOD

O Agpumovis Kadnynmic oto EOviko IvetitovTto Yyetog kot latpikng
"Epevvag kot emokéntng kadnyntig oto lavemotuio tov Xappavr

30 ypovia £pgova Yo T1) YOVIOLOKN Ogpameia

Ta Ttpoto ypovia TtapatnpnOnkay cofapic mapevépyeres kot Oavartog
060Ev0o0US AOY® £VTOVIIG AVOGOAOYIKIS OVTIOPAGTS GTOV GLOEVOLO-POPEN.
TOV YOVIOL0V

IIpw 10 xpovia 0 i610¢ KoL 1 opaﬁa TOV EPUPUOCAV smwxnuavn
YOVIOLOKT] Ogpameio 6€ TOVTIKLO NE OPETAVOKVTTUPLKI] OVOLRLLQ

H npoondfsio eoTidoTnKE 0TV ETAOYT KATAAANAOD 10V-QOPEQ KL
televtoia ypnoponoreiton o 1W0g HIV og adpavomomuévn popen
EMELON NTOPEL VO nETOPEPEL peydio tpquota DNA



ATAAIKAXIA

To @uvororoyiko yovuSw ™mg B- c(pmpwng ‘rpononowwat eho@pa (1 apvold
TOV) Y10, VO VITAPYEL EIKOVOA TS EKPPUCNS TOV

Aoppaveror M.O kot aropovavovtar € TpuPito kottapo (CD34+, o
A 0von0c TOVS TEPLEXEL TOAVOVVONO, CIROTONTIKA PAOGTIKA KVTTOPA
070 TO 07TOLO TPOEPYOVTOL TO KUTTUPO TOV ULHOTOQS)

MeTo@épeTar TO VYIES YOVIOL0 6T ULNOTOUNTIKA KUTTOPO TOV 0.60EV0VC
6710 TPUPALI0 (KOAMEPYELR) NE OYNUO LETAPOPAS AOPIVOTOLUEVT)
nopen tov 10V HIV. Ta k0TTOpa 6T1] GLVEYELD KATOWYVYOVTUL

Ynofol) Tov a60evovg o€ ynuerodepareia Yo vo amaAlayel 0 OPYOVIGHOS
TOV 00 TO KEAUTTOUATIKO> KUTTOPA TPLV TN LETANOGYEVOT)

ATOWYVEN TOV KUTTAPOV KOl £YYVG1] TOVS 6TV KDUKAOQOPLX TOV UINOTOS
To Oépata mov TpokvLITTOVY Elvan

To ocoopéva a@opovy £va povo acdevn

Eivar apketd ta 3 ypovia Y10 vo 0TOKAELGOEL EVOEYONEVO TTAPEVEPYELOYV ?

2 T0Y0G VAL VO YIveEL YoVIoLoKN Oepameta o€ ovuvolkd 10 dtopa pe
Oalocoopuio Kol OPETAVOKVTTOPLKY] GVOLRLLO
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