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Nothing in life is to be feared, it is only
to be understood. Now is the time to
understand more, so that we may fear
less.



Marie Curie
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[epiinyn

Or opoocpouptvomdBeleg €lvol €TEPOYEVIC OUAON OVTOCMUIKAOV VTOAEUTOUEVOV
KANPOVOLUK®V ~ VOOIUATOV. XTO  VOONUOTO  OLTO  evtdoooviol  Kupiog N
OPEMAVOKLTTOPIKY) VOGO KOl Ol UEGOYENKEG OVOALUIESG. TNV LECOYELOKN ovopion 1
TOPAYMYN QUCIOAOYIKNG OLUOCPUPIVIG Eival HEPIKAOC 1 TEAEIWG KATECTAAUEVT AOY®
EMTTOUATIKNG cOVOEoNC TG N TEPIGCOTEPWV AAVGIO®MV GPapivng. Aldpopot TOTOL
LECOYEWKNG avopiog Exovv meptypagel pe faon v aAvcida g omoiag n cvvbeon
elvol EAATTOUOTIKY.

‘Eva. avopeiopnmrto aéiopa g latpikng Aéet: «to va mpolapPdvels por appmoTtio
elval mavta KoAOTEPO amd 10 vo ™ Bepamevoeigy. Otov Opmg mpoKeETOL Yoo pio
KAnpovopkn acBéveln OT®MG Ol  UECOYEWKES ovoyuies, TV omoimv  KOplo
YOPOKTNPIOTIKO eivar M mowthopoppia, tote Ypetdletar peyodvtepn mpoonadeia. H
TOWIAOHOPPIOL  avT  €lval  OMOTEAEGHO TV  YEVETIKOV TOAVUOPPICUDV  TOL
onpewdvovtal 6to ovipdmivo yovidiopa. I'ia tov okond avtd, 6TV Topovca pyacio
HeAETHONKE 0 YOVOTLTOG KOl O POVOTVTIOC TOV HEGOYELNKADV cLVOpOU®V. Tavtdypova,
e€eTAOTNKE 1 GLOYETIOT TOAVLOPPICUADV LE TO GUYKEKPILEVA GOVIPOLLOL.

Ewdwotepa, deEnydn avaivon deiypdtov omd Kotoikovg Oeocorag. XKOTOG NG
avdAivong Nrav va onpetwbodv ta enineda HbF, g kupidtepng aposearpiving tov
euppvov ota dropa avtd. Ta emineda Nrav avénuéva oe 5 dropa. Tavtoypova,
eréyyOniov kar ot tpég g HbA2. H ovykexpipévn awpocpapivn amoterel 10 2 —
3% Mg GLVOAIKNG aposPapivig, v M TIUNG TG PpEétnke eKTOHS TOV PLGLOAOYIKMV
opimwv og 8 dropa.

e detyparo apyelov mapatnpnnke 01t ot emkpatéstepeg LETOAAAEES Yo TV -
pecoyeokn avopio etvar ot IVS1-6 kot ot -87. Emiong, ot kOprot moAvpopeiopol e

0-LEGOYEIKNG avarpiog Tov Ppédnkav frav ot --MEP ot o1 cd14.

Abstract

Hemoglobinopathies are a heterogenous group of hereditary autosomal recessive
diseases. These diseases include sickle cell disease and thalassemias. In thalassemia
the production of normal hemoglobin is partially or completely suppressed due to a
defective synthesis of this or more globulin chains. Different types of thalassemia have
been described according to the chain having a defective synthesis.

An indisputable medical posture says: "Preventing a disease is always better than
treating it". However, when it comes to a hereditary disease such as thalassemia,
whose main feature is diversity, and then more effort is needed. This diversity is the
result of genetic polymorphisms which are noted in the human genome. For this
purpose, in this study the genotype and phenotype of Mediterranean syndromes were
studied. The association of polymorphisms to these syndromes was also studied.

In particular, samples by residents of Thessaly were analyzed. The purpose of the
analysis was to note the levels of HbF, the major hemoglobin of the fetus in these
individuals. The levels were increased to 5 people. At the same time, the values of
HbA2 were also tested. This hemoglobin accounts for 2 - 3% of total hemoglobin,
while abnormal levels of this hemoglobin were observed in 8 people. In archive
samples, it was observed that the most prevalent mutations for p —thalassemia are
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IVS1-6 and -87. Also, the main polymorphisms of a-thalassemia found were --""=* and

cdi14.

1. Ewcayoyn

1.1 Ty givor To aipa

To aipa yapoakmpiletor ®¢ pevoTOC GLVOETIKOG 10T0C. Xwpic TV TOPOVGio. TOV
aipotoc, o avlpdTIvog opyovIGHOS givor advuvato va emiPidoel. MEGm TOL aipatog
TPOPOJOTOVVTIOL TO OPYOvVO, KOL Ol 10TOlL TOL OPYOVIOHOV, €&V® TopIAANAQ
amopokpOvoviol ot dypnoteg Toékég ovoiec. H kapdid eivonr vmevbovn yia v
KUKAOQOpPio TOVL GiIATOG GTO GO,

1.2 O p6Lrog TOV 0ipaTOg

To aipa coppetéyel oy petapopd oepiov 6mwg 10 0&uydvov kot to d1o&eidto Tov
avOpoka. Qg HETOPOPENS OPLOVOV KOl GAADV OLGLOV EMITPETEL TNV AVIOAAOYT
ANUIKOV UMVOUATOV HETOED OMOUOKPUGUEVOV OPYAVMV, LE OTOTEAEGUO TNV OLOAN
Aertovpyion Tov opyavicpov. Tovtdypova To aipo GUUUETEXEL otV pvduion g
Bepurokpaciog Tov cOUATOS, TG 0£€0PACIKNG KAODS KOl TG MOGUMOTIKNAG 1GOPPOTINS.
H mpoctacio tov opyoviopod pe ) dnuovpyia Opdupov o o opoppayio emiong
CLYKATAAEYETOL OTIG AELTOVPYiEG TOV aipatog (Avdpéa-TTdoia Poyog XA, (2018)).

1.3 A6 T amoteleiTar TO aipa

To aipo amotereitar e m060oTO 55% amd MAGGCLM, EVO YOPAKTNPLOTIKO VLTOKITPIVO
VYPO amoteAoveVo koTd 90% amd vepd. To mAdopa amoteleiton amd Evav peydro
aplpd opyYavIKOV Kol OvOPYOVeOV OLCIHV SAvpévav oto vepd. To vmdrioura
OLOTATIKA TOV OilaTog €ivol To AEVKE CLOCPOIPLO, TO OLUOTETAALN Kol To EpLOPE
awoopaipta (Ewkéva 1). Ta cvotatikd avtd eivor yvootd oG ELHOPPO GLUGTATIK KOl
emProdovovov Ayec pépeg omv kvkilogopio tov aipotoc. IMapdyovior ctov gpvbpod
uerd Tov ootdv (Tapuridng, (2016)).



Ewova 1: Ta ovotatikd Tov aipatog
(http://www.teiath.gr/userfiles/akanellou/aima.pdf)

1.3.1. EpvOpa apocoaipra

Ta epuBpd apocpaipia 1 epvbpokvttapa (RBC) amoterovv ta moivapiBuodtepa
KOTTOpO TOV TEPLPEPKOV aipatoc. Ta cuykekpyéva koutTapa £xovv ddpkela (ong 4
unveg Kot yopokpilovrolr og «amvpnvol KLTTOPIKOL GAKOY HE GO OUEiKolAon
eokov. To oynua tovg opeiletan v pépel oty vropén nepicoelag pepPpdvne, n
omoia dtvel ota epvBpd opocEaiplo aPKET TAAGTIKOTNTO Kot TO KaoTd tKava vo
TEPVOVV LECH TOV TPLYOEW®V 1 GAL®V GTEVAV GYNUATICU®OV HE HKPY| ObUeTpO.
Abdy® g pepppdvng, sivar duvatdc 0 EAEYYOC TOV YNUIKOV OVCIOV TOV UTOPOVV VO
™V oamepAcovv (kabmg kot 0 Babudg dSomepaTdTNTAS), MCTE VO UNV STOPAGGETOL
N €€OKLTTOPIKN-EVOOKLTTAPIKT 150ppoTic. O pOAOG TOVS APOPE TNV TPOGANYT TOL
0&uy6voL amd TOVG MVELHOVEG KOl TNV LETAPOPO TOV GTOVG 16TOVS, Omov yiveton m
AVTOALOYT TOV pE TO OL0EEISI0 TOL AvOpaKa HEG® TG OHOCPOLPIVIG TOL TTEPIEXOVV
otV omoia Kot 0QeiAeTOL TO KOKKIVO YpdLa Tovg (Maiing, x.X.)-

Ta ev Aoy kOTTOPO TOPAYOVTIOL GTO HVEAO TOV 00TMOV €E0tTiog TG Opdong g
gpuBpomomtivng, Wog opudvng mov ekkpivetar kvupimg ota veppd. Mio pkpn
nocdtTa pvfpomomriving TapdyeTon amd KOTTAPO TOL NTOTOS. O HVEAOS TOV 0GTMOV
Kat® omd v enidpacn g epvBpomomtiving kot pdvo Tapovsio BPETTIKOV OLVGLOV
(oidnpog, Prrapivn B12, euAlikd oY) mapdyer to epvbpd arpoceaiplo ta omoia
amelevbepmvel oto aipa (Aekdakov, (2015)).


http://www.teiath.gr/userfiles/akanellou/aima.pdf

Ewoéva 2: ZovOeon Tov epvOpokvtTdpmv
(http://marialekakou.blogspot.com/2015/02/blog-post.html)

1.3.2 Agoka awpocoaipro

Ta Aevkd apoceaipla elvar AP KOTTOPO TOV OHUATOG EMUPOPTIGUEVE UE TO POAO
NG QULVOG TOV OPYOVIGHOD EVOVTL GE AOUMEELS, KOODS KATOTOAEUOVV HIKPOPLo TOV
E1GEPYOVTOL GTO OQipa Kol TPOokoAoUV poivvoels. Tlapdyovtal 6to poehd TV 0GTOV
Kol 0 xpovog (mNg Toug oto avBpdmivo copa givar tepimov 3 mg 4 nuépeg (KoAag,
(2009), Bikhet et al, (2000)).

1.3.3 AwomeTaia

To oapometdha gival to O UIKPA amd TO EUUOPPO GUOTOTIKG TOV OULLOTOG KO
yopoktnpifovior og Kuttapikd Opadopota. Avtol ol HIKPOGKOTIKOL arypnvol 6icKot
epalovv 1O OMNuEl0 TPOVUATIGHOV €VOC ayyeiov, oynuatiloviag €vav SlaAvto,
aponetaiokd, ev0pavoto Bpdupo. ‘Etor, mapatnpeitor Tapodiky andAe aipoTod,
Yopig va amotpémetor 1M opoppayio. Emopéveog, o pdihog twv aipomeToAinv
avtikortontpiletar oty e&acpdiion g apootacng (Kokopn, (2013)).

2. Awpoc@arpivny


http://marialekakou.blogspot.com/2015/02/blog-post.html

2.1 To popro ™G arpocparpivig

H awpoceaipivn etvar o popéag tov 0&uydvou oto puhpokHTTaPa TOV GTOVOLAMTMV.
[Tpoxetrtan yio Eva TeTpapepEG LOPLO LE GPOIPIKO GYNMo. AToteleitan amd TEooePIg
TOAVTENTIOKEG AALGIOEG, Ol dVO amd TIG OMOIEC TPOEPYOVIOL GO T YOVIOlL TOL
CUUTAEYLLATOG TMV 0 0ALGIO®V OLOGPAIPivNG Kot 01 GALEC dVO amd Ta yovidln TV B
yovidiov atpoceapivng (Ewova 2). Kabe aivoida cuvdéetal pe pio opddo aipng,
ONAadn ML YPOOTIKA TOV TEPLEYEL GIONPO Kol GLVOEETL pe TO 0&LYOVO,
TPOGIIOOVTOS GTO HOPLO TNG ALULOGOOPIVIG TNV TKOVOTNTO HETAPOPAS TOL 0EVYOVOL
(Weatherall (1997)).

Ewoéva 3: H dopn g arpocarpivig
http://marialekakou.blogspot.com/2015/02/blog-post.html

2.2 I''eveTikég O10TOPOYES GLHOGPULIPIVOV TOV 0VOp®OTOV

Ot apocpaipvomdBeteg elvar o €TEPOYEVIG OLAS0 KANPOVOUIK®OV O10TAPOY MDY TOV
oyetilovton e T doun, TNV 6OVOESN Kol TNV TAPAY®YT TOV TPOTEIVIKOV OAVGIO®OV o
kot B tov popiov g awpocearpivng (Hb) kot Bewpovdvior ®g ta mo cvyvd
povoyovidlokd voonpato maykoouing. Kowvdg maboyevetikds unyovicpidog yio OAeg
TIG QHOCPULPIVOTTADELES Elvat Ol HETOAAAEELS 1) 1] OTOAELD TOV OVTIGTOL®V YOVISI®V
(Aovkémovroc Anuntpne, (2015)). ‘Exovv avapepBel petodhdéelg aonuavteg 1
UETOALGEEIS TOV OnpovpyovV Nl ovairpic. Yrdpyovv Opmg Kot PHETAALIEELS TOL
emmpedlovy onNUOVTIKA opvoléa ylioo TNV AEITOVPYIKOTNTA NG TPWOTEIVNG, LE
amotélecpa GoPapd TPOPANLA Yo TOV OpYAVIGUO.
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http://marialekakou.blogspot.com/2015/02/blog-post.html

Ot KANpovoUIKEG dlaTaPayES TNG OUULOGPAIPIVIG WITOPOVV VO YOPIGTOVV GE 000
KOpleg opddeg. H pio amd avtéc eivar or pecoyslokés avoipieg otig omoieg sivot
EUQOVIG M TTOPAYOYN MG 0O TIG TOAVTENTIOKESG AAVGIOEC 0 YOUNAITEPO TOGOGTO
(mocotikég eAlelyelg). Xtnv O0e0TEPN OHAdO OVIKOVV Ol JOMIKEG TOPUAAAYEG TNG
apoceopivig, oTig omoieg mapoatnpeitoan otabepdg pvOUdC cvvOeoNg ™S GPALPIvNG,
EVD oVYXPOVMOG Elval EUQOVAG 1M TPOTOTOINGN TNG MOAVTENTIOKNG OAVGIONGC
(TO10TIKEG AALOUDOELS OTIS TOAVTENTIONKES 0ALGioeg TV cpoiptvav) (Weatherall,
(1997), Steinberg et al, (2001)).

Ymapyer kol pio tpitn xornyopio dotopoy®dv, YVOOTH ®C KANPOVOUIKT TOPOLOV
mg euPpuikng opoceaipivng (HPFH) katd v omoio 1 onuavtiky mopoywyn
euPpuikng orpocealpivng (oapoocoarpivn F) ovveyiletar kot otnv  evnAikioon
(Weatherall (2001)). Ztnv cvykekpiévn SloTopoyn, TOPATNPELTAL GUVENNG EKOPOOT|
TOV YOVIdiov NG Y-cpoaipiving katd tnv eviilkn {on Tov avOp®OTov, EVEH PLGIOAOYIKA
exppaletal o€ VYNAQ emimeda katd TNV UPfpuikn {on.

H ta&wvopnon tov apoceaptvornadeidv Paciletor oty exktipnon g Poapdmrag g
vooov. Awaxpivovior ot peiloveg HOpQEG HE TANPY CLUMTOUOTOAOYiOL KOl Ol
EMAGOOVESG LOPQES Ympig Waitepa cvpmtdpato (Kairéag, (2010)).

2.3 Ta yovidwa g apoc@arpivng Tov avOpmamov

H wdpa @uooroywn awpocoaipivny tov evniikov eivar n HbA pe obdotoon
TPOTEVIKOV 0Acidwv a2B2. QoTt060, 6T0 avOpOTIVO GO, PLGLOAOYIKA VTLAPYOVV
Kl GAAoL Tomol apos@atpivine. Kabe pio amd avtég yopakmmpiletor and teTpopepy
doun kot amotereitonr omd 2 ohvoideg a-ceapiving 1 TOTOL a-ceapivng kol 2
aAvcideg pun a. Ta yovidio Tov aAvcidwv o Kot TOTOV 0 GVYKPOTOVV £VO GOUTAEY LA
yovidlov pe O1dtaén €v GEWPE TOV YOPTOYPAPOLVTIOL GTO YPOUOCOUN 16, evd T
yoviowe t@v aivcidwv B-ceaipivng 1 tomov B-ceoaipivng kabmg kot avtd TV
aAVGId®V Y- Ko O-GQalpivng YopToypa@ovvTal 6To Ypopocopa 11. Xe kabe opor0y0
ypopodcoua 16, vrapyovy dimia-6imia 600 mavopotdTLIa Yovidia a-ceopivng, mov
ovpPoriCovtar pe al ko a2. Ta yovidle Tov coumALypatog TV yovidiov g B-
coapivng moapovotdlovv peydAn opoioyio. Avopeiofnmmra, OAc to yovidl Tov
opapwvev Exovv Ko tpoéievon (Gunay et al, (2018), Nussbaum et al, (2011)).
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Ewkova 4: Opydvmon TV Yovidimv TOV 6QaIpvay ToV avlpaTov Kal ot

JLLOCPUIPIVES TOV TOPAYOVTUL 6€ KGOE 6110 TG avaTTLENC
(Nussbaum et al, (2011))

2.4 I'ovidwokn 66om, Ovroyéveon kot Khviki) dwatapayn

Ot dtpopég otn Yovidlokn 000N Kol TNV OVIOYEVEST TV O- Kol - cQaiptvedv
AVTOVOKA®VTOL 6TV Taboyévelo TOAA®V apocaeipvonafeidv. Ot PETOAAAEELS
070 YoVidlo ™G B-oceaipiving evbdvovtal og peydro Padbud yio kdmoro voonua \,
enedn o petdAroln Ba emnpedoct 10 50% tov B-oivcidov. Ot cuykekpluéveg
UETOAAGEELG Oev €XOVV aVTIKTLUTTO GTO £UPPVO, OEOOUEVOL OTL TPV TNV YEvvNon 1
Kopla B-cpapivn eivar n y-oceapivn. AvtiBétmg, pio petdAiaén otnyv a-aAvcida Oa
emmpedoet poévo 10 25% 1V aAvcidmv Kt agol ot a-aAvcideg eival mopovceg o€
OAeC TIG OUOCPAIPIVES, Ol UETAAAAEEIS OTIS OAVGIOEG OVTEG TPOKAAOVY GOPapEC
Swtapayéc amd v 6" gfdoudda tng komong ki énerro (Nussbaum et al, (2011)).

3. AwpocarpivortaOeieg

Ot KAnpovopkég dtatopayés TS aposeapivig eival Suvatov va dtakpifodv ce Tpelg
peydiec kotnyopieg, ovéloyo pe 1o €hv 1 petdAloEn tpomomolel v dour, TV
ovvbeon 1 TV avaoeTPOPN TV GeaPVeV. E1dikdtepa mpokhnTouv:

. Ov  dowkég mapordayéc, Omov mopotnpEitol  TPOmOmoinom NG
TOAVTENTIOKNG 0AVGidaC Ywpic va emnpedletat o puOudg chVOEoC TG oPaLpivng
. Ta pecoyelaxd cuvopoua, 6mov Tapatnpeitoan peimon g chvOeonc pag M

TEPICCOTEPMV COUPIVIKMDY OAVGIO®V, e GUVETELD TNV OVICOPPOTIO GTI TOGOTNTES
TOV 0- Kot B- aAvcidwv

. H whnpovopkny odwammpnon g  euPpvuikng  opooceorpiving, Omov
dwtapdocetal 1 HETASTPOPY| amd TN y-oeopivny oty P-ceapivn katd TV
nepryevvntikn mepiodo (Nussbaum et al, (2011)).

3.1 Aopkég maparrhayég TG opoo@apivng

Ot onpelokég HeTaALAEEIG 0 €va OO TOL SOUIKA YoVidld TV cQapvedv gival 1
KOPLOL LTI TOV QULOGPALPIVIKOV TOPUAAAYDV, EVD OPIOUEVEG OPEIAOVTAL GE GAAOVG
70 GUVOETOVG HOPLOKOVG UNYavicHovs. Me Bdon tov KMvIKO QotvOTUTO, Ol SOIKEG
TOPUALAYEC TNG OLOCPOPIVIG TAEIVOLOVVTAL GE TPELS KATNYOPIEG:

. [Moparirayég mov TPokaAOLV OHOAVTIKY avopio. H mieovotmra avtdv
TOV UETOAAYUEVOV OLOGOAPIVOV Yopoaktnpiletor and aoctdbela Tov TETPAUEPOVS
GLUTAOKOV.

. [MopoaAloyég pe TPOTOMUEVN KOVOTNTO UETOPOPAS 0ELYOVOL, AOY®
oavénuévNg 1N MEWOUEVNG OLYYEVEWS Yo TO 0&uYdvo 1M AOY®  GYNUOTIGHOD
pebarpoceatpivng mov advvatel va o&uyovedel avtioTpentd.

. [Moparirayég mov opeiloviar o€ PETAAAAEEIG OTNV KWOOIKY TEPLOYN TOL
YOVIOIOU KOl TPOKAAOVV HEGOYELNKA GUVIpou AOY® peiwong tg aeboviag tov
avtiotoryov molvmentwdiov g oceapivng. Ot mepiocdtepeg amd  avTEG  TIG
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HETOAAGEELS Olatapdocovy Tov puBud obvBeong tov mRNA M g mpwteivng
(Nussbaum et al, (2011)).

3.1.1 AwporvTikég Avarpieg

3.1.1.1 Ayuoopaipives ue Néeg DPvoikés Io1otnres : Apemavorvrrapixy Avayuio

[Ipoxerton yio pio. avOUOAN OOGEOIPIVI) TOV OPEIAETAL O AVTIKOTAGTOON EVOG
VOUKAEOTIO0V. ATOTEAEGHO. OVTNG TNG OVTIIKATAOTOONG €ivar 1 oAAaynq TOL
KOOKOVIOL TOV €KTOV aUIVOEEDG TTOV 0ONYEL GE AVTIKATAGTOCT) TOV YAOLTAUIKOV 0&E0G
a6 v Paiivn oty Béon 6 ¢ B-opapivng. H opoluymtio yi avty v pHetdAioén
gvBvVETOL YO0 TNV CLYKEKPLUEVT dlaTapayr, 1| Omoilo TOPATNPEITOL APKETA GLYVA GE
oplopéveg yewypapikég meptoyés (Nussbaum et al, (2011)).

3.1.1.2 Ayuoopaipives ue Néeg Pvoikés Ioiotyres : Hb C

[Ipoxertan yio pia Topadidoyn TG AocSOUPiviG TOL OPEIAETOL GE OVTIKOTAGTOGT TOV
yAoutopikov o&éog amd v Avcivn oty 0éom 6 g P-cearpivng. Eivor Atydtepo
dwAivty oamd v HbA kot oynuatiler pkpodg KpPLGTAAAOLG HEIDOVOVTAG TNV
EAOOTIKOTNTA Kot TO ¥pOvo (ong Tov gpubpokvttdpov (Nussbaum et al, (2011)).

3.1.1.3 Actabcic Ajuooporpiveg

Opeihovtonr Kvplwg oe onNUElKES HETOAAAEES TOL TPOKOAOVLY  amodldtaln Tov
TETPOUEPOVS TNG QUHOoPOIpivng ota dpiua gpuBpokdtropa. Avtd to adidAvta
tetpapepn kablavouv oynuotiloviag €ykiewota (copdtio Heinz), mpoxoidviog
KATAGTPOPY| TNG HEUPPEvNG Kot attdALoT TV dpumv epudpokvuttdpmy (Nussbaum et
al, (2011)).

. [Moaporrayés g Ayoooaipivng pe Tpomomomuévn Ikavotnta Metagopdg
O&vyovovu

"Exovv onueimBel petodAdEelg mov Tpomonolovy Ty KavOTNTo TG AoSopivig va
petapépel o&uydvo, evd gival Yvootdg 0 TPOTOS e TO 0moio emnpealovtal Aettovpyieg
LG TPOTEIVING OV €ELTNPETOVVTOL OO L0l TEPLOYN TNGS, YOPIS Vo aoKEITAL ETPPON
og GALeg 1810t TEG TOV popiov (Nussbaum et al, (2011)).
. Awocoaipiveg pe Tporomomuévn Zvyyévela yio to O&uydvo

Xe oot Vv Kornyopio HETOAAAEEDV amOdEIKVOETAL 1] ONUACIA TNG OAANAETIOPAGNC

TOV VTOUOVAO®MY YL TNV QULGLOAOYIKN Agrtovpyio. UG TOAVUEPOVS TPMOTEIVIG
(Nussbaum et al, (2011)).

3.2 Meooyglokd oovopoua,
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Ta pecoyelakd cOuvopopa OmoteAoHV TO MO KOWO pHovoyovidlokd voonuo pe 270
exatoppdpla opeig maykoouing. Ilpdxertor yo pioe  opddo  dlatapoymdv TG
ovvbeonc apocealpivng mov yopokmpiletor omd aSl0oMNUEIMTN KAIVIKY] ETEPOYEVELN
Kol TPOKVOTTEL amd UHEUEVN Ekppact piog omd TG 000 aALGideg GPalpivng Tov
uopiov aipooeoaipivng (Mettananda et al, (2018)).

Ta pecoyelakd cOVOPOHO KATATAGGOVIOL COUPOVO e TO €100¢ NG aAvcidag g
omoiog m ovvBeon vmoAeimetal. Or Poaocikés katnyopieg meptioupdvovov v -
Meocoyelokn Avapio mov o@eihetor o€ pewwpévn obvbeon tov o oAVciowv
apoopopivinc kal ™ B- Mecoyelokr Avopio mTov opeileTton o€ petmpévn ovvheon
v B. Zuyvn eniong eivar kot 1 O Meosoyelakn Avorpio, Tov oPeileTol e pPetmpévN
ovvBeon Tov B Kot & aAVGIdMV AOGPOIPIVIG, EVED CTOVIOTEPO GLVOVIMVIOL OL: Y-
MA, v6B-MA, 8-MA, kot €y6p-MA. (Koutelekos, kot Haliasos, (2013), Daniel E.
Sabath, (2017)).

H peiowon omv ékppoaon pog omd 11§ aAvcideg opoipivng £xel g amoTélecua )
OLGGMPELOT  TEPICOEING  TOAVTENTWIOV MOV  KOOIKOTOOVVTIOL Od TO N
npooPefinuévo  yovido. Ilopatnpeitor U QUOIOAOYIKY  OPIHOVOY  TOV
gpuBpokvtTapoV, KabOg amovsio TNG CLUTANPOUOTIKNG dAVGIdAG pe TV omoia Oa
oynuatile tetpapepEc, N TAeovalovoa ELGIOA0YIKT 0AVGIdN KaBI(AVEL GTO E0OTEPIKO
TOL £PLOPOKVLTTAPOV, EMPEPOVTOG TPOWPN KatacTpoPn} Tov (Nussbaum et al, (2011)).

3.2.1 [Ipoéievon Tov 0vOpaTOg «MEGOYELOKT OVOIPIo»

O 6pog mpoépyetol amd TV eAANVIKN AEEN BdAaco Kot VTTOINAMVEL OTL TPOKELTOL Y10
po Tabnon mov amavtdTol o€ Atopo pecoyswokng kataywyng (Nussbaum et al,
(2011)).

v apaypotikodto, N Mecoyelokn ovoipic cuvavtdtolr e JPopeS YDPES TOV
kocpov. ITo ovykekpéva, m ocoxvoétnTo TG €lval PEYAAN OTIC TEPLOYES TNG
Mecoyeiov, g Méong AvatoAng Kot g Amom AvoTolng, v gival pukpdtepn otnv
avatoMkn Evpomn. Qotéco ce moAD younAd mocootd 1 vOcog ep@ovileTor oTIg
Bopeeg axtég g Agpwng kor oty NoOtw Apepiki). Adym NG EKTETAUEVNG
HETOVACTEVLON G TANBVGUOV TOVS TEAEVTAIOVS ALDVES, 1 VOCOG ERQaVILETOL LLE OYETIKA
VYNAY cuyvOTTO 68 TOAAEC TTEPLOYEG oV mpwTapyka evtomiotav. (Chi-Kong Li,
(2017), Henrik Birgens et al, (2009)).

3.2.2 Eménuoroyia

H pecoyeiaxn avorpio mopatnpeitor kupiog oe avBpdnovg mov Lovv og vypd KAipata,
kaBng N eEdmiwon twv TEBOAOYIKOV OAANAOUOPE®OV ELVONONKE OTIG TPOTIKES KOl
VROTPOTIKEG TeEPLoxés. H vynAn cuyvomta avtdv o@eiletol 610 TPOCUPUOCTIKO
TAEOVEKTNLA TOV POPEWV EVOVTL TNG EAOVOGTNG TOV €ivol OVAAOYO LE TO TAEOVEKTILOL
TOV £TEPOlLYOTAOV Y10 TNV CHLOCPALPIVI] TV OPETOVOKLTTAP®V TNG avOeKTIKOTNTOG
TV Popémv otnv ehovoacio (Renzo Galanello et al, (2010)).

4. A-Meooyglokn avopio

H o-pecoysiokn avoipio elval KANPOvoUK dtotopoyn ToV epuipdv aipocs@oipiov
oV yopokpiletorl amd TEPLOPIGUO N KOTAGTOAN TAPUYWYNS TOV OAVGId®V NG o-
oc@a1pivng, aAAd UGLOAOYIKY TTAPAY®MYN TOV 0ALGId®V TG PB-oceapivne. Ta yovidwa
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™G avOpOTIVNG a-ceatpivng evromilovtal Kot avTiypapovIol 6To TEAOUEPIKO GKPO TOL
pikpov PBpayiovo tov ypopocodpatog 16, 6mov eugovilovior ®g STAAGIOGUEVOL
dopkot tomot. H dwaypaen tunudtov DNA mov mepiéyovy vav 1 Kot Toug 0V0 0VTOVG
JopIKOVG TOTOVG A-GPALPivIG amotelel TOV o cuVNOIGUEVO HOPLOKO pnYavicHd yio
™mv a-pecoystokn avoupio (Michel Goossens et al, (1982)).

Evdeyopévamg vmapyovy apKeTES EKOTOVTAOES SOPOPETIKES OAANAETIdpdoel mov Oa
UTOpOoVGOV VO GUUPOVY HETOED TOL HEYOAOL aplBIoD KaBOPIGTIKOV TapayOvVI®MV TNG
a-pecoyetokng avopiog. Ot aAANAEMOPAGELS OVTEG £(OVV OC GLVEMELD GOPOPES
awpororoyikég avoporieg (D.R. Higgs et al, (1989)).

4.1 Mopwkn Bacn g 0-pHeEGOYELOKNG OVULRING

H elMammg ovvBeon tov olvcidov g a-ceoipiviig oTNV a-HEGOYEWNKY] OVOLpio
npokaieitar cuvnBwg amd eAleippato 6To GOUTAEYHO TOV YoVIdlov TG a-cparpivig
o010 ypoudcopa 16. Ymoroyiletor 6Tt 128 dropopetikés droTapayss mpokarlody o-
ueocoyewokn avoupio (Higgs et al, (2009), Harteveld et al, (2010)). H mieoynoia
avtoVv elvol eMelppOTO, HE OMOTEAECUO. TNV UEPIKN OTOAED OTr ovvBeon TV o
aloidov (uetodldéelg af),  ohokAnpoTikh amdAela g ovvOeoTg TV o yovidimv
omd 10 maforoytd ypopodsmu (petoArdéeic ad).

Yndpyovv 6169opot TOTOL PETAALAEEDV Kot 0 KABEVAG amd avTovg £XEL GLYKEKPLLEVO
ovopporiopd. O cvpPoriicopds «ooy avtikatorTpilel £vo PLGIOAOYIKO AAANAOLOPPO E
Vo o yovidla, 0 GLUPBOAMGCUOG «-0» ONAmVEL EALELLA EVOG O YOVIOIOD, EVD O «--»
EMepa Kot tov dvo o yovidimv omd To 1Ot oAAnAdpopeo. O exbBétng
ypnowonoteitor yuoo va emonubvel 1o péyebog tov eAdeippatog ot @Oon g
onuewkng MeTdAAaENG.  Ymhpyovv emiong petoAAdEelg mov  emmpedlovv TV
eneepyacio Tov RNA, 6nwg o1 VOuKAEOTIONKES OAAOYEC GTNV OVPA TOAVLAOEVVAI®MONG
tov 02 yovidiov (m.y. AATAAA>AATAAG kot AATAAA> AATGAA).

Ov dwrtapoyés xotd  petdepacn tov RNA ogeilovior oe petadrhdéelg oto
KOOIKOVIO €VOPENG, OTO KMOIKAOVIO TEPUATIGUOV, G UETAAAAEELS LETOTOMIGUEVOL
TAOGI0V KOOMG Kot G€ PN VONUATIKEG LETOAALEELS.

Ta o yoviowr eivar dumhacioopéva, dniadn, kdbe PLGIOAOYIKO dtopo €xel Téooepa
yovidola o cpaipivng, ovo oe kdbe avtiypago tov ypopocodpatog 16 (16p13.3). Extog
T0V 0Tt VEapyovv OVo TavtdonUa yovidlw a-ceapiving oto ypoudcopa 16,
epeavileton peydAn oporoyia kot otig aAANAovyieg TV tvtpoviov toug (2011).

H dudtaén tov mepoydv oporoyiog péco kot yopw omd to 600 yovidla g o-
o@a1pivng S1evKOADVEL TNV AovOOGIEVN GTOIYIoN KO TOV OVO.GLVOLAGHO TNG TEPLOYNS
OV Yovidiov al 610 éva YPOUOCOLLO LLE TNV OVTIGTOLYN TEPLOYN TOV YOoVIdiov 02, GTO
AAo (Nussbaum et al, (2011)).

4.2 ®EvOTLAIKI] ETEPOYEVELD TNG U-PLEGOYELUKNG OVULNING

Ot KAvikol @ovOTLTTOL NG O-UECOYENKNG OVOLUIONG KATOTACCOVTIOL GE TECOEPIS

TOTOVG TOL Kvpaivoviol amd NTEG £wG GoPapEc KATUOTAGELS, OVOAOYO HE TOV

aplOpUd TOV ELUTTOUATIKOV YOVISI®V a-cpaipivng.

Xe YeVIKEG YPOUMES, M EMAEYN €vOC HOVO a-yovidiov (-o/aa) odnyel oe moAD Mmieg
KMVIKEG KOTOOTAGES 7OV OVAPEPOVIOL OG KOTACTACN OlOTNAOD @opéa. XTnV
TEPIMTOON OLT TOPATNPEITAL, HIKPT OVICOPPOTIO GTNV TOPAYM®YN O KOL U o
aAvcidwv cearpivng, pustoloyés Tinég HbA2 ko o pukpokuttdpmon, Le 1 xopig
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avorpio. Ztovg gopeic Tov otiypatog a-0oAaccotpiog, 6TOVE 0TOI0VG TAPUTPOVVTOL
eMeippato Kot tov dvo o yovidiov (-a/-a 1 - -/aa), N Katdotaon eival coPapodtepn pe
TV A0 1 LETPLOL LUKPOKVTTOPIKT Kol DITOXPOUIKY] avopio vo kuplapyovv (Higgs et
al, (2010), Weatherall, (2010)). Xvvi0w¢ 1 andrel Tov o yovidimv o@eileTol €
eEMEIIOTO, KOL OMOVIOTEPO.  OE ONUEWNKES UETOAMAEEC Kol MKPA eAAeipporTol
(Weatherall (1997a), Weatherall (1997b)).

Mivakog 1. ®ovoTomog-I'ovoTUTOG OTNV G-UECOYELOKY] AVOLNIQ,

Ap1Ouog Aertovpykav, ['ovotumog DovoTuTog

yovidimv

4 ao/oo Duo10A0Y1KAC

3 a-/oo Etepdluyog a-pecoysioxn
ovopio

<<Zwwnniog Popéag>>

2 --/o Etepoluyog a-pecoyetokn
avorpio

1 a-/o- Etepoluyog a-pecoyetok
avopio

1 a-/-- Nococ HbH
HbH = 4

- --/-- Euppvikog Yopomrag pue Hb

tov Bart’s (y=4)

H awoocpaipvondBeta H yvoot) kot og eVOLAUEST| 0-LLEGOYELOKT] avaipio, TPOKOTTEL
ovyvd amd ™ Oypapn TPV yovidiov a-ceaipivng. Eivar to amotéiecpa puog
oovlemg etepolvyotiag yioo of ko o peTodddelc kou Bsopsitor o pETPLOL MG
coPapn HOpeN TNG O-UECOYEWOKNG OVOUiOG. XTO GUVOPOUO OVTO, M UEIOUEVN
TOPAYOY 0 TOAVTENTIOKAOV OoAvcidmv odnyel oe avénuévn avoroyio B mpog o
ocQapiveov 6To aipo. ZVUTTOUOTO HTopovV va, ekONA®OoDV 6e omotadnmote nikio. Ot
popeéc g vocov HbH mov dmuovpyovvtor omd onpetokés PetorAdéels ivar mo
coPapéc and ekeiveg mov mpokANOnkayv amd Kowa eldeippata. Ov acBeveic ue HbH
ocuwvnbog mapovslalovy nmotoomAnvoueyoiio, iktepo o€ SPOPETIKO  Pabud,
yoloABioon kot cofapd OHOAVTIKO EMEIGOOID EMOYOUEVO OO HOAVVOEIS N
poppokevtikég aymyéc (Raffaella Origa, MD et al, (2005)).

To ocvvopopo Hb Bart's eivar n mo coPapn Hopen 0-UECOYEIONKNG OVOLUING, ©G
OTOTEAEG O SLOYPOUPNG KOl TOV TEGGAPOV Yovidiwv a-ceaipivng. To cvvopopo avtd
TPOKLATEL Omd TNV KAnpovounomn o6vo «o petoAlGEewv, 1 e€attiag ovvOeTNC
etepolvymtiog v pio onpeloky petdAloén kor éva 0 éEAAeyupo o . Xg avtd 10
GUVOPOLO TO UEYOAVTEPO UEPOG TNG OLLOGPOIPIVNG OOTEAEITAL OO PN AEITOVPYIKAL
opoteTpopepn v4 kot B4, pe eniong petafintég moodtnteg g epPpuikng Hb Portland,
N omoia €ivar 0 pHOVOG AtTovPYIKOG TOTOG apocPaupivig o€ avTovg Toug acbeveic. H
apoceapivn Bart etvor évag avodpaiog TOTOG Ooceoipivng, 1 0moio. GLCCOPEVETL
oto epvlpd arpocaipia. ‘Exel e€apetikd vynin ovyyévewn yio to o&vydvo, e
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OTOTEAECUO. TO GULYKEKPIUEVO YNUIKO OTOVYEl0 Vo UnNV TOPEYETOL OMOTEAECUOTIKA
010Vvg 16T00¢. H cofapotnta g avoruiog Kot n kopdiokn avemdpkela, pali e dalo
YOPOKTNPLIGTIKA 0VTOV TOL GLVOPOUOVL, TO Kabiotovv acvupato pe v Con (Higgs
(1993), Weatherall et al, (2001), Grosso et al, (2012)).Xtnv mieloyneia tov acbevav 1
mopeio. TG vOGOL givor OpoAn. Qo6TOGO, LIAPYOVV TAGKOVIEG TOL emnpedlovon
ocoPapd (Lorey et al, (2001), Chui et al (2003)).

Ot Hb Bart's ka1 HbH Adym ¢ avikavotntag ToUug vo anedevdepdcoovy KATm amd
(QLOIOAOYIKEG GLVONKEG TO 0ELYOVO GTOVG 1GTOVG, EIVOL EVIEADC OVOTOTEAEGHOTIKOL
popeic popeic o&vydvov (Nussbaum et al, (2011)).

4.3 Avaivon apoc@orpivig

H mototikn Kot mocotikn avaivon aipos@otpivig tpocsdlopilel v mocdTTa Kot TOV
tono ¢ Hb mov vrdpyel. To mpdétuvmo Hb otnv a-pecoystoky avoipio moukiddet
avdAoya e TOV TOTO O-LLEGOYELNKTG OLVOLULOG.

Ot tomor Hb mov oyetifovion meptocdtepo pe TV a-pecoyelokn avoltio eivor:

. Awoopatpivn A (HbA). Avo alvcideg a-coaipivng kot 0o aAvcideg PB-

ocoapivng (a2p2).

. Awocpatpivn F (HbF). Avo oivoideg a-ceaipivng kot 600 aAvoideg v-
ocoapivng (02y2).

. Awocpapivn Bart (Hb Bart). Téooepic aivoideg y-coaipivng (v4).

. Awooopaipivn H (HbH). Téooepic aivcideg B-oparpivng (B4).

. Ayoopaipivn A2 (HbA2). Avo aivcideg a-copaipivng Kot V0 aAvcides d-cpoaipivng
(02582).

. Awoceaipivn IIopthavt. Avo aivoidec (-opapivng kot 600 aAvcideg v-

opapivng ((2y2) (Raffaella Origa, MDet al, (2005)).

4.4 I'eveTtikn} copfovigvtikn

H a-pecoyesioxn avapio cuviBwg kAnpovopeitol pe avTtocmUIKO VTOAEUTOUEVO TPOTO.
Kotd t ocOAAnyn, xdBe dtopo pe odvopopo Hb Bart €xer 25% mbavommrto vo
amoktoel amoydvo pe cuvdpopo Hb Bart, mBavoétnta 50% va €xet yopaxtnpiotikd o-
LLEGOYELOKNG avoLpLiog e Oloypagn 1 omevepyonoinotn dvo yovidimv 1o cis (-/aa) Kot
po mlavotnTa 25% va Topapeivel avennpEéacTo.

H yevetikr| cupfovdentikn| €xet v duvaTOTNTO EKTIUNGONG YEVETIKOD KIVOUVOL UE TNV
XPNOT OIKOYEVELNKOD 1GTOPIKOD KOl €EETAGEMY 7OV VTOONAMVOLV TNV YEVETIKN
Kotdotaon Tov peddv g owoyévelag (Raffaella Origa et al, (2005)).

5. B-Meooyewokn avopio

Ot B-pecoyeloxéc avoipiec amoteAoOV o Opdd0 KANPOVOUIKOV VOCT|UAT®V 7oV
eupaviCel mOAAEG opowdTNTEG HE TNV OUAON T®V O-HECOYEWK®OV avayuonv. H
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eEMTTOUEV Topay®yn TG P-oc@apivng TPOoKoAEl LITOYPOUOTIKY HKPOKVTTAPIKT
avolpio eV 1 TOCOTIKY] OVIGOPPOTi. TNV oLVOEST TOV CEUPVOV 00MYyel o€
kaBilnon g mepiocelng TV 0-0ALGIO®V, 1) omoio. 00NYEl OE KOTAGTPOPEC GTNV
peuppavn tov epubpokuttdpmv. Qotdco, ot B-opaipiveg ivar oNUAVTIKEG LOVO KT
™mv petayevvnrikn mepiodo (Nussbaum et al, (2011)).

5.1 B-Me¢ooyewokn avorpio, Xovleteg Meooyewokéc Avarpieg kKor Kinpovopukn
Awrnpnon ¢ Epppoikig Awpocoarpivng.

Ot petaArdéelg Tov copmAéypatog g P-oceapivng dwokpivovtalr oe o600 HEYAAEG
Katnyopleg pHe OlOQOPETIKOVG KAWVIKOUG  @owvoTtumovs. H  mpdtn  katnyopio
HETOAAGEEDV 00N YEl o€ draTapoyn TG TPAY®YNG TS B-o@alpivng Kot TPoKaAEl amAn
B-pecoyelaxn avopio. H devtepn koatnyopio petodrdéemv meptlapPdver peydio
YPOUOCOUATIKE EAAEILOTO, TPOKAAMTOG OMMAELD TOL Yovidiov ¢ B-oceoaipivng M
GAL®V YOVISI®V TOV CUUTAEYUATOG 1) TNG TTEPLOYNG EAEYYOV TOVL YEVETIKOV TOTOVL OV
odnyel oe ovvBetn P-pecoyelaxn avopio. Kdmolo eldeipota éxouv g amotéleoua
gvav SLQOPETIKO PAVOTLUTO YVOOTO MG KANPOVOUIKY dtipnomn g euPpuikng
atpoopaipivng (Nussbaum et al, (2011)).

5.2 Mopwk] Baon g B-pecoyeroxkic avorpiog

H B-pecoyeloxn avopioo TpokaAeitar amd moAlovg S10QPOPETIKOVG TOTOVS LOPLOK®DV
BroPodv émmg daypapég yovidimv (Sarker NR et al, (2014)), kabdg eniong avaotpopég
ko opeuforég (Laura Bull, (2013)). H kdpro artioe avtod tov voofuotog givotl ot
ONUEWKES LETAAAAEELS TOV Yovidiov TG B-opaipivng, KaBmg N elattopévn chvheon
g B-oivcidag Aoy PAAPNG oto éva 1 ta 0v0 P yovidia evBoveton yi avtd. H BAGPN
umopel va glvar amdAeio Tov B-yovidiov amd 10 ypopdcopa 11 q petoArdéelg mov
EMPEPOLY TNV TANPN avacTtoln 1 v vroiettovpyia tov (Gabriela E. Martyn et al,
(2017)). H ovaoctoln ookeitoar oe mOAMG emimeda: peiwon g Asttovpyiag ToV
VIOKIVNTAV, AVACGTOA TNG Evapéng e HETAYPOPTG, OLOKOTH TNG UETAYPUPNG TPV
om0 TO KOVOVIKO G0 TEPUOTIGLOV, EANTTMOUOTIKY OTOKOM TOV TOPEUPAALOUEVOV
oAAnAovyov, oamoAgle TG otafepotnrog  Tov  ayyeMoeoépov RNA  Adyw
EMATTOUATIKNG TPOGOHNKNG TG TOAVAOEVUAIKTG OVPAS KoL GALQL.

[T ocvykexkpyévo, pe Pdon tov unyaviopd pe tov omoio KaOe petdAraén
empedler v €kppacn Tov B yovidiov, ot HETOAAAEELS TG P-HECOYELNKNG
avopiog otakpivovrot ot €1g:

. MetaAraéelg mov emmpedlovv 10 eminmedo petaypaens. Ot meplocoOTEpE
evtomilovtal 6ToV VITOKIVNTH TOV B Yovidiov, HEDVOLV TNV Tapay®yn g B aAvcidag
e omotérlespa eavotumo Yriag BT uecoyelaknic avorpiog.

. MetaAraEelg ot Béom €vapéng e peTaypagng mov emiong oonyovv o€
eavotumo Hmog BT pecoyElakng avatpiog.
. MetaAraEelg mov emnpedlovv v amokomn tov 3’ dxpov Tov mMRNA «at

mv mpooHnkn ¢ poly-A aAinlovyiog kol mpokakodv @owvotuno B* pecoyelokng
avorpiog.

. MetoAAdEelc mov emmpedlovv TNV OTOKOMN KOl ETAVOCVYKOAANGN TOL
mRNA. Tlpdkerton yioo petaAraéelc mov Ppiokovtal otig aAAniovyieg cuvinbwg o
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0éomn 601t (5° dxpo) kot otn B€on déktn (3 Akpo) 0TOVG KOUPOVE ATOKOTNG TMOV
eEoviov kat Tpokarodv eavdtumo BT uecoyelaknig avatpiog.

. MetoAldéele mov emnpedlovv ™ peTAPpaoct. Ot PETOAAAEES OQUTEG
evromilovtal otV EPLoyN TOV EEMVIMV KOl 00YOUV KUPIMG G€ TANPN KATAPYNGN TNG
cvvOeonc TG P alvsidac, dnhadn oe BO pecoystoxn avarpio.

. MetoArdEelg tomov eAdeippatog. v B-pecoyslokn ovoipio omdvio
TOPATNPOVVTOL EAAEILOTA TTOV QLPOPOVYV OTOKAEIGTIKA TO B YOVIO0 TNG OpOG@apivng
(Kanavakis ET-SJ, 2006). Molecular basis of thalassaemia syndromes. In: Beaumont
CB, P.; Beuzard, Y.; Brugnara C (ed) Disoders of iron homeostasis, erythrocytes,
erythropoiesis. pp 210- 227 .

5.3 ®awvotvaiki eTEPOYEVELN B-PHECOYELOKTG AVALRING

To véonua yopoktnpiletor amd peyddn etepoyévewn. 'Eyxer yvootomombBel mmg
eAéyyetol omd TOAAOTMAG oAAnAdpopea kol koBéva amd ovtd eivor amotélecpa
StapopeTikng petdAiaéng. ‘Etol, n datapayr| uropel va givol amd aCLUTTOUATIKY £0G
KAaooikn, Bovatnedpa avorpio tov Cooley.

H epedvion mowidov povotdnwv oty B-pecoyslokn avaipio ival amoTtéAEGHA TOV
Babuod g avicoppomiag TtV aAvcidwv opapivng (Weatherall (2001)). Ot mwo
coPapéc Hopeéc avtimpocmmevovior omd TV peilova  B-pecoyslokn  avopio,
Katdotoon mov ovyvd mpokvmtel omd opoluvywtio 1 ovvBetn etepolvymtio
HETAALAEEDV 6TO YoVidlo B-ceaipivng oAAd kot and gtepoluymtion Yo EMKPOTOVGES
petaAraéels. To kOplo yapaxtnpiotikd touvg givar 1 cofoapn avorpio (Grosso et al,
(2012)). Avtd mpokvmTeEl amd TNV AVERAPKEW TV  0AVGIO®V GEOIPIVIG Kol TNG
nepiooelag o aAvcidwv 1 omoia mpokaiel PAAPeg ota TPOdpoa epuBpokvTTOPO KO
EMTAYVVEL TNV KATOGTPOPY] TOLG E€ITE GTO HVEAD TOV OCTAOV 1 TO TMEPLPEPIKO aipal
YEYOVOG IOV 00N YEl o€ Ypovia apoivTikn avarpio (Weatherall (1997a)).

Hmotepeg popeéc LeGOYELOKNG OVOLING, TTOV AVAPEPOVTOL O EVOLAUEST LEGOYELOKT)
avolpio. Avtég ol evOlpESES HOPPEG TAPOVGLALOVY TOKIAEG KAVIKEG €IKOVEG TOV
Kopaivovtal oe cofapdtra. H nmdtepn kMviky] €KOvo vtV TV KATOGTAGE®V
pmopet voo e€nynbel and v ocvV-KANPOVOUNGT YEVETIKOV Tapaydviwv mov gival
KOVOl VoL LELOVOLV TNV TEPIGGELD TOV AAVGIO®V a-cQoPivig 1 YEVETIK®V KaOoploTdV
OV 03NYOVV GE TOPALOVI TOV 0AVGId®V Y-ceapivng otnv evijlikn {on, avédvovtag
£tol TV mapaymyn g B aAivcidag ceapivng. Evoriaktikd, avtol ot gorvdtumol
umopei va opgidovtar og opoluymtio yio Nwieg HeTaAAdEeg 1 A etepolvywtio Yo
pio (o | GlomnAn HeT@AAaEN kot po o cofapr PAGPN ota yovidwa B-ceaipivng.
M axOpo KAvViKY] €1KOvo, €VOLQUESNG LEGOYELOKNG avalpiag o@sidetan o€
TPUTAOGLAGUO M TETPATANCIACUO GTO O-YoVidlo opalpivng Umopel va. TPOKOAEGEL o
EVTOVOTEPT] OVIGOPPOTiDL 6TV Tapaymyn TV aivcidwv ceapivng (Weatherall et al,
(2001)).

H eldoocova B-pecoyeloxn avaipio sivor po mepintwon, oy omoio. ot TACYOVTEG
KANPOVOHOUV KOl amd TOug OO yovelg Ta yovidiw mov gvBdvoviow yu avty Kot
yopoktnpiletor omd Nmia avorpio Kot LOpPOAOYIKEG OAAAYES TV EPLOPOKVTTAP®V, TO.
omoia elval VToypokd Kol pikpokvtTaptkd. H cvvBeon B- aAvcidowv dwatappdooeton
pe okond va mapotnpnoel ehattopévn cdvleon tov B-aAvcidmv Kol KOT ETEKTOOT
avénuévn mopaywyn tov y N o-oivcidwv. Etol, n adénon tov mocotitemv Tov
apoopalpvedv F kot A tov epvbpoxvttapmv eivor eppavig ( Weatherall et al,
(2001)). Ta dropa pe eEAGoOOVO B-LECOYELOKT] AVOLULIO, TOPAYOVY UEPIKES B-0AVGT1dEC
Kot GVVNBWG dev amantovy €101k Bepamneia.
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Téhog, o omavidotepn popen PB-pecoyelakng avaipiog yopoktnpiletor amd Koavovikn
Tipég HbA2.

Hivakag 2. ®ovotomog-T'ovoTomog oty B-pecoysioxi) avoipio

OAINOTYTIOZ 'ONOTYTIOX KAINIKH EIKONA
Z10omidc Dopéog oo\ B/P Acvuntopatikdg
Xopic apatorloyiKés avopoiies

ELdoowv Mecoyelaxn B/ AGUUTTOUOTIKY ovEpLioL
Avoupio B*/B Mukpoxvttdpmon Kot

A Bt /P Ynepypoypio
Evdidueon Mecoyesiokn Apyel va gpoaviotet
Avaupia Hmao-pétpla avopio

AveEaptnm and petdyyion H
KAMvikn coPapotnta eivan
petafAnTy kot Kopatvetat amod

Hkp 06 peydn

Meilwv Mecoyeioxn BY/B° EpeaviCetar vopic ot {on
Avaupia B*/p* oBopn avauio
Y/ B* O emlovteg eEaptdvTot omd

HETAYYION OIOTOC

e acbeveig pe B-pecoyelakn ovorpio, n pokpoxpovia Bepameio LETAYYIONG YioL TNV
OVTILETOTION TNG avorpiag 0dnyel o€ To&Ikn VIEPPOPTMOGCT) TOV OPYOVIGHOD LE GIONPO
Ko emmhokég (Maria Antonietta Castaldi et al, (2016)).

5.4 lTaBo@uvcroroyia,

H pewwopévn mosomra 1 amovcio aAvcidmv B-ceaipivng €xel g amoTéAecua o
nepiooceln adEoUELVTOV AVGIdWV a-cealpivng mov kabildvouv oe epvBpoetdeig
TPOOPOLOVS GTOV HLEAD TOV O0GTMV, 0ONYMVTIOG GTOV TPOwpo Odvatd Tovg Ko
CLVENMOG G€ avamoteAeopoTikn epuBpomoinon (Nussbaum et al, (2011)).

6. 'oviowa

To copo pog amotedeitor omd KOTTOPO, TO OMOIOL OMOTEAOVV TNV OOMIKN Kot
AELTOLPYIKY] LOVAOD KANPOVOUIKOTNTOC. LTOV TUPNVa Tov KAOE KLTTAPOL VILAPYEL TO
DNA ot oe ovtd Ppioketor 1M yevetiky] mAnpogopio. mov kotevhover TV
euPpvoyéveon, v avamtoén, mv adénon, Tov UETOPOAICUO KOl TNV AVATOPOY®YN,
ONAadN OAEG TIG d1adIKaGieS TOV KaB1GTOOV TOV AvOpmOTO £vay AEITOVPYIKO OPYOVIGUO.
H mnpogopia avty kéPeton 6 mOAAG Koppdtie mov kaiovvror yovidw. Kdébe
dvBpomoc €xet dvo avrtiypapa omd kabe yovidlo, évo amd TOV KAOE Yovéa
(file:///C:/Users/%CE%9A%CE%AI%CE%ID%CE%A3%CEY%A4%CE%91%CE%9
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D%CE%A4%CE%99%CE%9D%CE%91/Downloads/basics.pdf,
http://nfl.bioacademy.gr/index.php/nf-mainmenu-30/mainmenu-32/mainmenu-33).
AVTa oL TANPOQOPLOKA YEVETIKA oToryEia, Kabopilovv Ta XapaKINPIGTIKAE EVOC
€ldovg 6t0 CHVOAO TOL OAAL KOL TO YOPOKTNPIOTIKO TOV OPYOVICU®MV OV
avNiKoLV 610 cvykekpipévo gidog (Alberts B et al, (1998)).

6.1 I'evetikog [olvpop@iopog 6to avlpdmIvo €id0g

Olot ot dvBpwmol avikovv oto 1010 €100g, T0 omoio yapoaknpiletor amd YEVETIKN
TOKIAOTNTO 0md dtopo o€ dropo. H aAiniovyia tov mupnvikod DNA peta&d ovo
atopv tapovctdlel 99,9% opotdtra. Ot dvBpwmotl HETAED TOVS £XO0VV JLUPOPETIKE
aAAnAdpopea  yovidiov, pe  omoTéAecpo TNV Tpoavagepbeico  mouAdTNnTA
(Tpravtapuiriong, (2013)).

Ol n yevetikn mowkiAotnTo €lval mpoidv TG GLCCMPELONG OAAAYDV €Ml TOAAEG
veviec. Ot oAhayég avtés efval Yvootég og PETAAMAEELS, EVD O GLYKEKPYLEVOS OPOG
TOPOTEUTEL GTNV AALOYT] TOV YEVETIKOD VAIKOV, GTOV OVAGLVIVAGHE, GTNV OVTOALOYN
TOV YEVETIKOD VAKOV OVAIEGO GTO YPOUOCHUOTO KOl GTNV ETIAOYY|, GTNV EMKPATNON
o’ €vo 0ed0UEVO TIEPIPAAAOV GUYKEKPIUEVOV YOVOTOTT®OV TTOL ERPAVICOVV peEYaADTEP
wovotto tpocappoyng (Russell, (2009)).

Ot onuetokéc HeTaAAAEELS, Ol TPOGONKES, 01 EAAEIYELC Kat Ol 0ALOYEG OTNV dOUT| Kot
Tov opliud TOV YPOUOCOUATOV GUUTEPIAAUPAVOVTOL GTOLG JPOPOVS TOTOVG
uetaldéewv (TTomadomoviog I1. Nikdraog, (2009)).

Eivor duvatdév va dwakpiBodv 1pelg katnyopieg UETOAAAEEWV: Ol YOVIOIOUOTIKEG
petaAra&elg, omov enmpedletor o aplBpds TOV YPOUOCOUATOV GTO KLTTOPO, Ot
YPOUOCOUIKES UETAAAAEELS, OOV OAAOLOVETOL 1 SOUN TV YPOUOCOUATOV KOl TIG

YOVISIKEG UETOAMAEELS, OOV TPOTOTOL0VVTOL GLYKEKPIUEVA Yovidia (Nussbaum et al,
(2011)).

7.1oivpop@iopoi

Otav pio petdAioln mopotnpeiton 6 mOCOGTO UEYOADTEPO TOL 1% TOL YEVIKOV
TAnBuopov, ovopdletar molvpopeiopds (Alberts B et al, (1998)). ‘Eva Aeitovpykod
TOAVLOPEIKO YOVido elvar pia otabepn Tapailoyn Tov yovidiov, pe O10POPOTOMUEVN
evlopkn dpacTnpOTNTA KOl HE YVOOTN GLYVOTNTO G GLYKEKPYWEVO TANOBLGUO
(Tribut et al, (2002)). Edikotepa, TOADHOPPIGHOL Elvarl Ol S1APOPES EVOAMAKTIKES
LOpPES (QAANAOLOPPA) €VOG YPOUOCOUKOD TOTOV 7OV JPEPOVLY MG TPOS TNV
VOUKAEOTIOWKN  aAAnAovyioc 1 mepi€yovv  HeTaPfAntd  aplBpd  dredoyikd
emovoLopUPovOLEVOY VOUKAEOTWOWK®V Hovadwv. Evog moivpopeiopdg pmopet va
mpokAnOel amd v TWpooHnkmn €vOG  VoukAeotidiov, TNV Olaypaen N TNV
AVTIKOTAGTOON.

7.1 Mopwokn facn ToAVHOPPLOR®OY

Ot molvpopoiopol exnpedlovy v EKEPAcT YOVIOIOV 1 TNV KATOAVTIKY dpdor Tev
napaydpevav evibpmy pe motkidovg tpémovg. [ToAvpopeiopol £xovv mapatnpnOet kot
oTNV U1 K®OIKY TePLoyT] Tov yovidiov. Tote, emmpedlovtar otoryeio mov eAEYYOLVY TNV

ékppaon tov  eviopov, kabdg mopoAlayEG TOL  ONUOTOS  TOAVLAOEVLAI®MONG
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emnpedlovv TV TOcOHTNTA TOV TTaPAyOUEVOL eVIDUOL, EVA 1| EVIoYLOT TOV YOVIdiov
av&avel v TocotNTd Tov. TéL0G, GVVOETEG AAANAETIOPACELS TOAVUOPPIKDV YOVISI®V
Kot TpotovTev evOUIKNG katdAvong éxovv apatnpndei (Bartsch et al, (2000)).

7.2 Eidon molvpop@rop®y Tov DNA

H d1apopd oty adiniovyio PeTa&d TV SOPOPETIKOV OAANAOLOpP®V opilel Ta €10M
TV ToALpOpeIcHdY Tov DNA. Ot xoatnyopiec avtov eivar ot akdiovbec: o)
Movovovkieotidikoi morvpopeiopoi (Single Nucleotide Polymorphisms, SNPs), B)
[ToAvpopeiopol eddeipotoc-£vheong

a)Movovovkleotidikoi molvpuoppiouoi

Ot HOVOVOUKAEOTIONKOT TOAVHOPPIGHOL dnNptovpyohvTal amd aBOpUNTEG LETOAANYES
Katé TNV avtypoen Kot vfdvovrol yio HeEYAAO TOCOGTO YEVETIKNG TOWKIAOULOPOIOg
(Gunderson, Steemers, Lee, Mendoza & Chee, 2005). Z& avtod tOV €id0VG TOLG
TOALLOPPIGUOVG TTapaTnpeital pia aAloyn oe éva (evyog Bdoemv, evd 1 cuyvotnta
eueaviong tovg eivor avénuévn. Me tov 0po SNP yiveton avagopd ce onuelokég
VOUKAEOTIOKEG  OVTIKOTAGTACEL,, GE LOVOVOUKAEOTIOKES €VOECELS KOl OTOAOIPES
(Krawitz et al, (2010)). Ot ovykekpiéveg HeTOANGEES cLVAOWOC Elval CVTOUOTEC.
Metd v opdon unyovicpuov emdopbwong, ot PAGPec oto yovidimpa mepropilovral
oe mocootd 1 otig 10° aviypagopeves Baoels. Ymhpyovuv OUMS Kol TOpAYOVTEG Ol
omoiot av&dvouy OMUOVTIKA TO TOCOGTO avTd, OMMG To YNUWKE peTOAAASLYOVO
(avaroyo PBdoewv, ot aAKLA®TIKOL Topdyovies, To mopeppaivovta avTidpacTipia,
bAAec evoels? mov emdpovv 6to DNA ko 1 wovtifovsa axtivofoiio) kot ot Oepuikég
HETOPOAEG OTO €0MTEPIKO TOL KLTTAPOL, Ol omoiot mailovv oNUAVTIKO POAO GTN
dnuovpyia petadhaéemv (Connor JM et al, (1993)).

p) Hoivuoppiouot eAleinarog-évOeons

O molvpopeiopol avtol eivar 10 amoTEAEGUO TNG TOIKIAOTNTAG TOL OPEIAETON OE
eMeipparo 1 evBéoeic Tunuatov DNA purovg 2 éog 100 vovkAieotdiov. O apBuog
EUGAVIONG TOVG OTO YOVIOIOUO avEPYETAL GE eKaTovTAdes Yhadeg (Nussbaum et al,
(2011)). Ot ool amd owtohe TOVG TOAVHOPPIOHODE  dlabétovy dHo  pdVo
aAANAOpopea Kot KaAovvtal amiol. Ot vrorourol yapaktnpilovtor amd v Vmapén
TOAAOTADV aAANAOLOPP@V. Ot GLYKEKPLUEVOL SKPIVOVTAL GE VO VIOKATNYOPIES,
GTOVG MKPOOOPLPOPOVG KOl GTOVG HIVISOPLPOPOVE.

— Mixpodopvpopor 1 Bpoyeicg drodoyikés emavolnyeis (SSRs)

Ot Bpayeieg d000YIKEG ETOAVOANYELS 1 LIKPOSOPVOOPOL ATOTEAOVVTOL OO pio £mC
HEPIKEG OEKAOEC EMAVAANYELS O1-, TPL-, TETPO- VOVKAEOTIOIKNG HOVAdaS. Oempovvon
dprotot poprakoi deikteg e€autiog KATOIWV YOPUKINPIOTIKOV OTMG 1) TOPOVGI0 TOVG
0TO YEVOUO OA®V TOV OPYOVICLAOV, O GLYKLPILOPYOG TPOTOG KANPOVOUIoNG KOl M
duvototnTo Yoo avtopotomomuévn aviilvon tovg (Rafalski et al, (1993)). Xta
YOPOKTNPLOTIKA AVTE GLUTEPIAAUPAVETOL KOt TO DVYNAD EMITESO TOAVLOPPICULOV TMV
pkpodopvpopikdv dewktdv (Rafalski et al, (1993)) mov ogeideton kot 6tov LYNAO
puOud petdAloéng tev voukAeoTIdik®V aiAniovyiov (Peakall et al, (1998)).
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Enopévmg, ot pikpodopugopor cuoviBwg £€xovv TOALATAGL OAANAOLOPQO. GTO
nAnBvoud (Tplavtaguiriong, (2013)).

Ot SSRs pmopodv va amopovobovv omevbeiog and tpdmelec DNA 1 and €1dwkég
tphmeleg pikpodopupdpwv (Budak et al, (2003)) evd to pkpd péyeboc TV
TOAVUOPOICUOV  aLTOV emTpémel v aviyvevony toug pe PCR pe  exkivntéc
EKOTEPMOOEV TOL TOAVUOPPIGLLOV.

*  Muwidopvpdpor 1 Toikillov opi1Buod dradoyixés emavaliyeic (VNTRS)

Ot mowiAov oplBuod oY IKEG EMOVOAMWELS 1N HIVIBOPLEOPOL elvar  UKpPEG
emovalopPoavopeveg oAAniovyieg punkovg 6 eng 100 bp mov emavorappdvovtan
ddoykd omd Sdvo péypt  ekatoviadeg @opéc  (TprovtaeuAlidng, (2013)).01
OLYKEKPIUEVOL TOAVHOPEIGHOT  yopakTnpilovior amd TNV Topovcio. TOAAATADV
OAANAOLOPPOV Kot KATA GLVETELN gival omiBavo 600 Un cuyyevikd dTopa va E(ovv Ta
ot adnAopopea (Nussbaum et al, (2011)). To uiKog TV SEIKTOV QVTOV UTOPEL VoL
avéndel 1 vo pewwbel, dcoTE va aviyveLTOUV Ol KOTAAANAOL TOALHOPEIGHOT TOV
yovidakov viwkov (Bruford et al, (1993)).

H ovédivon xotd Southern pe v ypfon &vOg TUUOTOC TNG ETMAVAANYNS TOV
LIVIO0PLPOPOV MG AVIXVEVTN EMITPETEL TNV TAVTOYPOVN] OVIYVELGT TOAADV OVOLOL®V
TOMOV, £POGOV 0l OAANAOLYIES TOV HIVIOOPLPOPOV SLOPOPETIKMOV TOAVHOPPICUADV
VNTR givar mapodpoteg (Nussbaum et al, (2011)).

» TloAvuopgiouoi ApiBuov Avirypapwv (CNPS)

Ot molvpopeicopot aptfuod aviypdewv oeeilovial 6Ty TOKIAOTNTO 6ToV aploud
TOV OVTIYPAPOV HEYOA®V TUNUAT®V TOV Yovidudpatog. Ot moAvpopeiopol pmopet vo
Eyovv eite dvo aAinAopopea (drokpivovtar omd TNV TOPOLGIN 1| AmOVGio. TOV
TUHOTOC) N Tteplocdtepa. H tavtonoinctn tovg mpaypotonombnke pe v eQoproyn
NG TEYVOAOYIOG TMV GLGTOYIMV GUYKPITIKNG YOVIOIMUATIKNG VBpLdomoinone, apov 1
KUTTOPOYEVETIKN] OVAALGN KOl O TPOCIOPIGUOG NG oAAnAovyicg tov DNA odev
ocuvioTatol AOY® TOV HIKPOL Kol peydAov peyéBovg toug avtictoryo.

7.3 I'eveTikol TOAVPOPPLONOL KOl HEAETES GVVOESTS YOVOTLTOV-PULVOTVTOV

Yndpyet SuvatdTNTO GUGYETIONG TOV YEVETIKOV TOAVLOPPIGUOV Kol TOV avOpOTIVeV
acBevelwv. Xmv peAétn ovoyétiong pe 1o yovwiopo (GWAS) éxer avotebel o
OLYKEKPIUEVOS pOroG. H cuyvdmrta tov dgutependviov aAnAopopewv, o péyedog
™G EMOPAONG TOL TOAVUOPPIGHOV, TO UEYEDOG Tov eEeTalOUEVOL dElYIOTOC KO O
Babuoc eEdptnong Tov vIeEHBLVOL YAPUKTNPIOTIKOL Ad TOVG YEVETIKOVS TOPAYOVTEG
elval kdmotot amd Tovg mapdyovieg mov emnpedlovv TV mOOVOTNTO GLGYETIONG
yovotoumov-eaivotomov (Evans et al, (2012)).

7.4 Ov wolopop@ropoi g ypHowa epyoreio otny latpukn
Ot moivpop@iopol pmopovv va  ypnolpomoinfodhv g YeEVETIKOl OgiKTEG OTNV

TOVTOTOINOT SPOP®V €WV KoODS Kol otnv TpoyevwnTiky dwdyveon. H ypnon
avTOV elvarl KaBoploTiKng onuaciog 6ty TouTonoinor tepoluynTdv Kabmg Kot 6TV

23



yovotomion otdv. Téhog, fonbodv onv Tawtonoinon otig tpanele ailaTog Kot otV
eEatopukevpévn Bepamneio.

8. Yika kor M£0odor

Mo mv dwyvoon tovV opoceopvonafelidy  KpIivetor ovoykoio m  ektipnon
OLLOTOAOYIKMOV KO PLOYN KOV TOPOUETP®VY. TNV GUYKEKPLUEVT EPYOCia, 1 EKTIUNON
TOV TOPAUETpOV emtevyOnke pe Yypn Xpopatoypagio Yyming Amddoong katd tnv
omoio. Ta OVICUEVO, HOPLOL TNG OHOoQAPivng ovvdéovian pe KOKKOVG avtifeta
(QOPTICUEVOV OVOIOV Kol €KAOVOVTIOL TPOOJEVTIKA OVAAOYO. HE TO (POPTIO TOLG.
[MapdAinio, o TocoTIKOG TPocdloplopnds s HbA2 aupocseaipivng eivor epiktdg pe
TNV TOPATHPNCT  YOPOKTNPIOTIKAOV OOU®YV OTO  KLTTAPOTAAGHO TOV  €pLOpdv
aoopupiov. To  evookvttapikd EykAeloto  eueoaviloviol G€  TEPMTMOELS
LEGOYEIONKADV GLVOPOU®Y, €vE amovotdlovy omd To £pvbpd opoceaipto Vo
euoloroykég cuvinkec. [lpokettor yoo adéopevteg aAvcides arpoceopivng mov
YPNOLOTOLOVVTOL GTNV OVIYVELGT KATOU®Y OULOTOAOYIKMV SLOTUPUYDYV.

8.1 BroAhoyiko viko

2mv mapovoa OatpPn EhaPav pépog 97 dropo—kdrorkor Osocariog, ot omoiot
npoonABavayv 610 gpyactiplo Alpodociog kot Atpatoroyiog tov [Movemotnoakon
I'evikod Nocokopeiov Adpioac. Apov £ywve aploAnyio omd GTeAEYN TOL €pyacTnpiov,
eetdotnke detypo yevikng aipotoc. Ot pébodor avaivong mov ypnoiuomomonkay
TEPLYPAPOVTOL TAPUKATO.

210 TAOUCLOL TNG OCULYKEKPWEVNG €PYOCIOG CLUTEPIAMNEONKE Kol 1 HEAET] TOV
TOAVLOPPIGUAOV TOL €VOVVOVTAL YO TV O- KOl TNV P-HEcOoyElokn ovorpio, 1 onoio
KATEGTN OLVOTH Ao delypoTa apyeiov.

8.2 Epyactnpuuxoi Mé@odor

8.2. 1 Xviroyn) oerypdtov

‘Eytve cvlloyn tov detypudtov oAkol aipatog 6e cOANVAPLO KEVOD TOL TEPLEXEL
OVTUTNKTIKO.

8.2.2 TloroTikdg €AEYYOG

YOoppove pe Vv opbn  epyactnplokn TPOKTIKY, o€ kABe KOKAO ovaAVCE®MV
wepAapPavotay delypato VYNAOL Ko YaUNAOD HLaPTLPO.

8.3 Yypnq Xpopatoypagio Iovroavrariiayng Yyniics Anodoong (High-Pressure
Liquid Chromatography, HPLC)

H ypopotoypaeio vyning mieong ovikel OTIG YPOUOTOYPUPIKEG TEXVIKEG, (PO O
Sl ®PoRdg elval amoTéEAECHA TNG CLVOLOGTIKNG OPACNG UG OTOTIKNG KoL LLOG
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Kvnmg edong. v HPLC, 10 dciypa ecdyetor otn Kopuen e OTNANG Kot [E
BonBeta T KivnTiNG PACNG, TO. GLOTOTIKG TOV HETOKIVOOVTOL LE TN Hopen (ovov Kot
TEMKA eKA0VOVTOL TO £va HETA TO GAAO. Ot avaALOUEVEG OVGTEG KaTavEROVTOL HETAED
NG GTOTIKNG KOt TNG KIVNTNG OAONG, LLE ATOTEAEGLO VO LETOKLVOUVTOL LE OLOPOPETIKES
TayOTNTEC KOTA UNKOG TG GTHANG.

To vAIKO ™G oTNANG AVTNG glvatl TOAD AENTO, £TGL MGTE VO TOPEYOVTOL TEPIGGOTEPES
0éoelc aAnAemidopaonc apa Kot PEYAADTEPT OY®PIOTIKN KAVOTNTO. AdY® AEMTNG
KOKKOUETPIOG TOL VAKOD, 1) EQaPLOYN TiEoNG VAL AmapaiTnTn Y10t TV IKOVOTOWTIKY
pon. To teMkd amotélecpo €ivor 1 LYNAN OSOYOPICTIKY KOVOTNTA OAAGL KOl O
YPNYOopog dtywpiopds. Xe po tomikn drdtaén HPLC, torobeteiton axpifog petd v
OTHAN €VOG AVIYVELTNG Y10 TNV KATOYPAPN TNG ATOPPOPNTIKOTNTOS TOV EKAOVGUEVOD
VA0V o€ éva cuykekpluévo unkoc kopatog. (Berg Jeremy M. et al, (2012)).

8. 4 Yhka

O avaAvTig Tov XPNCHOTOMONKE Y10 TNV GLYKEKPLUEVT TEXVIKN €lval TO TANP®G
OLTOUATOTOMUEVO cOGTN EAEYYXOV arpocpatpivnig VARIANT ™ I,

Ewova 5: Avtopatomompévo cvotnpa eréyyov apocs@arpivic VARIANT ™ 1.

(http://www.bio-rad.com/en-gr/product/variant-ii-instrumentation? |D=e3fd66ea-
7a7b-4752-a9¢3- 38c8c6ea85f0)

8.5 Xovvoymn ko ere€nynon ™S 0o0KIpaGiog

To VARIANT II HbA2/HbAlc Dual Program (BIO-Rad) Paciletar otig apyéc g
VYPNGS YPpOHOTOYpOPiag tovtoavtaAlayng vynAng anddoong (HPLC) ya tov avtdpato
SLYOPIGUO TOV PLGIOAOYIK®V Kol TOHOAOYIKMOV OLOCOOIPIVAOV KOl Yio TOV aKpPpn
TPOCIOPIGHO TV atpospapvev A2, F kot Alc og deiypato oAkod aipatog, xwpig
napepPoréc and v mapovoio actobovg Alc, Amopiag 1 OOKLUAVGE®V NG
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Oepuoxpacioc. To HbA2/HbAlc Dual Program mepihapfaver 600 Owabéoipeg
pebddovg. T v avaivon tov HbA2, HbF, maboloyikdv opoc@aipvedy Kot g
HbAlc mapovcio mopoAloypHéEveOy HOPOOV  OULOCEAIPIVIG  YPNOLOTOONKE N
uébodoc V2 B-THAL_DU.

Empépovg otoyyeia tng dokipaciog

. VARIANT Il Dual Kit Recorder Pack

. PuOuiotikd dwdopo 1, 3 x 2000 ml, pvOuiotikd Sivpa BIS-TRIS/
POCEOPIKOV vatpiov, mepEyet alidro Tov varpion(<0,05%)

. PvBuiotikd ddivpa 2, 1 x 2500 ml, pvOuotikd SdAvpe BIS-TRIS/
PWoPOPIKOV vatpiov, teptéyet alidto Tov vatpion(<0,05%)

. Atddopa  ékmivonc/apaioong, 3 x 1900 ml, mepiyer alidio  tov
vatpiov(<0,05%)

. B-Thal, Zet abpovountadv B-Boraccoiog, Avopriiwpévo, 2 enineda 3 x

10 ml, 3 x 5,0 ml, AvopvAouévo arpdivpa avlpOTIVOV EpLOPOKLTTAP®V, TEPLEXEL
yevtapvkivn, torpapvkivn kot EDTA g cuvinpntika

. HbAlc, Zet faBpovountdv HbAlc , Avoprthwpévo, 2 enineda 3 x 5,0 ml, 3
X 5,0 ml, Avopvhopévo oapdivpa  avBpomivav  epvbfpokvttdpmy, TEPLEXEL
yevtapvkivn, tonpapvkivn kot EDTA g cuvinpntika

. Apaotikd Babpovounty, 1 x 100 ml, mepiéyer alidio tov vatpiov ©¢
GLVTNPNTIKO

¢ XeT aVOALTIKNG KPOGTNANG, 2 X 1 KaBéva ek TV omoiwv mepiéyet

* 1 pikpootAn KatovroavioAlayng, 6. Awau. 4,6 x 30 mm

. EKKIVNTI OMKOV aipatog, Avogilwpévo, 1 x 1,0 ml, Avopuiiwpévo
aoAvpe avlpoTveov epuBpokuTTapOV, TEPIEYEL YEVIOUVKIVY, TOTPOULKIVY] Kot
EDTA og cuvinpntika

. 2 mpogiktpa, 0,5 pm x 4 mm, ya 400 evéoelg 10 kabéva

. Zoinvapa detypotog 1,5 ml, 1 x 100, pe dwatprioo topota

. CD-ROM, mepiéyer 1o mipeg Aoyispukd tov VARIANT II Dual kit

(MéfodoL V2_A1C_DUAL kot V2_B-THAL_DU)
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Ewéva 6: Empépovg otorycio g owwowkaciog (http://www.bio-rad.com/en-
gr/product/variant-ii-instrumentation? |D=e3fd66ea-7a7b-4752-a9c3- 38c8c6ea85f0)

Awodkacio

Apywd mpaypotonomOnke Pabuovounon tov opydavov. To cOANVAPLO TOL TVPAOD, Ot
Babpovountég kot ot pdptupeg tomobetnOnkav oto otabud derypatoAnyicg Tov
VARIANT II. H ypfion mpocoppoyémv HIKPOCOANVOPI®OV Yo To GOANVAPLL
Boabuovountav kot poptopov 1,5 ml givar anapaitntn. Ot rpocapuoyeic Oo mpémet
va dtafétouy pafdokddoikeg Tov va Tpocdlopilovy Tov THTO TOv delyLOTOC.

BLANK (TvoA0)

CALIBRATOR Level 1 (Babpovountg, eninedo 1)

CALIBRATOR Level 2 (BaOuovountg, eninedo 2)

CONTROL Level 1 (Mdaptvpag, erninedo 1)

CONTROL Level 1 (Mdaprvpag, eninedo 2)

Yepa derypdtov pe fabpovountég
Ap. deiypotog  Avtiopaotiplo

Toerd
. BaBupovountng, erninedo 1
. BaOpovountng, eminedo 2
. Mépropag, eninedo 1
. Maprtopag, eninedo 2
* éog N Aglypata ac0evav
N+1 Maéptopag, erninedo 1
N+2 Médpropag, eninedo 2
N+3 Yoinvapio STOP

Yepa derypdtov pe fabuovountég

Ap. deiypotog  Avtiopaotiplo

. Toerd

. Mépropag, eninedo 1
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. Maptopag, eninedo 2

* éoc N Aglypata acBevov

N+1 Madptopag, eninedo 1

N+2 Méptvpag, eninedo 2

N+3 Yoinvapro STOP

O kOKAOG avodvoewv Eektvovoe emAéyovtag <RUN>
<WORKLIST>
<START/STOP>.

Metd v avaivon tov Babpovountov, vroAoyiloviav ovtopato 11 KAion Kot 1O
onueio Toung ™G KoumdAng Pabuovounong tov aoceopveov. H kiion kot to
OoNUEIO TOUNG YPNOUOTOIOVVTAY Y10, TOV VITOAOYIGUO TNG TOGOGTIOHNG ETPAVELNS? TOV
QLLOCQUPIVOV GE OAEG TIG WETEMELTO, AVOADGEIS TOV KUKAOV. EdQv ot mopdueTpot
Babuovounong Ppickovior eKTOG TOV KAOOPIGUEVOL €DPOVG, TO GUOTNUO EKTLTMOVEL
pqvopo 6aAnatog. Ao oAokAnpmBel mn avaivon tov televtaiov detypatog, ToO
ocvotnpa ekterel avtopata po tedkr| Pabuidmon kot tepvd oe Katdotaon READY
(Etowoémnta), étor wote va Eekwvinoel o emOpEVog KOKAOG ovolvcemv. Av dev
Eexwvnoet GAlog kOKAoG avaivcewmv péca o 30 Aemtd, 10 oLOTNHO TEPVO OF
kataotaon INACTIVE (Avevepyo).

8.6 Epunveia anoteheopdrov
Avapevopevo g0pog Tipn@v s HbA2

To @ucoroywkd evpoc g HbA2 wvpoaiveror tomkd peta&d 1,7% wor 3,2% g
GLVOMKNG arpoceopivng, eved e acBeveic pe etepdluyn P-pecoyeaxn avorpio, to
nocootd HbA2, xopaivovton petad 4,0% ko 9,0%. To VARIANT 11 HbA2/HbAlc
Dual Program etvon ypoppikoé yio mocootéd HbA2 and 1,2% £wc 16% ko mapovstalet
EMOVOANYILOTNTO TOV OTOTEAEGUATOV pHETPNoNg Yo enineda HbA2 and 1,4%Ewg 13%
nepinov (amodeKTO EVPOG).

Avapegvopevo gvpog Tip®v T HbF

To avapevopevo gvpog tindv g HbF givan tomikd pikpotepo amd 1% tng cuvoAikng
apocpapivne. To edpog g HLF yua etepdluvyeg kat opdluyeg popeés B-UeECOYEINKTG
avopiog etvon 1% €og 5% wxor 80% €mcg 100%, avtictoya. To VARIANT II
HbA2/HbAlc Dual Program sivon ypoppkod yio tocootd HbF and 0,7% g 65% ko
TAPOVGLALEL EMOVOIANYILOTNTO TOV OMOTEAEGHATOV péTpnong o eninedo HbF amd
1% ¢éw¢ 40% mepimov (amodekTd €0POG AMOTEAECUATOV).

IMivakag 3. ®vororoyikd evpn HbA2, HbF

HbA2 HbF
N 110 110
Méon Ty 2,80% 0,53%
Evpog acgareiog 95% 2,40-3,20% 0,10-1,80%
Evpoc 2,40-3,20% 0,10-2,10%
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8.7 Aynatoroyikiy Merétn EpvOpokvtTopik@v eykieictmv

a) M£00odog prv 0o TV ETOOON

Ytoxevel otV OlomicTOon  €VOOKLTTAPIOV  WCnudTtev  aipoceopivng Kot
YPNOUOTOIEITOL Yo, TNV Odyvwon g opolvyne P-pecoyslokng avaipiog, 6mov ot
aAvcideg mov Ppickovtar oe mepicoeia Kabldvouv péca ot puOpPoOKLTTUPAL.

Teyvicn

. 200 pl olko?¥ aipotog pe avTmnkTikod mpootifevial oe 160 GYKO YPMOOTIKNG
Methyl Violet.

. [Mopapovn o Beppokpacio dopatiov yro 30 min.

. Amod 10 evoldpnuo. TOPACKELALOVIOL EMGTPDOGELS GE AVIIKELUEVOPOPES
TAOKEG,.

. [Mapampnon oto pikpookdmo. Otav vrapyovv £ykieiota, @aivovtolr cov

pikpd M peydho pof dpopeo Kokkio.
B) M£0ooog pne emmaon
Kotakpnuvion actabov olvcidov opooceopivng péco oto  gpubpokidtrapa.

Xpnowevet v v aviyvevon aotafdv aAvcidmv apocsealpiving Kot aAvciowv B
(aupoocpapivordBeta H kot etepdluyn a-pecoystokn ovortpio).

Teyvicn

. [Mocotnta 250 pl detypotog oAkov aipatog erwaleton pe 50 pl NaNO2 og
KAiBavo yio 30 min otovg 37°C.

. Aopaipeon 200 pl and to delypa ko ta epvBpoxvttapa ypopotiCovrar pe 200
ul ypwotikng Methyl Violet.

. Amod 10 evoidpnue TOPACKELALOVIOL EMGTPDOCELS GE OVTIIKELEVOPOPO
TAQKEG.

. [Mopatpnon oto pkpookdmio. Ta €ykielota pordlovy pe adpd KokkKia M

elvan évrova pof xpoUATIGHEVAL.

9. Amoteréopata

opeova pe tov [ivaka 4 mov mopatiBetor mopokdtom, 1 ovdAvon apopd detypota
aTOUOV €K TV omoiwv ot 24 Nrtav Avipeg, ot 68 yuvaikeg eved oe 5 delypata dev
avaPEPOTOV TO PUAO GTO TOPOTEUTIKO. ATtd Ta 97 delypata mov peletnOnkav, og 5
napatnpOnkay avénuéva eninedo. HbF. H HbF givon n kuptdotepn aprocseapivn tov
euPpvov, evd otov eviilika eEakorovfel va mapdyetal 6e TOGOGTO MKPOTEPO TOV
1%. Ewwodtepa, 6 unveg Petd v y€vvnon Tov avBpdmov yivetal 1 avIiKoTaoToon
¢ HbF and v HbA2. Ot puoiodoyiég Tipég g euPpuikng opocpapivng otov
avOpomvo  opyaviopd elvar  0-1,17%. Qotéco ot  avénuéveg TWEC  TOL
napatnpOnkay oe kdmola and to eEetalopeva GTOa, OEV VTTOINAMVOLY AmapoaiT T
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Kémolo TaBoAOYIKN KATAGTACT), 0oV elval mBavd vo ogeilovion oty onuovpyia
oféoc epvBpomomtikoV stress. AvEnuévn mapoaymyr ™ HbF onueidveton oe
acBeveic petd omd ynuelobepameio Ady®m GLPPIKVOONG TOV HVEAOD TOV OCTMV.
Emumpocbétmg, vynAd enimedo g GUYKEKPIUEVNG ALLOGPOLPIVIG TPOKVTTOVY  KOTA
TV avay€vvion TOU HVEAOD TV OCTAOV £RELTA OO UETOUOoYEVON N o€ o&gln
alpolven. Toyvn mePT®don 0mov 10 10600to TG HOF avédvetar kot Bswpeiton wg
(QUOIOAOYIKY] KOTAoTAON, €ival 1 gykvpoovvn kot oxetiletor pe v avénuévn
Tapaymyn epudpokuTTdpmy.

Ye 8 aropo M Ty g HbA2 Bpébnie ektdC TV QUGIOAOYIKGOV TIUADV, Ol OTOIEG
Kopaivovror and  1,8%-3,5%. H owpoooeaipivn  ovt elvor pio guooA0yIK)
apoceapivn kot amoterel to 2-3% g cuvoMKNG aupooceapivng. Avénuéveg Tipég
¢ oxetiCovian pe peyoroProctikny avorpio kot B-pecoysiokn oavopio. AviiBétmg,
yopnAés twéc g HbA2 avtikatomtpiouv avopio, o-pecoyeioxn ovoipia, -

LeGOYELOKT] avorpLio, EpuBpoAevyapio.

Mivakog 4. AToteléopoTo NAEKTPOPOPGE®V

‘Eykieiota
epLOpOV
®vro | Huxioo | HbF | HbAlc | HbA2 | Mopgomoinon Metd Xopig Aoxpacio
epLOpadV ékPaon | emdoon dPEMAVOONG
ue
NaNO2

Kwowog 1 | Appev | 86 0% 6% 1,80% | Avoupia, 3+ - -

Muwpokvttapwon,

2+ Ynoypopio, 2+

Avicokvttépmon
Kodwdc 2 | O | 17 0% 540% | 2,50% - -
Kodwog 3 | Oniv | 29 0,70% | 5,80% | 2,60% | 1+ - -

Avicokvttépmon
Kodikog 4 | Appev | - 0,50% | 5,90% | 2,40% - -
Kodwdc 5 | Oniv | 40 1,20% | 5,80% | 2,50% - -
Koowog 6 | Appev | 58 0,50% | 5,50% | 2,50% - -
Kwdwkog 7 | Appev | - 0,50% | 5,20% | 2,80% - -
Kodwdc 8 | Oniv | 62 0,40% | 6,50% | 2,30% - -
Kmdwkog 9 | Appev | 17 0,20% | 4,60% | 2,60% - -
Kwowog | Appev | - 0% 6,20% | 2,60% - -
10
Kwdwoc | Oniv | 17 0,40% | 5,20% | 2,60% - -
11
Kodwog | Oniv | - 0% 510% | 2,80% - -
12
Kwdwkog | O | - 0% 7,80% | 2,50% | Ovdetepopiiia - -
13
Kmdikog Onw | 37 0,10% | 5,60% | 2,60% | Avauuia, 2+ | - -
14 Mikpokvttdpmon,
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2+ Ynoypopuia, 1+

Avicokvttépmon

Kwowkdég | O | 28 0% 490% | 1,60% | OvoetepopiMa, 1+

15 Ymoyxpouio

Kwowkdg | Appev | 66 0% 6,40% | 2,50% | 1+

16 Avicokvttépmon

Kmdikog Onw | 30 0,60% | 4,70% | 2,90%

17

Kmdikog O | 34 1,00% | 5,20% | 2,90%

18

Kmdikog 0w |31 0,70% | 5,40% | 2,50%

19

Kmdikog O | 43 0,60% | 5,60% | 2,20%

20

Kmdikog O | 22 1,10% | 5,90% | 2,30% | Meydia

21 OLULOTIETAALL

Kmdikog Onw | 20 0% 5,40% | 2,30% | Hocwoeiiia

22

Kmdikog Onv | 15 0% 5,20% | 1,90% | Hocwooeiria,

23 Avapia, 3+
Mikpokvttdpmon,
3+ Ynoypouio, 3+
Avicokuttépmon

Kmdikog Onw | 17 1,20% | 5,10% | 2,50% | 1+

24 Avicokvttépmon

Kwdwog | Oniv | 82 0% 6,60% | 2,40% | Meydia

25 oLULOTTETAALL

Kwdwog | Oqo | 2 30% | 0% 4,10% | Asppokvttdpmwon,

26 Movoxvttépwon,
Avopia, 3+
Mikpokvttdpmon,
3+ Yroypopuio

Kwdwoc | Onhv | 27 0,50% | 5,40% | 2,60%

27

Kwdwodg | G | 38 0,70% | 5,50% | 2,30%

28

Kmodkog Appev | 19 0,20% | 5,20% | 2,70%

29

Kwdwde | Appev | 44 0% 6,00% | 2,20% | 1+

30 Mikpoxvttdpwon,
I+ Ymoyxpopio, 1+
Avicokvttépmon

Kodwocg | OGni | 34 0,50% | 5,10% | 2,40%

31

Kodwog | Oniv | - 0,60% |5,40% |2,70% | 1+

32 Avicokvttépmon

Kodwoc | O | 28 0,80% | 5,40% |2,30% | 1+

33 Mikpokvttdpwon,
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1+ Ynoypouia,

Meyda
OLULOTIETAALOL

Kwowog | O | 15 0,80% | 5,50% |2,50% | 1+ Ymoyxpouio, 1+

34 Awvicokvttépmon,
OpouPonevia,
Meydlo
oLULOTTETAALL

Kodwkég | Oniv | 36 0,60% | 5,70% | 2,80%

35

Kwodwog | - - 0,80% | 5,90% | 2,70% | 1+

36 Avicokvttépmon

Kwodwog | - 34 1,40% | 5,60% | 2,50% | 1+

37 Avicokvttépmon

Kmdikog On | 23 0% 550% | 2,50% | 1+

38 Mikpokvttdpmon,
I+ Ymnoypouio, 1+
Avicokvttdpmon

Kmdikog Onv | 30 1,00% | 5,20% | 3,10%

39

Kwdwog | Appev | 67 0,40% | 5,70% | 2,50%

40

Kwdwog | Oniv | 29 0,70% | 6,00% | 4,70% | 3+

41 Mikpokvttdpmon,
3+ Ymnoyxpouio, 1+
Avicokvttdpmon

Kodwkog | Oniv | 62 0,50% | 5,90% | 3,00% | Ovdetepooiria,

42 OpopPorevia

Kodwog | G | 35 0,70% | 5,90% | 2,70% | 1+

43 Avicokvuttépmon

Kwdwoc | Oni | 17 0,20% | 5,30% | 3,00% | 1+

44 Avicokvttépmon

Kodwodg | G | 33 0% 5,40% | 2,60%

45

Kodwodg | OGniv | 40 0,40% | 5,20% | 1,90%

46

Kodwodc | O | 18 0% 570% |1,60% |1+

47 Mikpokvttdpmon,
1+ Yroypouio

Kwdwog | Appev | 26 0,40% | 5,60% | 2,60%

48

Kmdikog O | 22 1,20% | 5,60% | 2,50%

49

Kwdwog | Oniv | 52 2,00% | 6,10% | 2,90% | Avaupuioa, 3+,

50 Maxpokvttdpwon,
3+
Awvicokvttépmon,
OpopPorevia

Kmdikog O\ | 24 0,50% | 5,40% | 2,50%
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51

Kwowog | Oniv | 19 0,80% | 4,50% | 2,80%

52

Kwowog | Oniv | 54 0,60% | 6,00% |2,20% | 2+

53 Mikpokvttdpmon,
2+ Yrnoypouio

Kmdikog Onv | 54 2,30% | 5,60% | 2,20%

54

Kwdwdg | O | 30 0,70% | 5,30% | 2,60%

55

Kwowog | Appev | 21 0% 4,80% | 2,90%

56

Kmdikog - 20 1,10% | 4,40% | 3,00% | 1+

57 Avicokvttépmon

Kmdikog O | - 1,40% | 4,40% | 3,00% | Mikpd arpometdiio

58

Kwdwog | Appev | 41 10,40 | 3,00% | 3,00% | Avoupio, 3+

59 % Avicokvttépmon

Kwdwog | Appev | 22 0,50% | 4,70% | 2,70%

60

Kmdwkog Oniv | 41 1,00% | 5,20% | 2,20% | Avouio

61

Kodwog | Appev | 44 0% 440% | 2,60%

62

Kwdwdg | O | 18 0,40% | 4,60% | 2,90%

63

Kodwodg | G | 33 0% 510% | 2,70%

64

Kodwodg | O | 36 0% 570% |2,30% |2+

65 Mikpoxvttdpwon,
I+Ynoypopia, 1+
Avicokvttépmon

Kwdwdc | Oniv | 21 0,60% | 4,00% | 2,60% | Ovodetepopiria, 1+,

66 MoKpoKLTTAP®ON

Kwdwdg | Oniv | 18 0% 4,50% | 2,40% | Ovdetepopiria

67

Kmdikog O | 19 0,60% | 5,00% | 2,40% | 1+

68 Avicokvuttépmon

Kmdikog Onv | 28 0,70% | 5,60% | 2,20% | 1+

69 Mikpokvttdpmon,
1+ Ymoypouia, 2+
Avicokvuttépmon

Kmdikog On | 34 1,70% | 5,10% | 4,70% | Avouuia, 3+

70 Mikpokvttdpmon,
3+ Ymnoypouia, 1+
Avicokvttépmon

Kmdikog Onw | 14 0,40% | 4,60% | 2,40%

71

Kmdikog O | 22 0,40% | 4,90% | 2,50%
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72

Kwodwog | Appev | 65 1,10% | 5,80% | 2,50% | 1+

73 Avicokvttépmon

Kwowog | Oqiv | 16 0,60% | 5,30% | 2,60% | 1+

74 Avicokvttépmon

Kmodkodg Appev | 52 0,70% | 5,60% | 2,60% | 1+,

75 Moxkpokvttapwon,
1+
Awvicokvttépmon,
Opopponevia

Kwdwog | Oniv | 57 0% 6,80% | 2,40% | 1+

76 Avicokvttépmon

Kmdikog On | 33 0,90% | 5,10% | 2,60% | Meydra

77 OLULOTIETAALL

Kmdikog Ono | 16 0,50% | 4,50% | 2,60%

78

Kmdikog M | 75 0% 6,50% | 2,50%

79

Kwdwde | O | 23 0,70% | 5,10% | 3,60% | 2+

80 Mikpokvttdpmon,
2+Yrnoypopia, 1+
Avicokvttdpmon

Kmdikog O | 36 0,80% | 5,10% | 2,70%

81

Kmdwkog Appev | 62 0,60% | 5,10% | 2,80%

82

Kwdwdcg | Oniv | 31 0,70% | 5,00% | 2,90% | 1+

83 Mikpoxvttdpwon,
1+ Yroypouia

Kwdwog | Appev | 66 0,70% | 5,00% | 3,80% | 1+ Ymoyxpouio, 2+

84 Avicokvuttépmon

Kwdwog | Oqiv | 54 0,60% | 6,00% |2,20% | 2+

85 Mikpokvttdpmon,
1+ Yroypouio

Kwowog | Appev | 48 1,40% | 6,00% | 5,50% | EpvBpoxvttdpwon,

86 3+
Mikpokvttdpmon,
3+ Ymnoyxpouia, 1+
Avicokvuttépmon

Kwdwog | Oniv | 29 0,50% | 5,00% |2,60% |1+

87 Awvicokvttépmon,
Meydia
OLULOTTETAALL

Kmdikog - 37 0,50% | 4,70% | 2,50%

88

Kodwog | Oniv | 22 0,50% | 5,30% | 2,50% | 1+

89 AViG0oKVTTAPp®ON

Kwowog | Appev | 44 0% 530% | 2,40%

90
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Kwowkdég | Oniv | 50 0,50% | 4,40% | 3,00% | EpvBpokvttapwon,

91 2+
Avicokvttdpmon,
OpoufokvtTdpmon
, Muwpa
oLULOTTETAALL

Kwmdukog Onw | 19 0% 5,000 | 2,20% | 1+

92 Avicokvttépmon

Kwowdg | Appev | 2 3,80% | 4,80% | 5,70% | Asppoxvttdpmon,

93 EpvBpokvttapwon,
3+
Mikpokvttdpmon,
3+ Ynoypouio

Kodwog | Appev | 36 0,50% | 490% | 2,60% | Meydra

94 QLULOTTETAALL

Kmdwkog - 36 0,50% | 5,90% | 2,40% | OvdetepopiMa, 1+

95 AvicokvTTtdpmon

Kmdwkodg Appev | 39 0,40% | 5,00% | 2,60%

96

Kwdwodg | O | 15 0,80% | 5,00% | 2,70 1+

97 Avicokvuttépmon

To amoteAéGLOTO TOV NAEKTPOPOPTIGMV TOPOVGLAGTNKOAV GE LOPPT] 10y PELLUATOC,
OOV AMEIKOVIGTNKOY TO, EMIMEDN TOV ALULOGPAUIPIVDOV GE GUYKEKPLUEVO YPOVO
éxhovong. [T edwkd, ta amoteléopato Topovcldloviol ¢ S1dypapo OTOL TO
eUPado KGBe PTAVTOG OVTIOTOLXEL GTNV EKOTOGTIOHO OvaAOYio QLTTG.

Evdewktikd mapatibBetonr éva amd ovtd, mopokdtm, TEPrypaeovIag To ETIMEON TMOV

ALLOCOUPIVOV TTOL avaypdeovtal otov [Tivaka 4 yio Tov acBevn e Kodwo 1.
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Ewova 7: Ernineda aposoarpivev HbF, HbAlc, HbA2 otov a60evi] pe koo 1

Yvvoyilovtag, Ta amotedécpato tov [livaka 4 ancsikovioviol oe HOPPN YPAPNLATOG
OG EENG:
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M YyLelg
H HbA2
= HbF

Ewova 8: Iocotikn ameikovion etepoloyotdv yo v HbF kar HbA2

Qotdéco, and detypota apyeiov, ta omoia dev oyetilovion pe to mopoamdve 97
delypata, onpueudnke o cHVOLO TOV TOAVHOPPICUOV TOV TAPATNPOVVTOL GE POPEIS
o ko B-pecoyetaxng avarpiog mov gvroniCovror oty [eprpépera Oeccariogs.

Ye 105 detypota, ota omoio €£ETAGTNKOV Ol TOAVHOPOIOUOL TNG O-LLECOYELOKNG
avapiog dtmotminke mmg oe T0coatd epimov 50% avtdv, To AAANAOHOPEO Elvat
PLGLOAOYIKA 1| 0 TOAVLOPPLoHOS dev Bpédnke. To mo cuyvd Edea eivon to --MEP
Kot €d14 o€ 060610 7% Kot 6% avtictorya. Ot GLYVOTNTEG TOV AoV PETAAAAEEDY
nrav Wwitepa pukpés kot avaypdeovtatl otov IMivaka 5.

Mivakag 5: MoAvpop@ropoi vrevOuvvol Yo TNV C-PECOYELOKY] AVULIpia

Kmowog 1 -
Kodikog 2 -
Koowog 3 -
Koduoc 4 --MED
Kodwde 5 cd142
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Kwdwoc 6 cd125
Koduog 7 --MED
Kwdwoc 8 a2cdl19
Koodkog 9 oo
Kmowdg 10 -
Kwdwodg 11 -
Kwdwkog 12 cdl4 (G>A)
Kmowog 13 cdl4
Kwdwog 14 -
Koducog 15 (o)’
Koducoc 16 --MED
Kwoduog 17 -
Koowoc 18 -
Kwducog 19 polyA o2
Koducog 20 (-a)*?
Kwduog 21 --MED
Koducog 22 (-a)>’
Kwdwkdc 23 --MED
Kwdwoc 24 cd125
Kwdwkdg 25 cdl4 (G>A)
Kmdkoc 26 -
Kwdwdc 27 -
Kmdwkoc 28 -
Kwdwodg 29 aoo
Kwowog 30 FSC5
Kwoducog 31 -
Kwdwodg 32 -
Kwducog 33 -
Kwowog 34 -

38




Kmowdg 35

Koowdg 36 -
Koowdg 37 -
Koducoc 38 --MED
Kmowdg 39 -
Kmowoc 40 cd142
Kwdwkoc 41 cd14
Kwdwodg 42 -
Kwduog 43 cd59
Kwdwodc 44 -
Koodwoc 45 -
Kwoduog 46 -
Kodwkog 47 a2cd19
Kwoducog 48 -
Koodwoc 49 -
Kwducog 50 -
Kodwog 51 -
Kwdwkdc 52 IVS1-6
Koducoc 53 (o)’
Kwdwog 54 0LOLOL
Koducoc 55 --MED
Kwdkdc 56 oo
Kodwog 57 -
Kwdwodg 58 -
Kmowdg 59 cdl4 (G > A)
Kwoducog 60 -
Kmowodg 61 FSC6
Kwdkoc 62 cd6 (G > A)
Kwdwodg 63 -
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Kodwog 64 IVS1-6
Kmodwkdg 65 IVS1-2
Kmowkdg 66 -

Koowog 67 -

Kmowdg 68 -

Kmowkdc 69 -

Koowdg 70 -

Koowog 71 IVS1-1
Kwdwog 72 IVS1-30
Kwdwog 73 -

Kwdwog 74 -

Kwdwog 75 FSC5
Kwdwodg 76 cd27 (G>T)
Kwdwog 77 IVS2-745
Kwdwodg 78 cd44 (-C)
Kwduog 79 -

Kodwkoc 80 -

Kwdwdc 81 -

Kmdwkoc 82 IVS2-1
Kwdwkdg 83 cd39
Kwdwkog 84 -

Kwdwkdc 85 -

Kwdwde 86 cd27
Kwowog 87 -

Kmowoc 88 FSC5
Kwdwkoc 89 cdl4
Kodikog 90 --MED
Kwdwkoc 91 cd125 (T > C)
Kmowodg 92 cd59 (G > A)
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Kwdwkoc 93 cd19 (C >G)

Kwodwog 94 cd14 (G>A)

Kmowdg 95 -

Kmokdc 96 -

Kmowdg 97 -

Kmowog 98 -

Kwdkoc 99 cd142 (T > C)

Kwdwodc 100 cd125 (T > C),
()37

Koduog 101 cd19 (-G)

Kodikog 102 -

Kwduog 103 -

Kwdwog 104 -

Kwduog 105 cd6 (G>A)
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m MED
mCd6
m Cd19
mCd125
mCd142
M 02cd19
N aoa
m polyAa2
N (a)4-2
m Cd59
mCd39
mIVS1-2
m 1VS2-745
IVS1-30
mVS1-1
mIVS2-1
IVS1-6
Cd27
FSC5
FSC6
(a)3-7
Cdi14

Ewova 9: IToooTik1 0EIKOVIOT] TOLVUOPPLOUAV O-PHEGOYELUKIG AVOLRING

e 43 and to 87 delypoto mov HEAETHONKAV Y10t TOAVHOPPIGHOVG TNG P-LECOYELOKNG
Voo Tov eEETACTNKAY, O TOAVHOPPIOUOG €lTE TOPEUEIVE YyVMOOTOG, £iTe KAmol
and avtd To dropa givar ELoloAoyKd. Ot TOo GLYVEG HETOALAEES NTOV AVTEG TOL
IVS1-6 ko o1 -87. Xe pikpd mT0G0GTO TOpATHPNONKAY EMTAEOV TOAVLOPPIGLOL, OTWG
eavepavel o TTivaxag 6.

IMivakag 6: IoAvpop@ropoi vrevOvvol yra TV B-pecoysioxi) avaipio

Kodwog 1 -
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Kmowdg 2

Kmowodg 3 -

Kwdwoc 4 cd6

Koodwog 5 -101

Kmowkdg 6 FSC8

Kwdwde 7 FSC5

Kmowdg 8 -87

Kwdwde 9 cd6

Kwduog 10 FSC6

Kwdwog 11 IVS1-6

Kwdwodg 12 cd39

Kwdwog 13 IVS2-1

Kwowoc 14 -

Kwdwog 15 IVS1-130

Koodwoc 16 -

Kwduog 17 -

Kodwuog 18 IVS1-1

Kwduog 19 -

Kodwog 20 -

Kodwoc 21 IVS1-5

Koowog 22 IVS1-6

Kwdwdc 23 -

Koowoc 24 -

Kwowog 25 -

Kmowdg 26 -

Koowdg 27 -

Kmowog 28 cd27 (G>T),
cd44 (->T)

Koowodg 29 cd39(C>T)
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Koowdg 30

Koowog 31 -

Koowdg 32 IVS2-1

Kwdwde 33 IVS2-745

Kwducog 34 IVS1-116

Kwowog 35 -

Kmowdg 36 -

Kwdwodg 37 cd39 (G>T)

Kwoducog 38 IVS1-6

Koodwog 39 -

Koodwkoc 40 -

Kwducog 41 -

Koowoc 42 FSC6,
FSC8-9

Kwdwdc 43 cd6 (G>A)

Kwoduog 44 -

Kodwog 45 -

Kwdwkdc 46 -

Kodwog 47 -

Kwdwkdc 48 IVS2-1

Kodwkoc 49 -101

Kmdwkog 50 -87

Kodwdc 51 -

Kwduog 52 -

Kmowodg 53 IVS1-110

Kwowog 54 IVS1-5

Kmowdg 55 cd27 (G>T),
cd15 (G > A)

Koowdg 56 IVS1-5
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Koowdg 57 IVS1-6
Kmowodg 58 FSC5
Kmowdg 59 -
Kmodwdg 60 -101
Kmowdg 61 -
Kwdwdg 62 cd39 (G>T)
Koodwkdg 63 -
Kwdwdc 64 cd44 (-C)
Kwduog 65 -
Kwduog 66 -
Kwdwog 67 -
Koodwoc 68 -
Koodwkoc 69 -
Kwodwog 70 -
Kwduog 71 -
Kwodwog 72 -
Kodkog 73 -87
Kodwog 74 -
Kwdwog 75 -101
Kwducog 76 IVS1-5
Kwdwog 77 IVS2-1
Kwdwdc 78 -
Kwdwdc 79 -
Kwowodg 80 -87
Koowdg 81 -
Koducog 82 -87
Kwdwkoc 83 cd27 (G>T)
Kwdwdc 84 IVS1-6
Kmowdg 85 IVS2-1
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Kwdwodg 86 -

Kmowoc 87 -

H Cd6

m Cd27

H Cd39

H Cd15

m Cd44

mIVS1-1

mIVS1-110

m1VS1-130

mIVS1-116

mIVS2-1

W IVS2-745

m FSC8-9

mIVS1-6

m-87

m-101

W FSC5

I FSC8
FSC6

IVS1-5

Ewovo 10: ITocotikn] 0EIKOVIGN TOADPHOPPIGU®OV TTOL EVOVVOVTAL Y10 TNV f-
NECOYELOKY avapio

10. Zviton

2V Tapovca £pYAcio LEAETNONKOV Ol YEVETIKEC OOTOPAYES TOL OIHOTOC YVWOGOTEG
OLLOCPUPIVOTTADELES KOl KLUPIMG 01 HEGOYEWNKES avalpieg o KOToikovg Oecoariog
KaB®G Ko 01 TOAVHOPPIGHOL aLTOV. APOoV peretnOnke tuyaio detypa TAnbvcupov 97
atOpV, T0 TPoEKLYE OTL T0 5% avtdv Topovcialav avénuéves Twég HOF, evd 1o
8% avtdv gupdavicav Wiaitepa VYNAES Tywég HDA2.
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‘Enerta and Bipioypagikn avalnton, n B-pecoyelokn avorpia ivor n cuvnbéotepn
acBéveln otv EALGOa, e To TocooTd TV popémv va BAavovv 10 8% TOL YEVIKOD
mAnBvopov (Papachatzopoulou et al, 2010).

H mpdtn emdonpoAoyiky] HEAETN Y10l TIC LECOYEINKES OVOLUIEG TTPOYILOTOTOONKE TO
1946. H perém amokdAivye 6Tl T0 TOG0GTO TOV £TEPOLVYOTAOV TNG P-HECOYEINKNG
avarpiog frav oxeddv 18% xot avtdv e a’-0alacsopiac frav mepimov 2% (Kyrri
et al, 2013).

H ovAloyn emONUIOAOYIKOV TANPOGOPIOV Yo TIS Oloc@opvomdleleg sivar
nepropiopévn kot oty EAAGda (Williams & Weatherall, 2012). ‘Exet yiver avagopd
0TO ETNO0 TOGOGTO TWV TPOoPePAnUEVOV veoyvav kabd¢ kol otovg Oavdtoug,
peta&y tov 2000 ko 2010. Qotdéc0, £wg to 2012 0 apBudg TV VEOYV®OV TOV NTAV
npooPefinuéva peundnke onuoviwd egontiog tov EOvucod Ilpoypappatog ITpdinyng
Oalacoapiog mov dnpovpyndnke (Voskaridou et al, 2012).

And 1o 2000 éc 7T0 2010 o€ vocsokoueio tov IToAvyvpov XoaAxidwng oe 3931
acBeveig o1&y eE€taon yio apos@alpvorddetec. Metad tov acbevav, o 10,8%
ntav etepoluymteg vy P-pecoyelokn oavorpio ko to  4,1%  PBpébnke pe
OPEMAVOKLTTOPIKY VOGO. ATO TNV YEMYPOQIKT KATAVOUT GTNV TEPLOYY| EYIVE CAPNC M
TOPOLGIO. AUOCEUPIVOTAOEING Kol OTIG OpewEg meploxés. Avtd 1o potifo dev
ouvadel pe v vrdeon g ehovooiog. Tavtdypova, ot petarrdéels yovidiov HBB
avaAvnkay yuo 85 acbeveic. H xuplapyn petdhiain nrov ekeivn tov kwducoviov 39
(C>T) (27,1%), axorovBovuevn and v petdAroén IVS1-110 (G > A) (22,4%). H
XOAKIOWKY omoTEAEl TAPASEIYLA YEWYPAPIKNG OTOUOVOCNS, OPOD GTNV VTOAOLTN
EXada m katavour| tov dtov petaArdéemv dwpépet, pe v petdriaén IVS-1-110
va mapatnpeitar o€ m060otd 20,6% Kot n petdAroén tov kowdikoviov 39 6e T0G0GTO
7,6% (Voskaridou et al, 2012).

A&ilel va onueiwbet 011 kpovopata vdpyovy kot otnv Evponn. Avtéc ot acBéveleg
elval Ayotepo cvvnbiopéveg otnv Nota Evponn cuykprtikd pe v Bopea ko v
Avtikny Evpann, oAAd o1 dpemavoKLTTOPIKES OlTapayEs ivarl cuyvotepeg amd Tig
uecoyelakég avotpiec (Modell et al, 2007).

[T ewvwd, oto Bédyo 1 cuyxvomta TtV £1epolLy®OTOV TOV OUOCOOIPIVOTOOELDV
etvar 0,41%, eved oty Aavia 0,14%. Xtnv Toddia ot gopeig amotehovv to 0,46%.
Aviroyo mocod avagépetor oto Hvopévo Baoiieio (0,41%). Xtnv Teppoavio to
TOGOOTO UEdVETAL onuavtikd @tavovtag 1o 0,19%. Zmmv EAAGdo 10 moc0otd
ekTipdton kovtd oto 9,0%, eved oty Itakion oto 5,0% (Angastiniotis et al, 1993).

Ye moaykooplo emimedo, ovpeova pe tov Iaykoéopio Opyoviopud Yyeiog ot
pecoyelokeg  availpieg elvaol  ocvuyxvOTeEPEC OTOLG EVNAAIKEG O  OYEOM UE  TO
dpemavokvtTaptkd cuvdpopa. ITo cuykekpyiéva, mepimov 10 5% TV evnAikmv, etval
eopeic  yw  oupooeopwvomdBela, 2,9% ywoo  Bohaccoio kot 2,1% vy
OPEMAVOKLTTOPIKY VOGO.

Me v moykOGHIO HETAVAGTELCT], TO. VOCHUOTO OVTO OOTEAOLV €vo. TPOPAN U
vyelog oto 71% tov 229 yopdv, pe AmOTEAECUO VO OTOTEAOVV YVAOPICUO TNG
Evpomng, tov Hvopévov IloMteiwv kot g Avotporiag. To mocootd ovtd
avTImPocOneVEL T0 89% OAMV TOV YEVWNGEWV GE TAYKOGUO EMINEdO, WlitePA OTIC
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YOPES YOUNAOD 1 HECHIOV EI000NUATOC, EEOITIOG AVETOPKAOV EYKATOCTACENDV Y10
oLUPOVAEVTIKY, TPOYEVVITIKY d1dyvmor| kat Oepaneio (Martinez et al, 2014).

O gmumolacdg TG vOooL gival VYNAOG OTIG TPOTIKESG YDPES KoL AVTIKATOTTPILEL TV
npootacio Twv popémv and v ehovocio (Williams, Weatherall, 2012).

Qo1060, 0 EMTOANCUOG ALTOV TOV acbeveldv dev €xel Tpoodloplotel e akpipeta,
EVO TOIKIAAEL CNUOVTIKA HETOED TTEPLOYDV TOV KOGLOV, HETAED TEPLOYDV LG YDPOG
Kabmdg kot petaéd Tpikdv kévipov g dtag mepoyng (Martinez et al, 2014),
(Williams & Weatherall, 2012).

Yynid mocootd P-pecoysiokng avorpiog £xovv onuelwbei oty Atyvmrto. e tuyaio
detypo Arydntiwv, to 13% tov omoiov Ntav dropa nikiog petasd 1 kot 59 ypovav,
oLYVOTNTO TOV POPEMV KLpovoTay amd 2,6 éo¢ 4%. Metd and poplokés HeAéTeg
dtevkpviotnke 01Tt 10 80% TOV HEGOYEWKAOV OvOy®dV oty Afyvmto opgilovtol 6€
KAoowéG pecoyelokés petaArdéels. Tavtdypova, m o-pecoyslokn avoipio ivon
€kONAn o€ mocootd 10%, Ommg emonpaivetot Enerta omd peAéTn 545 veoyvav.

Ocov agopd v Tovnoia, oto 4,5% oavépyovar To mMOGOGTA NG P-HECOYEWKNG
avorpiog kot propodv va ptdcovy émg kot 10% og opiopéveg meployéc (Angastiniotis
et al, 1993).

Ymv Tadravon &xer toviotel 7wg ML ONUOVTUKY HETOAAAEN  aipoc@oipivig
yapaktnpilel Tdveo amd o 40% tov TAnbvopod (Angastiniotis et al, 1993).

Ot apooparpvondBeteg  elvar ouyvég ko otnv Nota Kiva pe 5 xatayeypopévec,
KOWEG HETOAMGEES Y meprocOTepa omd 10 90% tv yovidiov PB-pecoystokng
avarpioag. H ovyvomta tov Epppuwkod Yopoma ota veoyvd  eivar 1/500
(Angastiniotis et al, 1993).

Ot Mmiec HOpPEC O-IEGOYEIOKNG OVOLIG, Ol Omoleg TPOKVATOLV OO U0 OTTAY|
dwypapn yovidiov o (-o/aa), epeaviCovtar oe g gvpeio tpomikny Ldvn 7oL
extelvetor amd v vroooydplo Aepikn ¢ v Ivdia kot oAOKANPN TV OVOTOAIKN
Kot votioavotolMkn Acia. e avtn v {ovn epeaviCovtar pe cuyvotra 10% - 25%
av Kol o€ kamowovg minbucuovg dnwg g Bopelag Ivdiog kot g Néog ovwvéag
Bpiokoviar 6e mocootd €mg 80% tov mANBuopov. Ot mo cofapic pHopPég g a-
HEGOYEWOKTG avopiog AOY® TG amdAElag 000 Yovidimv TG a-aAvcidag eival AtyoTtepo
ocovnOopévo  @awvépevo ,  QTAVOVTOG O  LYNAEG  ouyxvotnteg pOvo  oTnv
voTloovaToAkn) Acio Kot o pepwd vmowd ¢ Meooyeiov. [apovoidlovron
OTOPadIKA KOl 6€ GALOLG TANBVGHOVE, TOPOAO TTOL 1 TPAYUATIKE TOVG GLYVOTNTA
dev €xel mpocdroprotei (Williams & Weatherall, 2012).

I1epropiopoi perénc:

INUEIOVETOL OTL 1] LEAETNG LAG £XEL OPIOCUEVOVS TEPLOPIGLOVG, OTTMOC O LKPOG aptOpog
mAnBvookod delypatoc. AvaAvTikOtep, TPOKEITAL YO Mol HEAETN «aoOeEVDV-
LopTOPOVY» TPOKEEVOL Vo dlepevvnBel T0 TOGO0TO TV £TEPOLLYOTAOV YO TIC
apocearpiveg F kot A2 kaBdg Kot TNV GUOYETIOT TOAVUOPPIGUAOV LE TO LEGOYELNKA
ovvopoua oe aveEapnro detypa mAnBvopod Katoikwv Osocoriog. H mbavomnta
VIOPENG CLYYVTOV OTIG UEAETEG «OGOEVOV-LOPTOP®VY glvar PeydAn kot yio to Adyo
avTOV Elval amopaitnI 1 EKTOVNON TUYOTOMUEVAOV EAEYYOUEVOV SOKIUMV Yo TNV
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eCayoyn oaocealo®v ovumepocpdtov. Qotdco, 1N owENUEVN  €yKLPOTNTO  TOV
OmOTEAECUATOV Elvar amdppota eEETAOTG OAO KOl TEPIGGATEP®V OEIYUAT®V.
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