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IITPOAOTOZX

Me xapa n EN\nvikn) Etaupeia Tloudatpikrig Apatoloyiag — Oykoloyiag otnpilet
v €kdoon TG Hovoypagiag pe TitAo «Apoogatptvondfeteg: maboyévela — Stayvwon
- Oepameio».

Ot peydhot otaBuoi g e&EAEng g pedéng kau avtipetwmiong g Oalacoapiag &i-
vat ouvdedepévol pe v EAAGSa kot Ty eAAnvikn atpikn kotvotnta. Baoiko polo oty
EMOTNHOVIKT €PELVA KAl OTNV TPWTOTOPLAKT AVTIHETWTIOT TwV Oalaooapkwy acbevwy
(mauduwv kat evnhikwv) éxet maiget  Movada Meooyetakng Avaupiag g 17 TlauStarpikrig
KAwikrig Tov EBvikov kat Kamodiotprakov Iavemotnpiov ABnvav oto Ievikd Noookoyteio
[Maidwv “H Ayia Zogia” H Movada avtr| idpbnke, opyavwdnke kat Aettodpynoe anod to
1975 v ) StevBvvon, péxpt To 1998 and tov kabnynti Xprioto Kattdun, kat ot ovvé-
Xeta péxpt o 2010 and tov ovyypagéa, madiatpo Baoielo Aad.

To eyxepidio avtd amotelel eMOTEYAOUA TG HAKPOXPOVIAG, AVW TWV TECOAPWY Oe-
KOAETLOV, EUTELPLAG KAl GLVEXOVG EMOTNHOVIKIG TPOOPOPAS TOL oLyypagéa og eBvikod kat
di1ebvég eminedo oto medio TG Oaaocoaupiog. XTo TOVNUA aVTO TapatibevTon Ta veoTepa
dedopéva g emdnpodoyiag, Tng maboyévelag kat TG YeVETIKNG BAONG TwV aloo@atpt-
vomabelwy, Twv KAVIKOV ekdnAdoewy, kupiwg Tng Balacoaipiag kot SpemavoKLTTapIKnG
VOOOU, TNG SLay VWOTIKNG EPYACTNPLAKNG TIPOOTIEAAOTG KAl TNG GVYXPOVIG AVTIHETWTIONG
KOl TWV HEAAOVTIKWY TNG TIPOOTITIKWY.

O ovyypagéag eivar anod Tovg o evOedetyEVoug va amoTumwoel Tr Staypovikr| e&e-
MEN v Stagopwy mruxwv g Bakacoaupiag yioti éxet uvoet OAn T ovyxpovn mopeia
™G Bakaooaipiag oTn xwpa Hag, OToL e TG OVYXPOVES TapePAoELs EXel LeTaTpaTel amo
gval TaUSIATPIKO VOOTHA (e EMPUAAKTIKY TTPOYVWOoT kot VYA Bvntotnta oe éva xpdvio

VOO Ha TNG HéonG kat ipoxwpnpévng nAikiag. Emméov otn xwpa pag, 1dn amd dekaertieg,
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1 Balacoapia givat éva voonpa Tov pnopei va tpoAngei, pe anotéleopa, orjuepa, and To
OVXVOTEPO YEVETIKO VOOTpa va Bewpeitat pia omavia ovToTnTaL.

O maudiatpog Baoiletog Aadng eivan éva kata§iwpévo pélog e EAAnvixng Etapeiag
[audtatpikrg Apatoloyiag — Oykoloyiag, pe onpavTikr oupuPolr otny iSpvon kat ot Aet-
Tovpyia TG pe ovppetoxr| oe MoAamAd Atokntika Zvppovia tng Etapeiog.

Eivau BéPano 6t 1 povoypagio avtr Oa anotedéoet onpavtikd Bornonpa ya 6Aovg Tovg
oVVASEAPOVG KAl KVPIWG TOVG VEOUG LATPOVG, TTOL ACXOAOVVTAL HE TIG AOTPaLpLvoTtadeleg

kat T Oadaooapia.

Avtovng Kattapng

Kabnyntic Haudiatpixnis Aypatodoyiag-Oykoloyiag
Iavemotnuiov AOnvav

Ilpoéedpog EEITAO
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Ot aupooaupivomabdeteg eivatl To GLXVOTEPO HOVOYOVISIAKO VOOT|LA LE TIAYKOOHILA K-
Tavopr. Ztnv EAAada ot o ovyvég aupoopavomadeteg eivon ta Balaooatpkd ovvdpopa
Kat kupiwg 1 B-Oadacoapia. Ta tedevtaia 60 xpovia éxel mapatnpnOei tpoodevtikd onpa-
VTiKn Tpo0dog ot pelétn Tng emdnuoloyiag, Tng maboguotoloyiag, Tov kAwikod, Boxn-
KOV Kl LOPLAKOD XAPAKTNPLOHOD Twv Balacoaupikwy ouvdpopwy kat tng Bepamevtikig
QVTIHETWTILONG Ko TPOANYTG TOVG. 2Tn) pakpoxpovn avtr| eEEAEn n SteBvng ovppetoxn g
eEANVIKNG aTPIKNG, dlaitepa 0T HEAETN Kal AVTIHETWTION TwV Balacoupkwy cuvpo-
HwV ival OLOLAOTIKT).

v mapovoa povoypagia «Atpoopaptvomddetes. [Taboyévela-Adyvwon-Oepaneio»
0 ovyypagéag k. Aadng, [e HaKpoXpOVLa EMMOTOVIKT VAOXOANOT 0NV apakoAovbnon
Kat OepamevTikn avTieTOMOoN ekatovTadwy acdevwv pe Balacoatpukd ovvdpopa, avalbel
Kal Tieptypdgel Aemtopepwg Tn Staxpovikny e&EAEn g maboguaotodoyiag, g Siaryvwong
Kat TG Bepamneiag Twv Oalacoaukwy cuVPOUWY Kat TNG APETAVOKVTTAPIKNG VOOO.

ISwaitepo evdlagépov yla Tovg kAwvikovg mov mapakolovBodv aobBeveig ue Balaocoat-
Hia Tapovatafovy Ta KePalaua OV aPopovV : a) ZTOV XAPAKTNPLoUd NG Papdtntag Tov
KAVIKOD QAUVOTUTIOV KAl Tr) GUOXETIOT) TOV [E TOV QUUATOAOYIKO QAVOTUTIO Kot TOV HOPL-
aKO XapakTNPLopo G petdAagng otovg EAAnveg aoBeveig pe B-Balacoaupia kat atpo-
opavortdBeta H. AeSopévov OTL 1) yevetikn Paon Twv acBevav pe a- kat f- Balacoaupio
Sapépet petagh minBuopwy, o kaBoplopdg g yevetikng Paong otovg EAnveg aoBeveig
vmoBonBdet otnv mPdyvwon ko otny evdedetyuévn Bepareia. B) Ztn Staxpovikn e&éAign
™G Oepameiag e peTayyioels, Tn QappaKeLTIKY PeATiwon TG avaupiog kot Kupiwg TnG amo-
o pwong. Eviiagépov mapovotdlet n mpoodevTikr) avgnon tneg anoTeAeoHATIKOTI|TAG TNG
anootdrpwong He TNV TPoobnkn Twv amd Tov oTOPAToS VEwV XnAikwv ovotwv (DFP kot

DFX). Ztig kAwvikég Sokiég a&lohoynong twv dVo véwv gappakwyv n ovupBolr g Havent-
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OTNIAKNG HOVASAG Kat TOV oVvyypagéa NTay ovotaoTikr. y) Ztr yovidiakn Oeparneio. ITept-
ypdpetat avaluTiK 1 AAAOYEVIG HETAUOOXEVOT) HUEAOD TWV OCTWY ATd GLUPATO CLYYEVN
dOTN Kot Ta amoTeAéopaTa Ao TN HAKPOXPOVIA EQAPUOYT TN, e iaitepn avagopd oTa
eMnvika dedopéva. AkolovBei evdlapépovoa ekTevrg TEpLYpaPr) TwWV KAVIKWV SOKLHWDV
Twv pebodwv pehlovtikng yovidiakng Oepameiag, pe T HETAQOPA TPOTIOTONUEVOD YOVI-
iov, kau TG yovidiakng tpomomoinong (gene editing). §) Ztnv afloAdynon twv eAnvikwy
eBvikwv mpoypappatwy Bepamevtikng avTipeT@mong kat mpOANYng e B-Oakacooupiog
Ta anotehéopata twv omoiwv givaw afloonueiwta. H emiPiwon twv acBevwv g povadag
Héxpt TG nAikiag Twv 50 etV @OAveL To 65%. 210 €0VIKO TPOYpappa TPOANYNG O ETHOLOG
aplOpog yevvnoewv acbevwv Ppepwv petwdnke oe mavw and 90%.

A&iCet va onpewwBei g Ola Ta empépoug kepdhata xapaktnpilet AemTopepng meptypa-
@1, TANPOTTA Kol avagopd atn ovyxpovn PipAoypagia pe iaitepn emonpavon g -
ANVIKnG.

[Tiotedw axpadavta 6Tt To PifAio Tov k. Aadn Ba anotedéoel €va xprotpo fonOnua yia
TOUG KALVIKOVG LaTpovg TTov TiapakolovBolv acheveig pe @akacoatpkd ovuvdpopa kat Ape-
TIOVOKVTTOPIKT] avaupion Kat €voy eKmatdevTikd Kat EVIHEPWTIKO 0dNyo ylo TOUG POLTNTEG

TNG LATPLIKNG KAt TOVG ELSIKEVOUEVOVG LATPODG, KVPIWG TNG AUHATOAOYIAG.

Xpnotog Kartaung
Ouétipos KaOnyntis Houdiatpixrc EKITA



EIX2ATQTH

H evkoAia ovAoynG wpLpwv gpuBPOKLTTAPWY ATd TO TIEPLPEPLKO aifta, SleVKOAVVE TN
peAétn Twv datapaywv tng ovvOeonG TG auooPatpivig kat avédelEe TG aooPatpLvoTd-
Oeleg oav TIPOTLTIO TWV HOVOYOVISLAKWY YEVETIKWY VOOWV YLot TT) HEAETN TNG HOPLAKIG TOVG
Sopng kat Tn Siepevvnon Tng maboyéveldg Tovg. O xapakTnPLOUOG TNG APETAVOKVTTAPIKNG
AVALHIAG WG LOPLAKNG VOGO, HETE atd Tr) HEAETN TNG TIPWTEIVIKNG SOUNG TNG AUHOTPAUPIVIG
S, avagépetal yla Tpwtn @opd and tovg Linus Pauling, Harvey Itano et al oto meptodiko
Science (Pauling L, H.A. Itano et al 1949; GormLey M. 2007). H npwtomopiaxn avtr epya-
ola £€0eoe 116 Paoelg yia Ty avantvén e Mopuakng Iatpiknc. Exktote pe t xpnotomnoinon
eEeAtypévov pefodwv tng euotkng, Tng Proxnpeiag, TG Bloloyiag Kat TNG YEVETIKAG, 1) pe-
A€tn NG QoG Kaw AELTOVPYiag Tov HOPIoV TG AHOTPALPIVIG CUYKEVTPWOE TEPAOTIO EV-
Stapépov. Znpepa oL YVWOELG HAG Yiat TN HOPLAKT] PACT) TwV HNYaviop@y Tov puBpilouy Tig
aAMnAemdpdoelg TG Sopng kat AeLTovpyiag TwV AHOCPAUPIVAY, TWV GUOLOAOYIKWY KAt TWV
TABOAOYIKWV TOVG HOPPWY, EXOVV PTATEL O€ TETOLO ETIMESO WOTE VAL AMOTEAOVY TIPOTUTIO
HEAETNG TWV LOVOYOVISIAKWV YEVETIKWY VOOWV Kot EGIKOTEPA TNG OXEOG HETAED LOPLAKT|G
BAAPNG Kol KAVIKNG EIKOVOG TG YEVETIKHG VOOO.

[la TV Katavonon tov polov TG aooatpivig otov avBpwmivo opyaviouo Ba ava-
@epbolpe oe Paotikd oToiyeia TG dopng, TNG Aettovpyiag kat Tng yovidiakng podpong tng
ovvBeong tng. TlapdAAnha, meprypagpovtat pe Aemtopépeta 1 Staxpovikr) eE€NEN TG pe-
A€tng TG emdnuoAoyiag, epyaoctnplakng Siiyvwong, KAVIKNG EKOVAG KAl VTHETWTILONG
Twv apoogatpvonabelwv. Idaitepn avagopd yivetat otnv eENANVvikn ovpfolr}, Onwg avtr
twv L. Kapuvomnetpov, A. Tovta, . Oéooa, I'. Zrapatoytavvonmoviov. Metadd twv apyikdv
EPELVNTAV OTOV TTAUSLATPIKO XWPO, avapépovtat ot Kabnyntég I'. Makkdg (1877-1946) pe
Oéua “Tlepi 18iag Papeias vooov 46 Epvbpomomjoews” (1935) kau K. Xwpépng (1898-1966)
pe dnpootevoelg ya ™ “Apemavokvttapiky avapio, Meooyeiaky avaupio, Eufpuixh eupo-
opaupivy, Erepou aveupion, x.o.” (Iwaxeipoylov I. 1967), mov mpokdlesav to evdlapépov

Kat Snuovpynoay mapdadoot yia T HEAETN TWV AHATONOYIKWV VOOIUATWY amd oVyXpo-
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VoUG Tovg Kat petayevéotepous EAAnveg maididtpovg. Qg dplecovg cuvepydteg Kat ouve-
XtoTéG Tov €pyov Tov K. B. Xwpéun, e1dikotepa 600V agopd oTig aupooaupivonadetes, Oa
avapepOw otn Anda Zavvov kat dtaitepa otov Xprjoto Kattapn, Twv omoiwv to KAvVIKO,
EPEVVITIKO Kat EKTIAUSEVTIKO £€pYO GTOV TOHEA TWV Statapaywv Twv epudpwy Kat TG oupo-
ogatpivng xaipet Stebvoig avayvwplong.

H napovoa povoypagia pe titAo Aioopaipvornabeies, Iaboyéveix — Akyvwon — Oe-
paein, amoTehel oUVEXELA TIPOTYOVHEVWY EVIUEPWTIKWY povoypaguwv (X. Kattapng, 1980
Oepanevtiky AvtipeTwmors Meooyetaxns Avaupiog. TIpwtn ékdoon. X. Kattdaung, 1989 Oe-
panevTiky) Avtipetwmon Meooyeioxrs Avaupiog. Agvtepn €kdoon). ITpwTapxikog atoxog &i-
VOULT] ETUKAUPOTIONOT) TNG YVWONG Kat 1) avagopd o Staxpovikr| eEEAEN TG avTipetwmiong
TV aipoo@aipvonabeiwy, edikotepa Twv Balacoaipikwy cvvdpdpwy Kkat TG Spemavo-
KUTTAPLKNG VOOOU, fe TapdAANAN avapopd oty epevvnTikn dpactnpiotnta g Movadag
Meooyetakng Avaupiag tng A’ Iaudarpikng KAwvikrg Tov Iavemotnuiov ABnvav kat twv
AWV KEVTPWYV 0TI WP HAG.

Zta MEVAVTA XpoOvia and Tny TpwTh pov yvwptpia pe t “véoo tov Cooley” 1y tn “Meoo-
yelax] avoupio” 1) ™ “Badaooaupia”, evtoxnoa va mapakolovdnow Tig e€elifels, and v
APXIKT TNG AVTIUETWTILON UEXPL TNV apXT| TNG OMOTIKNG Oepareiag, Tnv eumelpia and tnv
omoia oag mapadétw. Ztn pakpd avtn dtadpoprn pHov eixa wg ddokalo kat kabodnyntr pov
Tov kaBnynti Xpnoto Koartaun. Xwpig tnv mpotpomr) kot Tig e0oToxeg vrtodeifelg Tov dev
Ba Nrav dvvathy avtn 1 €ékdoon. Tia OAn avtr TV TOAAmAN ovHPoAr Tov Béhw va ek-
PPACW TIG EVXAPLOTIEG KAl TNV EVYVWHOOVVI pov. Opoiwg, dmelpeg evxaplotieg anevdivw
KAl OTOV £TEPO OLVTEAEOTI| AUTNAG MOV TNG TIOPELag, TNV avaminpwtpta kadnyritpa Avva
Meta&wtov-Mavpopparn dimha oty omoia e§oikelwdnka e TiG faotkég StayvwoTikEG Te-
XVIKEG TWV AHOOPaLptvoTiadeLwy. ZTny mopeio Tov XpOvov, dekddeg eKAeKTWY CUVASEAPWY
mAawsiwoav kat viootrpEav pe Waitepn ovvénela T Aettovpyia tng Movddag otnv avti-
HETAOTION TwV eKATOVTASWV aoBevwv Kat CUPPETEAV OTIG EKTTASEVTIKEG Kol EPEVVITIKEG
SpaoTnPLOTNTEG TNG. ZTOVG GLYVOSOLTOPOVG AVTOVG OPEINETAL TIUNTIKT avaopd Kat tdLai-
TEPEG ELXAPLOTIEG.

Agv tapadeinw va avagepbi kat va evxaploTHoW TOLG CLVTEAEOTEG AVTNAG TNG £kdo-
ong. Tig kupieg Natdoo Baoihdkov, ekdotpia twv ekddoewv « BHTA» yia tny e§aupetikr| ov-
vepyaoia pag, kat Tr ypagiotpia Mapia Mretvdkn yia tny vitopovr) ov enédelée amévavt

OTN OXOAAOTIKOTNTA TWV ATAITHCEWY [LOV.

B. A. Aadng
IaSiatpog
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Tptsk . Xpwpdowpa 11
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: 0-, p-Bohacoapio

AA - Ayyetoano@pakukii kpion
_ANKM ‘Aanntn vékpwan ke@oAig pnpuaiou
AoM Agawatopetdyyion
w
ARMS A Amplification refractory mutation system
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ARX
T
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MEPOX A’

AIMOXZ®DAIPINH

AOMH THX AIMOX®AIPINHX

H awpoogaipivn (Hb) amotelel to fackd cvotatikd Tov epuBpod aupoopaipiov [mepimov
3x10% uopia Hb (30 pg)], amd Tnv mePLEKTIKOTNTA KAt TNV TOLOTNTA TG omoiag e§aptdral 1
AettovpyIkOTNTa, T oXMHa Ko 1 Brwotpdtnta tov. Tia kabe otadio e&¢AiEng Tov avBpdmivov
opyaviopov, arnd v epPpuikn kupiwg {wr) ko péxpL Tn yévvnon ovvtibevtou Stagopetikol
TOTIOL AUHOTPALPIVIG, TIOV ATTOOKOTIOVV OTNV KAAUYT TV ESIKWY AVAyKWV TOV OPYAVIOUOV
oe o§uyovo (Huehns ER. and Beaven GH. 1971). Tooo ot euppuikés 600 Kat OL HOpPES aUpo-
o@aupivng Tov evnAikov éxovv mapopola Tetpaptepr} dopr pe poptakd Papog tng tafews Twv
64.458 daltons (Adair 1925; Svedberg T. and R. Fahraeus 1926). To popto tng cupoo@atpivng
amoTeleiTaL amd TO TPWTEIVIKO KAAOUQ, TN GQatpivi Kat TEoepa Hopta apng. (Edves 1, 2)

H o@apivn eivat éva tetpapepés Lopto, ov yia kdbe thmo atpoopatpivng amaptifetat
ano §vo Stagopetika (evyn molvmentidikwy alvoidwv (Rhinesmith HS., WA. Schroeder
etal 1957; Braunitzer G. 1958). O\a ta HopLa TG 0QALpiviG TWV GUOLOAOYIKWDV AHOTPAL-
pvav meptéxovy éva (evyog a-atvoidwy, Stapépovv dpwes wg mpog to Sedtepo Lebyog,
Tov unopei va amoteheitat and P- 1 y- f 6-alvoideg. H ogaipivn tng kvplag aipoopat-
pivng tov evnhikov, tng HbA, anaptifetat amd dvo a- kat dbo B-molvmentidikég alvai-
deg (a2+P2),  epPpuikr aupooatpivn (HBF) amaptifetan amd dvo a- kat §Ho y-alvoideg
(a2+y2) kat  HbA2 and dbo a xat dvo § alvoideg (Perutz ME, MG. Rossmann et al
1960). Ot a-alvoideg Stapépovv wg mpog Tov aptBpd Twv aptvoféwv mov mepiéxovy, 141
oL a- évavTt Twv 146 Tov meptéxouvy ot vrohotneg alvoideg. Metagd Toug ot alvaideg ep-

gaviCovv apketég dopkég Stapopés (“oporoyia” a- kat B- avoidwv 80%, a- kat y- alv-
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B-u)\uo[éeq:_— F
~CHy
H
\T-%L
C—CH,
e, H &
a-aAuol’Ssq’i ” HhCHi
Aipn
(Fe-protaparphyrin 1X)
Eixove 1. H aipoopaupivyy amotedeitar amd Eixova 2. To uopio tnG aipng mepiéxet
Téooepers moAvmenTidikés alvoides kil Téooepa éva dropo d100evovs a1dnpov.

uopix aiprg.

oidwv 76%), n otepeodopur| Tovg Opwg dev dagépet (Braunitzer G., R. Gehring-Mueller
et al 1961; Konigsberg W., G. Guidotti et al 1961; Goldstein J., W. Konigsberg et al 1963).

Ze OAeg TG MpwTEiveg, ) dopn eivat avamoonacta ovvdedepévn e T Aettovpyia. Me
TNV ToAVTAOKN Sour| TOV HOPIOL TNG ALHOCPALPIVIG EMTVYXAVETAL TOOO 1 0TabepOTNTA
NG eVTOG ToL gpLBpov alpoo@alpiov, 6o kat ot Ploxnuikég diepyaoieg kat avTidpdoelg
TIOL ATTAUTOVVTAL YA TNV anpookontn Aettovpywotntd g (Huisman TH. 1993).

H npwteivikn Sopn TnG o@aupivig umopel va meptypagei o€ Téooepa emineda opyavw-
ong: (Richardson JS. 1981) (Eixéva 3).

H npwtotayng dour (primary structure) mepthapfdvet T HOVOSIACTATN YPAUMIKT)
aMnlovyia Twv apvo&éwy tng moAvrentidikng alvoidag mov cuvdéovtan peTa&h Tovg e
TeNTIOIKOVG SeOUOVG O€ YEVETIKA AVOTNPA KABOPLOUEVT OELpd.

H Sevtepotayng doun (secondary structure) avagépetat otnv tplodlaotatn tomodé-

ton g akohovBiag Twv apvoféwy g molvmentidikng alvoidac. Acbeveig emavalay-
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Bavopevor deopoi vdpoydvov petaly Tng
o) mpwrotaynq KapBovulopddag kat NG apvopddag Twv
..His Leu Glu Ser Leu Thr Gly Phe Thr Gly Lys Len Asn Asp Leu... TAELPIKWV POV TV apvo&éwv Stapop@w-

VOUV XAPAKTNPLOTIKOVG eAKOedel oxnua-

TIOHOVG.
B) deutepotayng ) . .
( H tprrotayng dopn (tertiary structure),
. “ ; TH IOV €ivau TTOAD OTUAVTIKT YL TIG AELTOVPYL-
ﬂﬁﬁ?’ ea Todg ® P, c e ' el
b g™ KEG IOLOTNTEG TWV AUUOCPAUPLVAY, ATTOTENEL
[ o ﬂ Oug 'n % L1l = w % & . , ,
G ® 4 L& ™mv tpodidotatn, SumAwpévn, dopn mov
- : e

amokTd o TOAVTENTIOKY alvoida KdTw
amd QUOLOAOYIKEG GUVOTKEG.

Y tprotayic W H tetaprotayng Souny (quaternary
[} ...‘I':. "

structure) avagépeTal e £va evpuTEPO OV-
!l I ’ r
fi .:’ : pmAoko pepovwpévwy Simwpévaov akvoi-

§
§
i - ZL |
|.' ‘—A-
x '

R

dwv, omwg 1.X. Stamhékovtau dvo Ledyn dvo

Sragopetikwv alvoidwy (a,f +a,p,) mov
oxnuatitovv to ocOumAeypa NG oPatpivng
(Perutz MF. 1963).

Ta va odokAnpwBei o podpto g atplo-
opapivng, ot pia avadimAwon kabeptiag ano
TG 4 mohvmentidikég alvaideg TG opatpi-
VNG oLVOEETAL EVal LOPLO AUNgG TTOL TEPLEXEL
wa B¢on Séopevong o&uyodvou.

H aipn, otnv onoia deopevetat to O,
elvat mpooBetikn opdda oxt povo ¢ Hb,
aAAd Kat GAA@V aVATIVEVOTIKWV TIPWTE-
vy, 0mwg ot pvooatpives (Fischer H.

and H. Orth 1937). H aipn ovviotatat and

évav TeTpamuppoAkd daxktOAo. ZTig KO-

PLPEG TWV TECTAPWY TTVPPOMIKWY SAKTV-

Ewova 3. Téooepa emimeda opydvworg
TPWTEIVIKIG Soun§ THG opaipiv.
Howard Hughes Medical Institute (tpomort.). éva atopo do0evoig adrpov. O cidnpog

AMwv, Téooepa dtopa alwtov evidvovTal pe
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elval amapaitnTog aToV 0pyaviopo, oxt Hovo yla tn ovvleon tng aoo@atpivig, aAAd
yloti ovppetéxet kat oe dAAeg onpavTikég ogetdoavaywykés avtidpaocets. O Stobevig
oidnpog (adnpoatpoceatpivn) eivar Suvatov va o&etdwbei pe appidpoun avtidpaon oe
tproBevr| (peBatpoopatpivn).

[AIMH (Fe**) <> AIMATINH (Fe***)]

Otav o oidnpog Ppioketar otnv avaybeioa popen tov (Fe'*), emrpénet v avtidpaon
d¢opevong-amodéopevong pe agpia, omwg to O,, To CO kai o NO (Antonini E., M. Brunori
et al 1971). H napovoia tng opaipivng kablotd avtiotpentt| T Séopevon tov O, 0tny aiun.
H aipn ovvdéetal pe o poplo tng opaupivig oe ouykekpipeveg Béoeig, B¢on 87 yia tnyv a-
Kat B¢on 92 yia ) B-avoida, petagd Svo apvotéwy oTdivng ot pia ek Twv omoiwy, TNV
€YYUG, eivat cuvdedepévo éva dtopo aidrpov. H eyyig otidivn mailet onpavtikd podo oty
aMnAenidpaon dopkwv aAlaywv amo Tn pia aipn otnv dAAn, Aettovpyia mov Stevkoldvel
N petagopd tov O, (Kulozik AE. 2001).

AEITOYPITA THX AIMOX®AIPINHX

Zra BnhaoTikd, ot gopeig ofvyovov (O,) eivat n aupoo@aipivn kat n pooogatpivn. Kopia
Aertovpyia TnG apoc@atpivig eivat n ovvdeot| TG pe To O, 0Ta TVELHOVIKA TPIXOELSTH Kal
1 peTagopd kot Pabuuaia amodéopevon Tov 0Tovg LOTOVG, He avTAAAAyHa TNV TIPOCANYN
Sto&ediov Tov dvBpaka (CO,) To omoio petagépetat yia amoPoAr oTovg mvedpoveg. Ile-
pLocoTEPO amd To 98% Tov O, deouevetal oty Hb. Emonuaivetal n eidikr avridpaon g
alpoo@atpivig pe to povo&eidio tov avBpaka (CO) kat to povoleidio tov alfwtov (NO),
{e TTOAD oNuavTiKovg PLodoyikovg polovg, omwg n poudpon tov ayyetakod tovou (Singel
DJ. and JS. StamLer 2005). H ovupolr| tng atpoogatpiving oAokAnpavetat pe Tov pubuoTtt-
KO TG pOAo TG o&eoPaoctkng woppottiag pe v egovdetépwon Wvtwv H: HbO,+H <>
HbH*+O, (Bunn H. and B. Forget 1986). H pvoog@aipivn mov Bpicketal 0Tovg {g, Aet-
TovpYel wg de€apevn) mapoxng O, kat SievkoAbvel T Sidxvon Tov O, oTa POKVTTAPA Kal
eldkotepa ota ptoxdvdpid toug (Garry DJ. and PP. Mammen 2007).

H anoteheopatikotepn petagopd tov O, amd tnv Hb kal anodéopevor| tng otovg
l0TOVG emTvyXAveTal pe TN Stadikacia cuvepyElakod PNXaviopov G€opevong-amode-
OUEVONG, LETW aAANAeTISpaon§ TwV OpddwV TNG aiung, Tov StevkoAbvouvy Tny pocdeon
Tov O, amno pia opdda aiung oe aAAeg opadeg aipng (Ackers GK. and JH. Hazzard 1995).

O1 duvdpeig d¢opevong tov O, pe v Hb ouviotovv ) ovyyévela (affinity) Tov O, pe tnv
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Hb 1 omnoia propet va xapaktnpiletar wg vynAn 1 xaunAr, avaloya pe ta avtiotoxa
10000t eAeVBepov 0&uydvov.

Katd tn Stadikacio o§uyovwong, tpomomoteitat n tetpapteprig Sopr, o Ty évvola aAla-
Y1|G TOL TIPOCAVATOALGHOD GTOV XWPO TWV TEGoAPWY aAvaiSwy peta&d Tovg, Snpuovpywvtag
£VaL KEVTPIKO KOIAWUaA 0TO 0700 eTTPETOVV Tr) SECEVOT TOL 2,3-AlpWaPOYAUKEPIKOD 0E£0G
(2,3 BPG). H napovoia tov 2,3 BPG éyet wg amotéAeopia tn xakdpwon tng ovyyévetag tng Hb
pe to O, kat StevkOAvvon TG amodéouevong Tov 0Toug 1oTolg (Bunn H. and B. Forget 1986).
To moo0oT6 TOL O, TOL TMAPaAEVel Seopevuévo pe Ty Hb kaleiton kopeopdg (saturation).
O Babuog kopeopod e Hb oe O,, pe Tipég mov mowkidovy amd 0 péxpt 100% amotelei ov-
vaptnon G pepukng mieons Tov O, (PO, mmHg) mpog to nepiPdAlov. H oxéon kopeopov
6 Hb mpog pO, amodidetan ypapukd pe pia orypoedr) kapmon, Ty KaumoAn ovyyEvelag
NG AHOCPaLPiVIG pE TO 0&YOvo (ZA0). Ztovg mvebuoveg, omov n pO, eivat mepimov 100
mmHg, n Hb eivau kopeopévn pe O, katd 97%, evw 0Tovg 10Tovg 6mov 1) pO, pewwvetat (40
mmHg), o kopeopog g Hb oe O, peidvetan avtiotorxa (Emove 4).

H xnuuxr ovyyéveia g Hb pe o O, amodidetau pie Tov 6po P, , mov ek@pdlel Tn pepixn
nieon Tov O, oty omoia n Hb eivat katd o Niov kopeopévn pe O,, 6tav dnhadn to 50%
Twv Bécewv déopevong Tov O, eival katehnupéveg.

Kopiot tapdyovteg mov emmpedalouy o P dpa kau t B¢on g orypoedois kapmdAng
ZAO, eivat 1 Oeppokpaocia owpatog, to pH aipatog ko to 2,3 BPG. O mapdayovteg avtoi
ovvolikd ovopalovtat aAdootepkoi (AAANg Béong). Kabe avénon g Beppokpaciag, 6mwg
O€ EUMOPETEG KATACTATELS 1) KATA 1| HUiKr) AOKN0T), OTIOL Ot HeTaPONKEG avdykeg ivat awgn-
péveg, amelevbepdvovtat 6vta H* 1§ CO, kat yahaxtiko o&p. Q¢ amotéAeopia, o mporhnOei
o&¢won pe mtwor tov pH ko petakivon g KapmvAng mpog ta Sefid, pe ouvénela Ty are-
AevBépwon peyakitepng moodtnTag O, 0Toug 1IoTOUG. ZTOUG TIVEDHOVEG, OTIoV aneAevbepwve-
Tt CO, ke awgdvetan To pH, €xovpe 0TPOPT TNG KAUTTUANG TIPOG TAL APLOTEPA, UE ATOTENEOHA
avgnon g ovyyévelag kot peyakitepn mpdohnyn O, ané v Hb. To 2,3 BPG mov oxnpari-
Cetat ota epuBpd atpooaipia, AmOTEAEL TOV ONUAVTIKOTEPO PLBUOTIKO TIOPAYOVTOL HETOKI-
vnong tng kaumoAng ZAO mpog T pia 1} Ty @A katevBuvon (Duhm J. 1971). H oxéon tov
2,3 BPG pe ) ovyyévela tng Hb pe 1o O, eivat avtiotpogwg avaloyn. YynAr ovykévipwon
Tov 2,3 BPG o710 £puBpo arproopaiplo €xet wg ovvémela Ty anekevBépwon peyakbrepwy mo-
cootwv O, 0TOVG 10TOVG, Kau avTiBéTwG (Thomas HM., SS. Lefrak et al 1974). H xaunAn mept-
EKTIKOTITAL TG UPpuikng aupoo@aipivng oe 2,3 BPG evioxvet T ovyyéveld g pe 10 O,, ue



6 AIMOZOQAIPINOITA®EIEZ

amoTéAeopa TV IkavoTnTa ToL guPpvov va mpoohapPdvel O, amd Tov mhakobvTa. BAémovue
Aoumov STt avahoya e TIG avAyKeg ToL opyaviopod, To P, mpocappoletat e oxéon avtiotpo-
¢n mpog TN ovyyévela TG Hb pe to O, (Oski FA. and AJ. Gottlieb 1971).

OPTANQXZH KAI AOMH TON I'ONIAION THX AIMOZQAIPINHX

Ta yovidia mov gvBdvovtat yia ) obvBeon Twv mpwteivikwv alvoidwv Tng aoopat-
pivng Statdooovtat oe d0o yovidiakd ovumAéypata (clusters), pe tn oepd TG ovtoyoviknig
TOVG EKPPAOTG, TIAVw ot SVo SlagopeTika xpwpoowpata (Anderson WE, A. Deisseroth et
al 1978) (Ewova 5).

100
tpH
N0~ &BPG}
+Temp
v
80— +pH
1 tBPG
_______________ [ . tTemp
70 — :
1
> 1
§ 60 B : Auénpévn ouyyévela
Q 1 EAattwpévn ouyyévela
f Pso :
g 50 T ! _, !
=) /! :
(8. ! 1
S 40— : !
I |
! 1
30— 1 :
| I
1 1
20— ; \
) 1
! 1
! 1
10 . !
: ‘ 1
1 L I 1 1 1 1 1

0 10 20 #3530 40 50 60 70 80 90 100
PO, (mm Hg)
Eix6va 4. Ziypoerdijs kapumody cvyyivelas T aipoopaipivs pe to okvyovo.
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Xpwpéowpa1b Xpwpéowpall
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AAYEIAEY G Cava 0,€; Y2 0P, 029,

AIMOZOAIPINEX Hb Gower 1 HbPortland Hb Gower 2 HbF HbA HbA,
e ~ J _~ ——

NEPIOAOY EMBPYONIKH EMBPYIKH ENHAIKH

Eiéva 5. Opydvwon twv yovidiwv Twv npwteivikav alvoidwy Twv guotodoyikwv
ALUOCPRIPIV@Y.

210 Xpwpdowpa 16 otn 6éon pl3.3, kovtd 0T TEAOEPLKO dikpO TOL Ppaxéog oKEAOVG,
evtoTi{etat To cOPMAEYHA TwV a YoVISiwv oL TepLExeL Eva epPpuovikd yovidio -alvoidag
(HBZ 1 (), 6o yovidia a-alvoidag (HBA, kat HBA 1 a, a,), Tpia yevdoyovidia (HBZps,
HBA ps, HBA ps 1} y(, ya,, ya,) kau o yovidio 6-alvaidag (HBQ, 1 6), ue T oepd: 5- G,
WG, o, Ya, o, 0 -3’ (Deisseroth A., A. Nienhuis et al 1977; Higgs DR., MA. Vickers et al
1989). H Aetrtovpykotnta tov yovidiov 6 dev eivat yvwotr). H mAnipng éMkenymn tov yovidiov
dev ovvodebeTal amd oLYKEKPEVO KALVIKO QAUVOTLTIO.

Toyovidia o, ko o, (HBA | kat HBA) eivau oxed6v dpiota (opoloyia 98,5%) kau kwdiko-
TOLOVV OpoLeG TOAVTIENTIOIKEG aALGISES, SLaPEPOVV OHWG WG TIPOG TNV TOCHTNTA TIAPAYW-
y1ic. To yovidio a, mapdyet Vo e Tpelg Popég meplocodTepe a-alvoideg amd To yovidio a,
kaBOAn ) Siapketa, TO00 NG eUPpuikng 600 Kat TG eviAkng {wr¢ (Bernini LE. and CL.
Harteveld 1998). Ta 0o a yovidia eivat TomoBetnuéva péoa oe 3 peyalhtepeg opoAoyeg
aAnlovyies, YvwoTég wg meploxés X, Y kat Z, dmov ovvreleitat i Stadikacio moAAamAa-
olaopob Twv aAvaoidwv. Otav ot aAAnAovyieg avtég dev BpiokovTal o€ CWOTH AVTIOTOIXIO
HeTa&D TWV OHOAOYWV XPWHOCWHATWY, ELVOOVV PALVOLEVA AVIOWY ETUXLACHWY KAt Tr St-
dpkela TG peiwong (Eéva 6). ATOTENECHA TOV AVIOOV EMIXLACHOD givat 1) Srpovpyia Twv
o Kotvav at eNelupatwy otny a-0alacoapia (Embury SH., JA. Miller et al 1980).

210 Bpayb okélog Tov xpwpoowpatog 11 otn O¢on p15.5, evromiletal To cOUMAEYHA TWV
B yovidiwv mov mepiéxet To euPpuoviko yovidio tng e-aivoidag (HBE), ta dvo epPpuikd yovi-

St twv y-adoidwv (HBG, kat HBG, 1y %y, *y), T0 yovidio tnG §-alvoidag (HBD), To yovidio
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Eixéva 6. Avicog emiyiaouds ol ko a2 yovidiwv petald opdloywv ypwpoowudrwv 16
Hoffbrand V. et al, Postgraduate Haematology 7th ed. 2016.

¢ B-atvoidag (HBB) kat éva yevdoyovidio B-ahvoidag (HBBps) e ) oepd: 5- ¢, “y, 4y,
P, 5, B -3" (Efstratiadis A., J.W. Posakony et al 1980. Fritsch E.E, R.M. Lawn et al 1980). Ta §0o
Y yovidia kwdikomolovv StagopeTikég y-ahvaides, pe yAvkivn (Gy) 1 ahavivn (*y), avtiotorxa
ot Béon 136. OAa ta yevdoyovidia (), mov Sev ekPPAlovTaL e TIOPAYWYT| TIPWTEVIKWY
aAvaoidwv, amotehobv katdhoua KAoTe evepywv yovidiwy katd tn Stadpopr) g eEEMEng.

H Baoikn dopn OAwv Twv Aertovpyikwv yovidinv Twv akvoidwv Tng aipoo@apivig Tov
avBpwmov eivau mapopola (Eméve 7). Amotelobvtan amod mepimov 1.500 vovkAeotidia mov
KATAVEHOVTAL O TPELG HETaPpalopeves ieploxés (3 e€wvia) kat S0o mapeuPariopeveg pn
petappalopeves meploxés (2 wrpovia, IVS-1 kat IVS-2). KaBe efwvio kwdkomnotei ovyke-
Kppévo aplipo apvogéwy kat Pacewy, kabwg kat AAAwv Teploxwy mov oxetifovtou pe
ovvdeon Twv TOAVTENTISIKWVY aAvoidwv pe Ty aipn. To yovidio HBB kwdikomotei 146 apu-
vokéa (B-alvoideg). To mpwro ewvio kwdikomotel Ta apvo&éa 1 uéxpt kat 29 kot puépog anod
10 30, To SevTepo e§vio kwdikomotel péxptL kat To 104 apuvolp, to e tpito efwvio kwdiko-
otei To 105 péxpt kat to 146 apvo&d. Opoiwg, To HBAT yovidio mepthapPaver 3 e§ovia ko
2 vtpovia aAld kwdikoTotei 141 apuvogéa (a,-atvaideq). To mpwTo e&vio kwdikomotei Ta
apvo&éa 1 uéxpt 30, To Sevtepo kwdkomoLe ey pLkan T0 99 apvo&d, To Se Tpito kwdikomot-
el To 100 péxpt kat To 141 apwvo&d (Hardison R. 2001; Forget BG. 2001).

2t Sopn twv yovidiwv epthapBavovtat, otn 5'pun petagpaliopevn meploxn (5 'UTR),
HeTagV TG «B¢ong kévyne» (CAP site) kat Tov kwdkoviov évapéng (ATG), dvo Paoikég
anAovyieg, ot CTTCTG kat CACCATG, mov vriootnpifovy tny avtrypa@r tov yovidi-
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Ynokwntig CAP site 5° UTR ATG TAA 37 UTR polyA
B yovidio Goon [ coz A il
HBB ﬁ 1-29/30 30-104 105-146 ,T

TATA box " AATAAA
CCAAT box

CACCC
cceeece

HS15 ¢ oy by oy 5B Hs6

LCR

HS - 40 4 ylwo, wou o o 0

5 L 000880+

B ——
X Y z Xy z

o, yovidlo m ]
H BA 1-30 31-99 100-141

Eixéva 7. Baoki) Sout) twv Aettovpyikay yovidiwv twv alvoidwy THG aipoo@aipivig.

ov. Eniong, peta&d tov kwducoviov teppatiopov (TAA) kat TG oA A ovpdg (poly (A)
tail), evromiCetat n 3'un petappalopevn nepoxn (3"'UTR), mov mepthapPavet pic oAAn-
Aovxia Bacewv, Tnv AATAAA. H adnlovxio avtr katd Tn peTaypagn TnG onpatodotei
™V évapn NG amoKOTIG TOL 3’ dKPOL TOV TTPWTOYEVODG HETAYPAPOL KAt TNV TTPOsOrKN
NG MTOAV-A eméKTAONG, TPOaPEpOVTAG aTabepomoinon Tov popiov Tov mRNA 010 KUT-
tapomhaopa. Téhog, ) owoth anokonr kat enavacvykoAnon tov mRNA kabopiletal oe
peydho Babuo amnd tnv mapovoia cvykekpiuévwv divovkAeotidiwy otig Béoelg e§wviov/
wtpoviov (CT o1o 5'dxpo kaw AG 070 3'dKpo Tov kdbe tvTpoviov) aAld kat amd Ty al-
Andovyia Twv yerrovikav Pacewv (Orkin SH. and DG. Nathan 1998).

H éxg@paon twv yovidiwv kat ota §Vo ovpmAéypata egaptatat and Ty mapovsio pudpt-
OTIKWV TIEPLOXWV TIOL PpiokovTan o B¢or cis pe Ta CUUITAEYHATA. ZTO COUTAEYHA TWV 0L YOVI-
diwv, 25-65 kb 1pog 10 5’ dkpo twv yovidiwy g a-alvoidag evtomilovtat Téooepels ouvTn-
puéveg un petagppalopeves alnovyiec MCS-R1 éwg -R4 ek Twv onoiwv povo to MCS-R2
@aivetat va oxetiCetal pe TV €k@paot Twv a-aAvoidwy. Ot TEPLOXES AVTEG AVaPEPOVTAL Kat
wg HS-40 kau xapaktnpilovtar ano vrepevaiodnreg O¢oeig (hypersensitive site, HS) yia to
epuBpoetdio éviupo DNaon I (Higgs DR. and WG. Wood 2008). Zto oOpmheypa twv P yovi-
Siwv, n) faoikr pvOuoTy meprox LCR (locus control region), mepthapPavet 5 vepevaiodn-

16 B¢oeig (HS) oty DNaon I (HS 1-5), tov evromiCovtou peta&d 6 kau 20 Kb pog 1o 5" dxpo
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Tov yovidiov G e-ahvoidag. Mia akopa puBuotikn meploxr pe 6 HS evromiletar mepimov 20
Kb mpog 10 3" dicpo Tov yovidiov tng f-alveidag (Li Q., KR. Peterson et al 2002).

Yndpxovv TovAdXIoTOV Tpelg ouykekplpéves Béoelg voukAeoTidikwv aAAnlovxiwv mov
OVUUETEYOLV OTN pUBWION TNG €KPpaong TwV yovidiwy kat PpiokovTal 0TV TEPLOXT) TOV
vroktv i} (promoter) 200-300 bp mptv amné ) «@éon kaAvyne» (CAP site). Ot alknlovyieg
autég eivan ot: «TATA box» ((andotaon mepinov 30 bp), «CCAAT box» (peta&y 70-90 bp), pe
11 CACCC 1j/kat CCGCCC axopa pakputepa. H aAAnhovxio CAP site Aertovpyei wg orjpa
yla v évapén g petaypagng (Stamatoyannopoulos G. 2005; Bank A. 2006).

SYNOEZH MPOTEINIKQON AAYEIAQN THE AIMOX®AIPINHE

‘Eva mpwteiviko popto eivar pia memtidikny alvoida mov anoteleitan and apuvotéa (ka-
Tahowma apuvo&éwy, residues), TomoBeTnuéva 0 CUYKEKPIEVT] OELPA KAl EVWUEVL |LE TIETTL-
Skovg Seapovg. Ztn oo vrapyxovv 20 apvoééa, Tov o dmelpog aplids Twv cuVSLACHWY
Toug Tpoadidel povadikotnta ot kabe MpwTeiviko popo. Kabe apuvodd mepapPavet pia
apuvopada, pia kapPfofulopdda kat pia TAeLpIKT opdda ov Stagépel amd apvogh oe apu-
vo&b kot tpoadidet Tig xapaktnpotikég Tov dtotntes. H ohvdeon twv apvo§éwv yio oxnua-
TIOUO TPWTEIVWY YiveTal 0Ta PLBOCOHATA (1€ OHOLOTIOAKO OEOpO avapieoa oTny apvopada
Tov evog kat T kKapPo&uAopada Tov GANov e TawTdxpovn amoPolr| popiov vepov (memti-
Sikdg deopog).

H oepd Tomobétnong twv apuvoféwv ota TPWTEIVIKA HopLa givat KwOIKOTOMUEVT OF
OVYKEKPIEVT Oelpd Twv alwTovxwv Pdoewv Tov popiov Tov deofupiPovovkleikod o&eog
(DNA), n omoia amoteAel Tov yevetikod koduca. Ot Baoelg eivau ovoTATIKA TWV VOUKAEO-
Tdiwv Ta omoia amotedovv TIg dopkég povadeg Tov DNA (molvvovkAeotidia). Zto popto
Tov DNA vridpyovv 4 Baoeig, ) adevivy (A), n yovavivn (G), n Ovpivn (T) kat n kvtooivy
(C). H aAAn)ovyia Twv tecodpwy alwtodyxwv Pacewy pumopei va Snpovpynoet ToAAovg
ovvdvaopovs. 1o DNA OAwV Twv TPOKAPLOTIKWY KAl EVKAPLWTIKWY KVTTAPWY Ol TEGOE-
pelg Paoelg ouvdualovtat avd tpet (4°) kat tot tapdyovtal 64 Suvatoi Stagpopetikoi cuv-
Svaopoi Tov ovopdlovtan kwdkovia (codons) 1} TpuTAéteg (triplets), Snhadn pia “AéEn”
TOV YEVETIKOD KWALKA TIOV AVTIOTOLXEL OE OPLOUEVO auvoD.

Tooo 1 ypapyukn Stadoxn twv opotomokd cuvdedepévwv tecodpwv alwtodxwv Bdoe-
wv (A,G,C,T), 600 kat piot TAEVPIKT} CUUTANPWUATIKOTNTA AVTITAPAAANAWY KADVwWV (A,T

kat G,C) oxnuartiCouv t SmAr éhka Tov DNA 1ov anote)el Tov @opéa TwV YEVETIKWY
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mAnpogoplwv. H yevetikny mAnpogopia, mov eivat kwSKomonpévn otn voukAeoTidikr al-
Anlovyia Tov DNA petaypdgetar oe RNA (moprvag), mov otn ovvéxeta Ba mepdoet 0to
KUTTApOTAAopa (pPOcWHA), Yiot VoL HLETAPPAOTEL O€ TIPWTEIVEG.

H 6\ ene€epyacia tng obvOeong kat Sumhaotaopod tov DNA (1) tov RNA o¢ pepikotg
1006), Aéyetau avtiypaen (replication) kau yivetat katd Tn @Aon S TG LECOPAOT|G TOV KUT-
Tapkov kvkhov.! H ovvBeon twv akvoidwv apyilet pe tn petaypaen (transcription) tov
avtiototyov yovidiov péoa otov muprva (Orkin SH. and DG. Nathan 1998). Mia 161k
nohvpepdon (DNaon I), padi pe GANOVG HETAYPAPIKOVG TTAPAYOVTES, TPOOKOANATAL OF €L-
Swry B¢om tov DNA, vrokv g, kau apxilet va cuvBétet tnv alvoida tov ayyehtogdpov
mRNA, wg katonTpiko avtiypago tov yovidiov ov petaypdeetar. H emloyrn twv yovidi-
wv 1oV Oa peTaypagoiv puBpiletal amod edikég vovkheotidikég alAnlovyieg, mov Bpioko-
vtaw ToAV pakpia and ta yovidia (Grosveld E, GB. van Assendelft et al 1987; Vyas P,, MA.
Vickers et al 1992). Onwg avagépOnke, yia v opdda Twv a yovidiwy evfvvovtat ot aAAn-
Aovxieg HS-40 kau yia tnv opdda twv B yovidiwv ot alkntovxieg LCR. Xt ovvéyela, ako-
AovBovv Tpeig paoelg enesepyaciag (process): a) To mpwtoyevé¢ mRNA anaAldooeto
amo Ta IpOVIa, pe TIG KatdAnAeg piovovkAedoes. Ot pipovovkhedoes evepyolv petadd
Twv voukAeoTdiwy, CT kat AG, ontote 10 3" dkpo Tov kdbe e§wviov evwvetat pe 10 5 dkpo
Tov emopevov efwviov. H Siepyacia avtr] ovopaletar RNA cvvappoddynon «patiopa»
(splicing). B) AkolovOei peBvhiwon otny edikr| B¢on kdhvyng (CAP site) 0to 5" dipo kat
Y) agov anoktnoel pia ToAv-adevulikn (poly A) otabepomnomntikn ovpd 610 3" Akpo, TIEPVA
QAo TOV TVPTVAL OTO TPWTOTAAGCHA [E TN HOPEPT| TOL wpipov mRNA.

Zto kuttapdmhacpa, to wptpo mRNA cvvdéetal pie Ta prpocwparta kat peTappaieTat oe
TIPWTELVT), [E CLPPAPT] TWV AUVOEEWY TIOL VTICYOPEVOVTAL ATIO TO VOUKAEOTISIKO prjvupa (tR-
NAs). H dadikaoia petdgpaong (translation) yivetat oe tpia otédia: ) Evapén (initiation),
IOV €valL 1] AVayVWPLOT Tov TPWTov kwdikoviov Tov mRNA, ) Emunixvvon (elongation),
0V eivat 1) TIPoaONK kat oVVSeon VEwv apvo&éwv pe Ta Tponyolpeva kat y) Teppatiopdg
(termination) tng oOvOeong pe ta kwdwovia AM&ng (UAA, UAG 1) UGA) mov Stakomtov
v nepautépw eEEMEN. H étowpun mhéov alvoida, eni tov mpokelpévou twv alvoidwv g ogat-

pivg, apov ehevBepwBel amd To PBOCWA, TO OTIOI0 AVAKVKADVETAL, GUVOEETAL [E TNV alijin),

1. Hpeodgaon mepthappavel Téooepels @doeis: a) M, avtiototyei otn pitwon, ) G, petagd g pitwong kat
™G évapéng avtrypagng Tov DNA, y) S, avtrypaer) Tov DNA kat 8) G,, ovveyiletat n kuttapur adgnon kat
ovvTifevtau mpwteiveg.
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IOV BPIOKETAL OTO KUTTAPOTAAOUA, ATIOKTWVTAG TNV €8IKT) 0TePe0OUr TNG. ZTN OUVEXEL
Stamhéketal pe TiG ovpmAnpwuatikés TG alvoideg (x. o B +a,B,) kat oxnuartiletat To Te-
TPaEPES HOPLO TNG aupooatpivng. Ztn dtepyaoia avtr), ot a-a\voideg o eivon e§aupeTikd
aotafeig TpooTaTEVOVTAL ATTO TNV AUECT) HETOLOIWOT] KAl KATAKPHHVIOT oo it TPWTELVN
Tov epuBpokvutTdpov, AHSP, kat mpoopépovtat mpog ovvdeon pe Tig f-akvoideq. H diepyacia
auTr| emteleitat katd 95% kat TAéov Toug epuBpoPAdoTes yia va cupmAnpwdei ota Siktvo-
gpvBpokvTTapa (Maniatis T., S. Goodbourn et al 1987) (Eoéva 8).

Z10VG PLOLOAOYIKOVG EVIMIKOUG, 1) TOCOTNTA CUVOEDT|G TIPWTEIVNG TWV TEGOAPWY A YO-
vidiwv eivat oxedov ion pe t ovvOeon twv o B yovidiwy, doTe TPaKTIKA va yepilovy ta
epLOpd arpooaipta pe 300 EKATOUHDPLA LOPLA AUOTPALPIVIG, IOV GLVIOTOVV TN «UEOT] TTO-
ootnta apoopapivie» (MCH: 30 pg) kat va dtatnpody otabepod Tov péco dyko epubpwv
(MCV: 80-95 fL) (Higgs DR. 2004).

lovidio B-aAuaidag

Ynokwvntig xonl exon2 exon3 )
R N vs-1 A\
DNaon I ¢ Metaypagn
mRNA avtiypago
55—l I 22 3
CT AG CT AG
¢ Ene&epyaoia
MYPHNAZ a’” RNA ZuvappoAéynon

B” MeBuAiwan CAP site

Zf QE y Poly A
5 37

A exonl exon2 exon3 AN
cap poly A

‘Opwo mRNA

|

Z0vdeon pe pBoowpata

B
a’” ‘Evap&n

AneheuBépwon ané pioodpata B Enwprikuven
tmRNA Yy~ Teppauopog
KYTTAPOMAAZMA ¢
Mpwteivn Aiun Zapivn

= 8

Eixova 8. Zvvleon twv mpwteivik@v alvoidwv THG aipoopaipivig.
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ONTOTI'ONIKH EK®PAXH TON OYZIOAOITKON AIMOZPAIPINON

Ta yovidia Twv o@aipivwv vtokevtat o S00 avantuélakés petaotpo@és. Katd tnv
TPWTN HETAOTPOPT), Ta { kat € yovidia Tng ogatpivng mov ekppalovrat katd tr Sidp-
Kela TNG mpwToyevovg epvbpomoinong atov epfpuiko AekiBiko aokd kat og mapaaop-
TIKEG AULHOTIONTIKEG TIEPLOXEG, ATTOOLWTIWVTAL Kat avTikabBioTavtat and ta dvo y (Cy, Ay)
yovidia o@aipivng kat oTn ovvéxela and Ta Vo a (a,, a,) 0To HIAP KAl OTOV OTTARVA.
Amo v 8n péxpt TV 28n efdopdda kvoews, TNV KVpLa eotia eppbpomoinong anote-
Aet to Nmap (Stamatoyannopoulos G. and WA. Nienhuis 1994). Katé to dedtepo fui-
OV TNG KONONG, 1 Tapaywyrn Twv epuOpokuTTdpwy TPoodevTikd HeTatomiletal and to
ATap TPOG TOV OTATVA KAl TOV HUEAO TWV 00TWYV, O OTOL0G HETA T YEVVNON amoTeel
™ povadikn eotia guatoloyikrg awpomoinong. H devtepn avamtvélakn petaotpoer
TpAyHaToTOLE(TAL KATA TN YEVVNOT, pe TNV ékgpaoct) Twv O kat B yoviSiwv ogatpivng,
KUPIWwG OTOV HVENO TV 00TWYV Kal TNV TAVTOXPOVI UEIWOT) TNG EKPPAOTG TWV Y YOVL-
Siwv o@atpivng oe oA xapnAa enineda (1% - 2%) oTo TEA0G TOL TPWTOL XPOVoL {wNG
(Stamatoyannopoulos G. 1991).

ZOpQwva He TNV EKQPAOT] TWV YOVISIwV TWV 0QALPLVWY, KATA TIG TP TeG efSopd-
deg NG epPpuikng Lwrg (3n-8n), aviyvevovTtal ot euPpuovikég atpoopatpives Gower 1
((2+¢2), Gower 2 (a2+¢€2) (Huehns ER., FV. Flynn et al 1961; Huehns ER., N. Dance et
al 1964) kat Portland ({2+y2) (Kaltsoya A., P. Fessas et al 1966; Capp GL., DA. Rigas
et al 1967; Capp GL., DA. Rigas et al 1970), kaBwg kat 1 epPpvikn atpoopatpivny HbF
(a2+y2) (Allen DW., WA. Schroeder et al 1958). An6 T 61 éwg v 81 efdopada, mov
AvaoTEANETAL 1) TTAPAYWYT] TWV ERPLOVIKDV ALHOTPALPLVWY, TTPOOJEVTIKA avTikadioTa-
vtaw ano Ty epPpuikng HbF wote mepi mn 12n efSopada va kvplapyet (70-90%). Meta
v 11n eBdopdda apxifet va mapayetat oe pkpd mood (5-10%) n aipoo@aipivny Tov
evnAikov HbA (a2+(32) (Hollenberg MD., MM. Kaback et al 1971; Pataryas HA. and G.
Stamatoyannopoulos 1972). YroAoyiCetat 0Tt petd tnv 24n efdopada, apxilovv va ex-
ppatovtat kat ot §-alvoideg, €101 wote n HbA, (a2+62) va aviyvevetal katd tn yEvvn-
on oe mocoota mepinov 0,2% (Karaklis A. and P. Fessas 1963). Ané tnv nAwia twv 3-4
UNV@OV petd T Yévvnon, ta emineda e HbA, Oa @bdoovv oto 2-3% (Wilson MG., DA.
Schroeder et al 1967). Meté tnv 32n-361m efdopada, ot y-alvoideg avtikabiotavtat and
TG P-alvoideg, yia va emkpatnoet 1 HbA évavti tng HbE mov Ba @Bdoel ota emineda

Tov 5% Tepi Tov €kTO prva, Kat ota 0,5-1,0% petd Ty nAikia Twv 2 €TV (Emdva 9).
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Eixova 9. Exgppact Twv yoviSiwv Twv mpwteivikwy adveidwy kat cvvleon Twv aipoopaipivav
Kotk Ta Sikpopa aTdd1ex THS avamrTvéng.
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MeTd tovg €€t prpveg amd T yévvnon, To ATopo Ba amoKToEL TIG YUOLOAOYIKEG avaloyi-

€6 TwV alpooaptvwv (Mivaxas 1) (Lehmann H. and RG. Huntsman 1974).

Iivaxag 1. Avadoyies puotodoyik@v aipoc@uipvay katd Ta Sikpopa otadia ¢ avamrTvéng

MEPIOAOI / Hb% HbF (a2+y2) HbA (a2+82) HbA, (02+62)
EuBpuikn 90 10 0
Neoyvikn 80 20 <05

EviAikn <2 > 95 <35

H exhextikny dpaotnplonoinon twv yovwv tTwv alvoidwv ota StagopeTikd otddia
avantudng (epPpvovikn > euPpuikn > eVAAKN), OPeileTal Ge UNXAVIOUOVG HETAOTPOPNG
(switching), mov eAéyxovtal and ovykekpiuéveg aAAnAovxieg oTnV MEPLOXT TOV LTTOKL-
VTN Kat AANEG AMOPAKPLOPEVEG PLOOTIKEG TIEPLOXEG. ZNUAVTIKO PONO Yl THV “amoot-
@mnon” G ékppaong Twv y-alvoidwv anodidetal oTov petaypa@iko mapayovta BC-
L11A, kaBwg kat o aAovg tpomomnotntikovg mapdyovtes (Sankaran VG., TE Menne et
al 2008; Sankaran VG., ]. Xu et al 2011). H mAfpng katatvonon Tov pnxaviopol evepyornoin-
OTG-aTTEVEPYOTIOIN NG TNG EKPPAOT|G TWV Y-aAVGIdwVY amoTeNEl AVTIKEIUEVO EKTETAUEVWY
EPEVVY, [E OTOXO TN BepamevTiky) TPOTEYYLOT OPLOUEVWY HOPPWY atpoo@atptvoradel-

wv (Stamatoyannopoulos G. and E Grosveld 2001).

IAIOTHTEX OYZIOAOITKON AIMOZPAIPINON

Hb A

Onwg avapépdnke, n kOpta atpoo@atpivn petd v nhkia twv €& unvwv eivaw 1 HbA
e mooooto >95% (Karlsson S. and AW. Nienhuis 1985). Kata tn Sidpketa twv 120 npe-
pwv {wrg Tov gpuBpov arpoopatpiov, éva kpd mocootd TG HbA veiotatau opiopéveg
avakatatdelg 0To HopLO NG, oL TOL TPOTdISOVV SLAPOPETIKT) NAEKTPOPOPITIKY GULLTIE-
(McDonald MJ., R. Shapiro
et al 1978). Eidicotepa nHbA, mapovoialet 1diaitepo evSiagépov. Anpiovpysitat petd amo

pLpopd. Tetola Tpomontomnuéva kKhdopata eivarn HbA o
Y\koQuAiwon tov apvo-Tehkod dkpov (NH,*) Twv B-alvoiSwv kat enti Sifntikdv ato-
pwv eivar aontd avgnuévn, avw tov 4% g cuvolikng HbA (Bunn HE, KH. Gabbay et
al 1978). H pétpnon twv emmédwv tng HbA, _amotelei xpriowuo Seiktn mapakolovdnong
™G pOOong tov daPrtn (Koenig R]., CM. Peterson et al 1976; Garlick RL., JS. Mazer et al
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1983). e TACXOVTEG e auENUEVI] GUXVOTITTA avaTapaywynig Twv epuBpdv atpooaipiwy,
OTWG 0€ AOAVTIKEG KATAGTAOELG, Ta etimeda Tng HbAIC etvat eattwpéva (Bunn HE, DN.
Haney et al 1976). AAn pia idotnTa Twv khaopatwv e HbA eivau n ovuBolr toug o
Aettovpyia TPOCapHOYNG TOL opyaviopol oe cuvBIkeg ofeiag 1} xpoviag vogeiag, eldikd oe

TANBvopoig Tov {ovy og peydha vYoOpETpa.

Hb A,

H HbA2 amote)el pikpd mocooTto g aipoo@atpivig Tov evihikov (3-3,5%) (Kunkel
HG. and G. Wallenius 1955), pie Aertovpyikotnta mapopota pe g HbA. Ot d- kat ot B-akv-
0ideg Stagepovv katd 10 and ta 146 apvogéa mov Tig anotedovv (Bunn H. and B. Forget
1986). AvEnuéva 1) pewwpéva emineda g HbA2 anotehovv xpriowo ototxeio yia t Sid-
yvwon g etepoluyng P-Bakacoaupiag (Kunkel HG., R. Ceppellini et al 1957) i} tng a-0a-
Aaooaupiog (Wasi P, S. Na-Nakorn et al 1969) avtiotoiyws. Ze 0181pomeVvikéG KATAOTAOELS
Ta emineda G HbA2 eivau xapunAd, yeyovog mov pmopei va amokpOyet tn Sidyvwon Tng

ovviiBoug poper etepoluyng P-Bakacoaupiag (Alperin JB., PA. Dow et al 1977).

Hb F

Amotelel To KUpLO TOCOOTO TNG aupooPaupivng (90%), mov kvkAogopel katd Ta dvo
tehevtaia Tpipnva g euPpuikig Cwng. Ot y-atvoideg, mov xapaktnpitovv tnv HBE dia-
@épovy amnod TG B- katd 39 and ta 146 apuvogéa mov TG anotelovv (Schroeder WA, JR.
Shelton et al 1963). [Tepautépw Stagpopomoinon petadd Twv - kat y-aAvoidwv vidpxet 0N
0¢on 143, 6mov mepthapPavetat otdivn 1} oepivn avtiotorxa. H 143 wotidivn, oe avtibeon
pe T Y143 oepivn, anotehei onpavtikn 0éon déopevong tov 2,3 BPG (Bunn HE and RW.
Briehl 1970).

Ot y-alvoideg Stagpopomolovvtal og “y kat y avéhoya av otn Béon 136 mepiéyetan yAv-
Kivn 1 adavivny avtiotorga. Méxpt t yévvnon, n HbF amoteleitan katd ta dbo tpita anod
Sy advoideg (Cy/Ay: 3/1). H avaloyia “y/Ay alvoideg pewdvetat (2/3) pe tn HeTAMTWON TNG
EKPPAOTG TWV Y- TIPOG TiG P-ahvoideg kat avgnon tg HbA (Schroeder WA., TJ. Huisman
et al 1968).

Kopio Aerrovpyod xapaktnpiotiko g HbF eivan n avgnuévn ovyyéveia pe to O, oe
oxéon e TIG apooaipives TG evihikng (wnig. H Stagpopd ogeileton oTig Sopukég alayég
IOV TIPOKVTITOLY At TN Stagopd ot oVVheon TwV apvo&éwy peTadd Twv y-akvoidwv Tng

HbF kat twv f-ahvoidwv g HbA, énwg avagépbnke. Ot y-alvaideg ovuvdéovtal xalapd
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(Y143 oepivn) pe 10 2,3 BPG, n XxapnAn meplekTkOTNTA TOV OT0ioV, €Vvoel Tn déopievon
O, (Bauer C., M. Ludwig et al 1969). Qg armotéleopa, To O, mov amelevbepwvetal anéd tn
untpkry HbA mpoodévetau evkohotepa otnv HbF tov eufpdov kot StevkoAvvetat étot n
petagopa tov Stapéoov tov mhakovvta (Delivoria-Papadopoulos M., NP. Roncevic et al
1971; Oski FA. 1972).

H HbF xapakmpiletat and avfnpévn avBekTikOTNTA 0TI HETOVGIWOT) TNG 08 AAKAAKA
Stadvpata an'o,ti ) HbA. H guoikr avth) (S0t anotéAeoe Tov To a6 TPOTIO EUIecon
npoodiopiopod Tng oe arpoAvpata (Singer K., AL Chernoft et al 1951; Betke K., H.R. Marti
et al 1959), evw yla TV eVTOMIOT| TNG 0T EpLBPOKLTTAPA YXPNOLHOTIOWONKE PUOIKOXT KT
texvikr| ekhovoewg (Kleihauer E. 1974). MéBodot avooopBopiopov (Tomoda Y. 1964), ka-
Bwg kou egehrypéveg xpwpatoypagikés (HPLC) kou nhextpogopntikés (CE) uébodot éxovv
epappoadel ylo v aviyvevon kat Tov a&lomoto mpoodiopopd twv emmédwv g HbF
(Traeger-Synodinos J., CL. Harteveld et al 2014).

H HbF umnopei va katavépetal oe OAa Ta epufpokdTTapa (ToyKuTTapikn Katavopn) n
va meplopiletat oe évav vrromAnBuopo epvBporvttapwy (0,2-7%), Twv F kuttdpwv (etepo-
KUTTAPIKT| KATavopr)), avahoya pe Tnv vokeipevn Statapayn (Eréve 10).

Meta&d twv emmédwv g HbF (uébodog alkalkrng petovoiwong) kat Tov T060oTol
Twv F xuttapwv (pébodog avooogpBopiopot) vrapyet oxvpn ypapyukn ovoxétion (Wood
WG, G. Stamatoyannopoulos et al 1975).

AvEnpéva emineda g HbF otov eviidiko €xovpe 0e KATAOTAOELG IOV OPeilovTaL OF
YEVETIKA aiTla, OTIWG 1 ApemavokvTTaptkny vooog, 1 B-, df-0alacoatpial, n kKAnpovoukn

napapovn g epfpuikng arpoopapivng (HPFH), eite oe maboloyikég kataotaoelg e ta-

o, - va v ¢
2200 g%o s

50 A o.
" - a e
Eicove 10 o, B. Iayxvrtapixi) («) keu erepoxvrrapiks] (B) katavous) HHF evrog Twv epvBpokvtrapwy
(B. Aadrg, Aibaxtopixt] Statpiy 1978).
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Xela pehikn avayévvnon, Omwg ooPapr) aL8nPOTEVIKI avatplia, amAACTIKY avatpia, Huelo-
101§ Aevyauplio, Nratwpa, vTEPBLPEOEISIOUOG, XPOVIA VEPPIKT avemdpKela K.d., kaBwg ko
Katd ) Stdpketa TG eyKLpHooOVNG (3-5%), e TBavoTePO UnXaviopo Tov avfnpévo puduod
gpvBponoinong (Weatherall DJ., WG. Wood et al 1979; Popat N., WG. Wood et al 1977;
Zwepoviadov K, IT. [Tananétpov kau ovv. 1975). H mapaywyr| tng HBE extdg amod ta ddo
y-yovidia 010 xpwpoowua 11 pvBuifetat kat and TOAHOPPLOHOVG [E TOCOTIKNG TAPAyw-
Y16 Xapaktrpa (quantitative genetic trait), 6wg 0To cOUMAEYHA TwV yovidiwv TG B-opat-
pivng (Xmnl1-HBG2), 1} e &Aa yovidia, onwg oto xpwpocwpa 6q23 (HBSIL-MYB) kat
oto xpwpoowpa 2pl6 (BCL11A) (Labie D., O. Dunda-Belkhodja et al 1985; Menzel S., C.
Garner et al 2007; Thein SL., S. Menzel et al 2007).



MEPOX B’

AIMOXZ®PAIPINOITAGEIEX

OPIZMOX - KAHPONOMIKOTHTA - KATATAEH

Ot avaupieg katatdooovtal gite pe Pdon tn pop@oloyia Twv epubpwv (VTOXpwHES piL-
KPOKLTTAPLKES, 0pOOYpwieG 0pHOKVTTAPIKES KAl HAKPOKVTTAPIKEG) €iTe pe BAoT Tovg Ta-
Boyevetikong pnxaviopovs. H maboyevetir) katdraln Tov avoupwy, eKTog omnd Ty anw-
Aeta aipatog, mepthapPavet avtég mov opeilovtat: a) Xe peiwor tng epudpomoinong, dnwg

1 amhaoTikn avapia, n ENkewyn o1drpov, puAAKOD oo, Prrapivig B, n avawpia Black-

W
fan-Diamond, n emidpaon wv, gapudkwy, ot SuoepvBpomomTikés, k.&. kat B) e avnon
NG KATACTPOPNG TwV epuBpoPAactv oTov Hehd (U anodoTtikn epuBpomnoinon) kot Twv
epLBpwv oV MEepLpépeta (apolvomn), OTwG ot KANPOVOpIKESG SlaTapaxEg TNG aupoo@aupi-
VG, ot PAaPeg g pepPpavng Twv epuBpwy, ot eviupomddeles, ot AVTOAVOoEG AUHOANVTIKES,
YUXPOGUYKOAANTIVEG, 1] VUOKTEPLVI| TAPOEVVTIKI| ALHOTPAUPLVOLPIQL, K.4L.

Ot aupocpauprvomdderes amoteAovv piio eTepoyevr) opdada KANPOVOLIK®VY Tabhoewv Tov
AlPaTOG, IOV XapakTnpifovTal amo pio 1) TepIOoOTEPEG yeVETIKES Statapay€g TnG Sopmng kou TG
ovvBeong Twv TPWTEIVIKWVY aAvoidwv Tng apapivig. Ot auproopatptvonddeteg Stoxwpifovtat
amo TIG Slatapay€g TG aiping, TI TOPPUPIES, TTOL APOPOVV Ot SLAKPLTA HeTABOMKE VOoTjpaTa.

KAnpovopobdvral fe TOV GOPATIKO VTOAEITOUEVO XAPAKTHPA, e EakoAovbo Ta dTopla
o€ £TepOQUYN KATACTAOT], KATA KAVOVQ, Vot Ny €X0uV KAVIKEG EkONADTELS. ZTOVG opoluyw-
TG 1) TouG SIMAODG €TEPOLUYWTEG, 1] KALVIKT] EIKOVA KAAVTITEL EVPY PACHA EKSNAWOEWY e
TowkiAn Bapvtnta (KAvikog @avotumog). H faphtnta Tov kKAvikoD @avotymov Kat 1 mpo-
yvwon e§apTétat Kupiwg amd TOV yoVOTLTIO, Ao I GLVUTIAPEN CUYKEKPUEVWY HOPLAKWDY

TPOTIOTIOUTIKWV TIAPAYOVTWY, Kal SEVTEPEVOVTWG A0 TEPIBAANOVTIKOVG TTAPAYOVTEG IOV
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OVUTTEPIAAUPAVOVV KOLVWVIKOUG TIApAyovTeG, cuvONkes SaPiwong, Kat vyeloVOpKn emap-
kel (Weatherall DJ. 2001; Steinberg MH. 2009).

Onwg gival yvwoTo, ylo T VOOTOTA TTOL KANPOVOHOUVTAL [1€ TOV UTIOAELTOHEVO OWHa-
TIKO XapaKTApa Kat o€ avTifeon e Tov emKPATOVVTA TOTIO KANPOVOUKOTNTAG, UTOpEL Va
TPOKOLYOLV Ol AKOAOVOEG TIEPIMTWOELG:

a) O évag yovéag etepouywTng Kot 0 AAAOG PUGLOAOYIKOG, Ta TTaSId TOVG EXOvV
50% muBavoTtnTa va givat eTepoluywTeS yla T cuykekpievn BAAPn.

B) Ot dvo yoveig etepoluywreg, vdpyet mBavotnta 25% va yevvnOet maudi pe
opoluyn katdotaon, 50% va givau eTepoluydTNG Kat 25% QUOLOAOYIKO.

y) O évag yovéag opoluywtng (maoxwv) kat 0 AANOG uaLoAoYIKdG, OAa Ta Ttoudid
Ba eivat etepoluywTes.

d) O évag yovéag opoluywtng kat 0 GAN0G etepoluywTng, ToTe LTIdP)EL 50%
mBavotnta va yevvnei opoluywtng kau 50% etepoluywng.

Ot mBavoTnTeg avTég LoYVOLVV yla KdBe eyKLHOOUV XWPLOTA Kat aveEapTnTa

amnd To gUAO.

KAnpovounon popewv mov petadidovTal pe Tov EMKPATOVVTN CWUATIKO XAPAKTHPA:
Amotelobv omdvieg popPeg vmepaoTabwy aupooatptvontabewwv (Hb Stara Zagora, Hb Ge-
neva), Tov 0TNV £TepOLUYN KatdoTaon xapaktnpilovtow and petpla éws Paptd avauptio, omAn-
vopeyoia, £VTOVEG HOPPONOYIKEG AANOLWTELG TWV ePLOPWY, CXNUATIOHO XOPAKTNPLOTIKWY
adpwv eykheioTwv kokkiwv EAevBepwv a- kat B-alvoidwv (inclusion body thalassemia), avn-
uéva enimeda HbA, kat pn w0opporm ovvbeon twv a-/B-alvoidwv. Exovv meptypagei oe pie-
HOVWEVEG OLKOYEVELES, aLVBwWG WG de novo petalagelg maboloykrg aoopaupivig (Beris
P, PA. Miescher et al 1988; Fei Y]., TA. Stoming et al 1989; Efremov DG. 2007).

g apooapvontabeteg €xovv meptypagel mavw and 1560 petalldgerg (Hb Var
https://globin.bx.psu.edu/hbvar/), ot omoieg agopovv ota yovidia, ko ennpealovy 6o
Sopr| 600 kat Tov Babpo cvvOeong Twv avtioTowy MpwTeivikwy aAvoidwv. H melovotnta
Twv petalafewv evromiCetat ota il Ta yovidia 1} 0TIG yeITovikég TouG TepLoxés. Ymap-
XOUV 0w Kat petadld&elg mov enmpedlovy Tig pubuuotikég alAnhovxieg TG ékppaong Twv
yovidiwv péoa 0to GOUMAEY A TOL 16 1§ Tov 11 XpwHOOWHATOG. ATO TIG HeTAANAEELG AVTEG,
nepimov ot 500 éxovv kKAvikég emmtaoelg (Traeger-Synodinos J., CL Harteveld et al 2014).

Ot dtatapaxég mov TpokVTITOVV SlakpivovTal oe:
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A) Toootukég Sratapayés otov pvOud ovvOeong piag 1 tepiocoTEPWV MOAVTENTION-
K@V aAvoidwv.

v opdda auth avrikovv ta Mecoyetakd ovvdpopa 1} @alacoapies. Eivat ot o

OVXVEG Slatapayég kat Tpokakovv Tig To coPapés kKAvikég ekdnAwoers. Ilept tig 200

HeTaANGEELG apopovv aTa a Yovidla, evd UéXpL OTjUEpa £XOVV TIEPLYPAPEL TIAVW ATIO

300 petalagerg mov agopovv ota P yovidia. Znavidtepeg petarladelg evromifovrtat

Kat ota y kau § yovidia. Me Bdon tnv alvoida tng onoiag 1 ovvleon datapdooetal,

Stakpivovpe dtapdpovg Tomovg Balacoapiag, Ty a, B, ¥, 8B, 8, YOP, eydP, omwg ke

ovvdvaopovg (Stmhovg eTepolLYWTES) TWV SLAPOPWY AVTWV TOTIWV.

B) Ilototukég 1} Aopikég Sratapayés otn dopn TV TPWTEVIK@V akvoidwy.

[TepthapPdvetat n opdda Twv maparlaydv (variants) Tng aptoo@alpivig 1 Twv avopd-

Aov apospatptvav. Oplopéves amod TiG Slatapayés auTég Oev £XovV KAVIKEG EMMTW®-

oelG, evw dAAeg 0dnyovv oe Suolettovpyia 1 aotdBeta TG Sopng TG atpooPaupivng

(aotaBeic apooPaipiveq), e amoTéAeopa va enmpealetat I HeTapopd o&uydvou, 1) va

TipokaeiTal atpoAvon pe anotéleopia coPapd KAviKd TpoPAnpata.

Ot Suatapayég avtég tagvopovvtat pe Bdon v alvoida tng omoiag n dopr Swata-

pdooeTal, OwG Kat and To idog NG poplaxng datapaxne. Ot TePIOcOTEPES APOPOLY

oe Statapayr) g dourg e B- (HBS, HbC, HbD, HbE) 1) tng a-alvoidag (Hb Icaria),

LTApXOLY OpWG Kat Statapaxés ot dour g y-(Hb Alexandra) tng 8-(HbA, Agrinio)

1 twv 8B-(Hb Lepore) kat yp-atvoidwv (Hb Kenya).

Amo dmoymn poprakng Statapayng, ot omovdatdtepeg opeilovtat:

a) Ze avrikardotaon evos apvoéos and &Aoo (Substitution), mt.x.: HbS (B¢ C>vel),
HbC (), HbD (B2 96y, HE (B2 9b), HbO (B2 91, Hb Crete (B
AlaéPro).

P) Ze analeix evog 1 meprocotépwy apvobéwy kar ouikpvvon T alvoidag (Dele-
tion- Shortening), m.x.: Hb Leiden ($°7), Hb Gun-Hill (°*).

y) Xe npoobijkes apuvoééwv xau emprikvven 16 alveidag (Insertion- Elongation),
n.x.: Hb Constant Spring (a'*'**' ), Hb Icaria (a'*'**' ®), Hb Tak (B!6*!! e,

08) Xe dikyvon Twv alveidwv (Fusion), m.x.: Hb Lepore (6/p), Hb Kenya (y/p).

I) KAnpovoukn napapovi) tng epPpuikng apoogarpivig (HPFH).

Ogeiletat oe ENerppa peydhwv tunuatwv DNA g meploxnig twv § kat f yovidiwv

€LTE, IO OTIAVLAL, OE OTUELAKES HETAANGEELG TTOV TTPO&yOLV TNV éKPpacT TwV Y YoviSiwy.
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To amotéAeopa NG yevetikng PAAPNG eivat n avaoToAr TG Aettovpyiag Tov pnyavi-
opod Tov petaldkTov (switch-off, -on), pe anotéAeopa va ovveyiletar n obvBeon g
euBpuikng apooatpivig kat peta tn veoyvikn mepiodo. H Statapayn avtr dev mpoka-
A&l oNUAVTIKES AUHATOAOYIKEG 1) KAVIKEG EKONAWOELG.

A) Miktég MOL0TIKEG Kot TOGOTIKEG dratapayég.

TIIpokahodv kat avTéG KAvikT ovvdpopr} Balacoapiag, omwg T.x. ot Stmhoi etepoluyd-
teq B-thal./HbS, B-thal/HbE, HbS/HbC.

EINTAHMIOAOTITA AIMOX®AIPINOITAGEIOQON

Ot awpoopauptvomddeteg amotehovv maykoouo mpoPAnua, kabwg péow tng petava-
0TeVLoNG TwV MANBVOUWY aTd TIG APXIKEG TIEPLOXEG EUPAVLIOTG TOVG OTIG XWPES TNG Meoo-
yeiov, TV A@pikr kat tnv Aoia, onpepa evonpobdy og OAn v Evpamn, Tnv Apepir| kat Tnv
Avotpatio. H kbpia meploxr| evtomong g akacoaupiog, amokalovpevn kot {ovn g
Balaooaupiag, eival n Aekavn tng Meooyeiov,  Méon Avatolr, n) meptoxn tov Kavkdoov,
1 ApaPikr xepoovnoog, to Ilakiotdy, n Ivdia, n Kiva ko péxpt  NA Aoia, 6mov kvpiwg
emkpatei n apoopatpvonddeta E kot n a-0alacoapia o avtiBeon pe tn B-Oakacoarpia,
Tov emikpatel 0TIG Meooyelakég Xwpeg (Eméve 11). ZTnv idlal EPLOYT), VTIAPXOLV €0TiEG e
dpemavokvTTapikr avaipia, Opws 1 kopta gvromon (75%) g HbS, énwg ke g HBC,
KOTaypagetal 0Ty vocaxdpla meptoxn g A@pikng (Livingstone FB. 1967; Modell B. and V.
Boulyjenkov 1988). Meta&d moAwv dAAwv TaBoAoyIKOV ALLOCQAPVIOY AVAPEPOVLE KAt TIV

HbO, .. kabwg éxel meptypagei o vyAd mooootd otovg IMopdkoug Tng Opdkng Kat T yeltovi-

. Ewcova 11. llayxoopia katavour]
a- kot f-Oadacoarpicg.
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k1) BovAyapia (Kantchev K., B. Tcholakov et al 1975). H apxikr adpr| yewypagikii Katavopr Twv
AUUOOPaUPLVOTIABELDV ametkovileTau 0TV Ekéva 12.

H peydAn ovyvotnta kau Staomopd twv maboloyikdv yovidiwv twv aipoo@atpvonabdet-
wv og oxéon pe dAha povoyovidiakd voonpata anodidetat oe Tpelg mapdyovted. Ilpwtog kat
KUPLOTEPOG TIOPAYWV elvan 1) GUOLKT MAOYT), KABWG OTIG ENOVOTOTANKTEG TIEPLOXEG OL POPE(G
(eTepoluywTeg) TIG VOGO TIOL TTPOCTATEDOVTAL OO TNV EAOVOTia, emiBiwoav TepLoooTEPO Kat
TOMATAACLATTIKAY, pEXPLS OTOV ot aptBpoi e§looppomriBnkav and Tovg Bavartovg Twv macyo-
VIwv (opoluywTwv). AgdTepog oNUAvVTIKOG TTapdywy eivat 1) HEYAAn ouxvoTnTa Yapwy Letald
OVYYEV®Y, IOV AVEAVEL TN CLXVOTITA TWV KANPOVOIKWY voonudtwy. Tpitog mapdywy Bewpei-
Taw 1) PEATIWOT) TWV VYELOVOIKWY OUVONKWY, pe amotéheopa Tn peiwon twv Bavdtwy katd
Bpegury kat moudikn nAtkia kat Ty avgnon g emPiwong Twv evnAikwy TacxOVIwy. Ziepa, 1
SuvatdTnTa IPOANYNG VEWV yeVVIioewy TacXOvTwy Teivel va BeATidoet Ta vrapyovTa mpoPAn-
pata (Weatherall DJ. 2011).

To péyeBog Twv VYELOVOUKDY KAt KOVWVIKWY EMTTOCEWY eapTaTaL amd Tn ovuxvoTnTa TWV
etepoluywTv yla kabe meploxn. Av kat ta afldmota ool el yia TV TAyKOoWA GLXVOTNTa,
eEEMEN, kat emPiwon Twv TaoXOVTWY pe apooatptvorddeleg eivat TEPLOPLOUEVA, OL KATA TTPO-
oéyylon vroloytopol (Angastiniotis M. and B. Modell 1998; Modell B. and M. Darlison
2008) pag TAnpo@opovv yia ta €& Heyéon :

B

©alacoaipia

Apemavokuttapikn
véooc

5

Eixéva 12. [laykoouia yewypa@iki KETavout] Twv &ipoo@aipivomaleiwv
Hofforand AV. and Pettit JE. 1988, Sandoz atlas of clinical haematology.
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Erepolvywres:

e 5-7% TOV TayKOGOL TANOVOHOD givat Popeig Slapdpwv
apooatptvontabeiwy (>270.000.000).

e 34% tov cuVOAOVL TWV Popwv (~92.000.000) evtomilovtat ot NA Acia kat
a@opoLV Kupiwg oe etepoluywrteg HBE.

o 30% twv gopéwv (~81.000.000) evromilovtat 6TV AQpIKI KoL AYOPOvV
Kupiwg o etepoluywteg HbS ko HbC.

o 10% twv @opéwv (~27.000.000) evromiCovtat ot Méon AvatoAr kat Evpamn
Kat apopovv kupiwg oe B-Bakacoaupio kat Atydtepo HbS.

e 1,5% tov maykoopov mAnBuopov eivat popeig f-Bakacoaupiag (~80.000.000).

Etnjoieg yevviioEIg TAcXOVTOV
>450.000 véeg TEPIMTWOELG TAOXOVTWY YEVVIOUVTAL ETNOIWG, ATTO TIG OTIOLEG:
~390.000 ApemavOKVTTAPIKT) VOOOG
~ 23.500 B-Balacoaupio peifwv
~ 14.500 a-0ahacoapio (HbH)
~20.500 HbE/B-6alacoapia

T v EAAGSa, amd ta ototxeia [TaveAAnviag kataypagng Twv Apoogatpivonabeiwv
yta o €106 2015 (Voskaridou E., Kattamis A. et al 2019), kataypdgpovtat ovvoAika 4032
TEPIMTWOELG TTATXOVIWYV EK TWV OTOLWV:

o 2.759 B-Balaooaupio (Meilwv kou Evdiapeon)

o 213 a-Oalacoaupia (Apooatpvoradeto H)

o 1.032 ApemavokvTTapLKY) VOGOG

o 28 Adievkpiviotn Sdyvwon
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A. MEXOT'EIAKA  GAAAXYAIMIKA YXYNAPOMA

IXTOPIKH ANAAPOMH

H npwtn meprypagn g @alacoaupios, wg Eexwplotr) voooloyikn ovtotnta and pia
eTepoyevr| opdda avauwy tng maudikng nAtkiag VIO Tn YeVIKY ovopacia «von Jaksch» avat-
pia, £ytve ano tovg Apepikavovg Cooley TB. kau Lee P. 10 1925 kou 1927 o moudidt (talkng,
eEAMNVIKNAG Kal CLPLAKAG KaTaywyng pe Paptd apolvtikny avaupio, St0ykwon Aratog kot
OTANVOG, peddyxpworn tov d¢ppatog kat 0oTikéG allowwoelg (Cooley TB. and P. Lee 1925;
Cooley TB., E. Witwer et al 1927). Ot ovyypa@eig meptéypayay emiong Kot OpLOHEVO ALATO-
AOYIKA EVPHUATA, OTIWG TNV VTIOXPWHIA, TI UKPOKVTTAPWOT) KAl TV ALENUEVT WOUWTIKT
avtiotaon Twv epuBpav. Katd v mpwtn avtn nepiodo, ouyxpdvwg pe Tovg Apepikavoig,
ot Itaot Rietti F. 1925 (Rietti F. 1925), Greppi E. 1928 (Greppi E. 1928) xou Micheli E, Penati
F.etal, 1935 (Micheli E, E Penati et al 1935), TAnV Twv HOPPOAOYIKWY AVWUAALDY TWV EPV-
Opwv, IOLAITEPWG TOVIOAV TOV AUUOAVTIKO XOPAKTIPA TG VOTOU KA TNV au&npév, wopwTtt-
K1} avTtiotaon Twv epufpwv og LITOTOVA SLAADHATA YAWPLOVXOL VATpiov.

Ot Whipple GH. kot Bradford WL. to 1932 (Whipple GH. and W. Bradford 1932) otnv
kAaotkn Tovg Snpoaoievon yla Ty mtaboloyia TG vOoov, yla TpWwTN Yopa Xprolonoinoay
ToVg 6povg «Meooyelakr| vooos - Oalacoaiplion, TV TN CLOXETICOLY e TNV EVTOTIOT| TNG
otV meploxn g Meooyeiov. Ztnv EAAGda, o kabnyntg g Haudatpikrg KAwikng tov
[avemotnpiov ABnvav I'N. Maxkds 1o 1933 ékave tnv mpwTn dnpocievon pe titho «lepi
18iag Bapeiag vooov ths EpvBpomomjoews» (Makkdg I.N. 1933). To emopevo onpavtiko Pripa
yla TV Katavonon g naboyévelag tng vooouv fTav 1 tavtoxpovn aAia avefaptytn dwa-
niotwon Twv Kauwonetpov 1. 1937 (Kapwvonetpog 1. 1937), Caminopetros 1. 1938 (Camino-
petros J. 1938) kou Angelini V. 1937 (Angelini V. 1937), 61t Ta epvBpd kot TwV YOVEWY TwV
TACXOVTWV £xovy avgnuévn avtiotaon. Me Tnv mapatipnon autr avayvwpiotnke o ovy-
YEVIG XapakTipag TG vooov. H Statvmwor tov kAnpovoukod xapaktripa ogeiletat oTov

Gatto J. 1942 (Gatto J. 1942), o omoiog Siékptve TNV opdluyn KATEoTaAON TWV TACKOVTWY
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anod v etepoluyn Twv yovéwv Tovg, eva ot Valentine WN. kat Neel JV. 1944 (Valentine
WN. and JV. Neel 1944), viootpi€av ottn Bapid, 1} peifwv poper tg vooov, avTimpoow-
TeveL TNV opO{uYN KATAOTAOT] VTTOAETOUEVOL GWUATIKOD XAPAKTHPA KANPOVOKOTNTA, 1)
8e eAdoowv TNy etepoluyn katdotaon. Tov KAviKd XapakTnpLopo tng evOLAUETNS LOPPTIG
XPNOLHOTIONoAY Yl TIpWTH Popd oL Sturgeon P, Itano HA. et al, 1955 (Sturgeon P, HA. Itano
etal 1955). OtItano HA. xou Neel JV. 1950 (Itano HA., and Neel JV. 1950) kou Pauling L. 1954
(Pauling L. 1954) Statvnwoav Ty dmoyn TG KAnpovopikng Statapaxng otn ovvleon tov
TPWTEIVIKOV UéPovg TG atpoopatpivng. H vmdBeon avtn evioxbOnke anod tovg Ingram VM.
kau Stretton AO. 1959 (Ingram VM. and AO. Stretton 1959) ot omoiot vitootrpi&av T yeve-
Tikn Paon g Balaooaiog pe tnv mpotaocn vrapéng Svo aveidptntwy yovwy mov pubpi-
{ovv 1 oOvBeon Twv a- 1} Twv P- ToAvmenTIdkWY alvoiSwy, i 8¢ PAAPN apopd aTov évav
1) Tov &A\ov yovo. Etat, avédoya pe Ty alvoida mov ennpealetat, n vooog Staywpiotnke
apxa og dvo TVToVG, TNV a- kat T B-Balacoaupio. To 1965 ot Clegg JB. Naughton MA. et
al (Clegg JB., MA. Naughton et al 1965) kau ot Weatherall DJ. Clegg JB. et al (Weatherall DJ.,
JB. Clegg et al 1965) anédel&av in vitro TV EAATTWUEVT TIOAPAYWYT] TWV TOAVTIETTIOKWY
ahvoidwv, wg Baon g taboyévelag Twv dtagopwv popewv Balacoaupiag.

H mpatn kAvikiy kau epyaoTtnplakr meptypagr g aupoopaiptvonddeiag H (popen
a-0akacoaipiog) £ytve to 1955, ovyxpovwes alla avegdptnta, otnv EAada and tovg Iovr-
100 A. Qéooa . ko ovv. (Gouttas A., P. Fessas et al 1955) kat otnv Apepikny anod tovg Rigas
DA. Koler RD. et al (Rigas DA., RD. Koler et al 1955). Z0vTtopa peta Tnv meptypaern Tng au-
poogatpvorddetag H, to 1957 ot @éooag @. kat [amaonipov A. Snpootebovy v Oriapén
piag torxeiog nAektpoopntikd Hb (Fessas P. and A. Papaspyrou 1957), mov to 1958 ot Ager
J. kaw Lehman H. (Ager ]. and H. Lehmann 1958) nepiéypayav wg Hb Bart's. Apyotepa, to
1962, and tovg Péooag . kau Xrapatoyiavvomovrog I. (Fessas P. and G. Stamatoyannopou-
los 1962), avayvwpiotnke 1 avendpkela Twv §-aivoidwv kat to 1972 and tovg Kan YW.
Forget BG. et al (Kan YW,, BG. Forget et al 1972) avendpketa Twv y-aAvoidwv kabwg kot

ovvdvaopéveg avendpkeleg yp-, ySP- kat eydP-aivoidwv.

OPIZMOZ - TENETIKH - KATATAEH

Ta Meooyetlaxd 1) @alaooatpukd cOVEpopa apopolV Oe [iia ETEPOYEVT) OHAda KAnpovo-
UKWV VOOTIUATWV TIOL OPEIlOVTaL OE TTOOOTIKEG SlaTapayég TG ouvBeong Twv moAvTenTIOL-

KOV aAoidwV TwV QUOLOAOYIKWY AUHOCPAUPLVWY. ZVVETELX TWV SATAPAYWY AUTWY Eival 1)
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un eopponnuévn ovvOeon Twv TOAVTENTISIKWY AAVoidwV, Kal ) avenapkng oOvOeorn ato-
ogaipivng, mov anotelel T Paotkn atia TnG Taboloyiag Twv OAAACTAUKWY CUVSPOWY.
Avdéhoya pe v alvaoida tng omoiag ) ovvheon voleinmetal, Adyw avacToAng TG €k-
ppaong Twv avtiototywv yovidiwy, ) Oalacoapio katatdooetat og a-, B-, y-, §-0akacoat-
pia 1 kot ovvdvaopovg avtwv (8B-, Y-, yOB-, €ySP). Avéloya pe Tn peiwon 1 v TARPN
Katapynon g ovvleong twv akvoidwv dakpivovpe ot N o kat B, B 1 B pop@és.

Idwaitepn kAwikr onpaoia, pe oelpd Papvtnrag, £xovy 1 B- 1 a- kat 1 SB-Oalacoaupia.

Iivaxag 2. Kataraln ¢ Oalacoapiog aviloya ye Tnv alvoida mov vrodeinerar.

B - BaAacoarpia a - BaAhacoapia 6B - BaAacoapia
B* a*(deletion type) (dB)* Hb Lepore (doukn BAGRN)
B/ a*(non-deletion) (OB)° (eAAelppaTa)
e a° 0°B* Hb Corfu (uiktr BAGRN)

H gawotvmkr ékgpaon s Balacoaupiog oe etepoluyn popen (otav n PA&PN evromi-
{etou 070 €va povo yovidio, otny mepintwon g f-Bakacoapiag, 1) 0To éva 1) TEPLOTOTEPAL
yovidia g opddag ), mepopiletar o peiworn TG TAPWONG TwV epuBPOKVTTAPWY e
apooatpivn (xapnAn MCH), mov yivovtat pikpd (xapnAog MCV) kat pe motkiAn popgo-
Aoyia. KAwvikd o etepoluydtng gopéag eivat vymg. Otav opwg n PAAPN, Ot vtoxpewtika n
it petdAagn, apopd kat ota SVo AAANALA, TOTE OL CUVETELEG Eivan GOPapEG Kat 0 opol-
yotng (mx. B/B) eppavifer Papté avarpia kat ToANEG AAeG TaBoAOYIKES EKONAWOELS, VW O

Sumhog etepoluywtng (.. a/P) epgavilet nuoTepn KAk ekdva.

EIITAHMIOAOITA

O 6pog Meooyetakd ovvdpopa, mov vrokadiotatan kat otnv EANGSa e tov 0po Oa-
Aaooatptia, OQeileTal 0TIV apXIKK GLOXETION TG VOO0V pe TANBVGHOVG oV TIpogpxovTaL
amod v meploxn g Meooyeiov Baldoong.

v EA\ada, n péon ovxvotnta twv etepoluywtwv twv petalldfewv a-8akaccapiog
(eMeppatikod TomoL) givan 8,5% [a*: 7,1%, a° : 1,4%)] (Kanavakis E., S. Tzotzos et al 1986).
Ta tovg eTepoluywres TG B-Balacoaupiag avagépovtat mocoota 7,4 — 8,4% (Malamos B.,
P. Fessas et al 1962; Zxilog N., K. Téyog xar ovv. 1977). Eidkotepa, yia tn B-0alacooupio
UTIAPYEL HEYAAN ETEPOYEVELRL OTN YEWYPAPLKT| KATAVOUN TWV QopéwV (Emdéve 13). Tapatn-

povVvTaL TIEPLOXEG pe LYNAT ouxvoTnTa (Tocootda 15-20%), omwg n Képkvpa, n Kapditoa, n
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B. EvPota, n Mutihrvn, 1) Pédog, kau nj Kbmpog, meploxég péong ovxvotntag (10-15%), dmwg
n'Hneipog, n @eooalia, n GOuwtida, n kevpikry EvPoia, n HAeia, ot Kukhddeg kot meployég
XapnAng ovxvotntoag (<5-10%), omwg otn Bopeia EAAGOa, Xteped, ITehonovvnoo, Kprjtn
(Barnicot NA., AC. Allison et al 1963; 2xilag N., K. Téyog kou ovv. 1977; Kattaung X., I
Aaydg kat ovv. 1977; Kattamis C. 1980) ITaveAAijvia kataypa@r] Twv aploo@alptvomadelwy
10 2015 £0e1€e éva ahvolo 2972 Bakacoaupikwv aoBevwy, amd Tovg omoiovg ot 2.099 md-
oxovv anod petayylotoe§aptwpevn B-Balacoatpia (TM), 660 and evdidpeon popen (TI) ka
213 and apoopauptvomddeta H (Voskaridou E., A. Kattamis et al 2019).
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’ Etep6uyn Apenavokuttapiki avatpia

Eixéve 13. Katavourj kot ovyvotnta erepdlvyns f-0alacoaipiog ko Spemavokvrrapikhg
avaupiag oty EAAéda.
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A-OAAAXIAIMIA

MOPIAKH BAXH

‘Exovv meprypagei neptocdtepeg amd 200 StagopeTikég peTaANAEELS TayKOOiwG, Ot OTIoieg
npokalovy a-Balacooupia, ek Twv omoiwy 20 éxovy TawtomomnBei otnv EAada (Kanavakis
E., I. Papassotiriou et al 2000). Ot teptocoTEpEG amod TIG SLATAPAYES AVTEG TTPOKAAOVVTAL OO
eAAeippara (deletions) DNA petagd twv Vo a yovidiov (a,, a,) TG AUpuoo@atpivig, Ta omoia
Staypdpovv 0AdKANpo (a°) N EPOG () TOL CVUTAEYHATOG TwV a Yovidiwy. [Tio omavieg eivat
oL onuetakeg 1) pn eEAepparicég petadagelg (non-deletion) ov agopovv 0Ty AvTiKaTa-
otaon evog voukAeoTidiov 1 pukpoeAleipata Twv a yovidiwv. Meiworn g mapaywyng Twv
a-aAvoidwv pmopel va mpokAnBel kou amd petadd&elg mov Sivovy yéveorn oe vrepaoTadeig
a-aAvoideg (Higgs DR. 2004).

Ot petaa€elg mov katakiyovy o€ pepikr| anwAeta g ovvheong a-alvcidwv oto ma-
Boloyko yovidio givan yvwotég wg petaladelg at (a-thal 2), eva exeiveg mov mpokalovv
oAokAnpwtiki amAela givat yvwotég wg petaragelg o° (a-thal 1). Ztnv EAAGSa, 7,1% tov
mAnBvopoL eivan etepoluyteg at-thal ko dAAo 1,4% eivat etepoluywteg a’-thal. H ovyvo-
Ta TV onuelakoy petaAlagewv (af), pe oxeTka pikpr aAAd vtoAoyiown ovxvotnTa,
dev éxel pehetnOel (Kanavakis E., S. Tzotzos et al 1986). Iia tovg Stagpopovg THTOVG Twv

peToaAdEewv xpnotpomoLeital GUYKeEKPEVOS GUHPOAOUOG (ivaxag 3).

Hivaxag 3. ZvpPoliouoi Twv Siaplpwv Tomwy petalddéewy ¢ a-Oalacompiag.

aa = dUo pualoAoyika a yovidla (a,.a,)
a*(tinog a-thal 2) = pepkn avendpkela ouvBeang a-aAuaidwv [ouxv. 7,17%]
a°(tunog a-thal 1) = nAnpng avendpkela ouvBeonc a-aAucidwy [ouxv. 1,4%]

(-a) = EMeluua evocg a yovidiou:

Eé\:\;};\zgzmq nx. -a% , -a%? = a* éMelupa pe anwAela 3,7 14,2 kb
g S (—-) = EMepa Kat Twv dUo a yovidiwv and 1o Blo aMnAGHop®o yovidio:
Mn.x., M0 —-SFA = g° ENNelUa
SnELOKEC a'a = onpEelakn ueT@AAagn ato a, yovidlo
T = A 4 s
HETAAAGEELG aa’ = onpelakn PETdMagn oto a, yovidio

a™¥Aa = onyelakn petdMaén oto a, yovidio, nou ennpedZet tn Béon
noAuadevuNwaong




30 AIMOXZOQAIPINOITA®EIEZ

1. Meradrdders and eAdeippara

a) Ot o ouyvég petalhages (>80) mov evBvvovtat ya v a-Bakacoaupia apopody oe
eMeippata Stapopetikod peyedoug Ta omoia agrivouy €va HOvo AeITovpylko a yovidlo oTo
xpwpdowua. Tétota eMheippata 3,7kb (07,71, >71), (1€ avTIOTOIKT QAUVOTVTIKY ETEPOYEVELQ,
SnpovpyovvTar petagh Twv a, kat o, yovidiwy, egautiag dvicov emiacpod HeTagd Twv meplo-
XV Z Twv opoAoywv xpwpoowudtwv (Embury SH., JA. Miller et al 1980). AvtioTota, dvicog
EMIXLAOUOG pHeTagh Twv meptoxwv X Snpovpyei va dAlo éEMeppa 4,2 kb (-a*?), ov agpatpei
0AdKANPO TO @, yovidlo (BAéme ke@. Aopr) kaw Opydvwon Twv Tovidiwy Tng Alpoogaipivng).
Kat 0716 800 mepImtiroelg Gvicov eMLAHOD, TPOKVTTOLY VO XPWHOCWUATA EK TWV OTI0IWY
TO évaL LTIOAEITTETAU EVOG & YOVISIOU, EVW TO AANO €XEL £V TPUTAACLAOUEVO AEITOVPYIKO A YOVi-
dto (my. /-a*7> faaa™i37 1 /o> oo™ ?). TTepautépw avaouvduaopol peta&d Twv xpwuo-
OWHATWY TIOL £XOLV TIPOKVVeL, (opei va odiyroovy oe tetpamiactacpd (De Angioletti M.,
G. Lacerra et al 1992) 1 kou mevtamiaotaopd a yovidiov (Cook RJ., JD. Hoyer et al 2006). Ta
eMeippata avtd mov evfvvovTat ya at-0alacoarpia, cuvavtwvTal e peyakbTepn cLXVOTH-
ta oty vdia, T NA Acia kot Tnv A@pikr kat Atyotepo ot Meooyeto kou tn) Méorn Avatolr).

B) Ta mepiocdTepa amod ta elheippata (~50) MOV TPOKVTITOVV AT AVIGO avaouvdva-
opd, oLvHBWG agatpovy kat Ta Vo a yovidla 6To XpwHocwHaA OV TTPooPAANeTal, Kat oe
OPLOHEVEG TIEPIMTWOELG APALPOVY ONOKANPO TO UPTAEYHA TwV a Yovidiwv. Tétota eAeip-

MED TT0v oUVaAVTWVTAL 0TOVG [EdOYelakovg TANBVopovG, kat /--4 ot NA

pato givon o /--
Aocia, SnpovpydvTag To yeveTiko aitio g a’-8akacoapiag. Opoluywtia Tétowwy eAew-
HATWV TIPOKAAOVV TO GUVEpPOLO TOL epPpLikov VOpwTA.

y) Exovv avayvwpiotel Stapopa dAAa eAAeippata, Ta omoio a@rvouy Pev avEmapa Ta a-
yovidia, apatpodv dpwg puBpoTIKéS TEPLOXES, OTwg TNV Tieptoxr) HS-40, padi pe Stagopetikod
HeYEOOVG YEITOVIKEG TIEPLOEG. 2TIG TIEPIMTWOELG AVTEG, EVW TaL o yovidla eivat avémaga, dev
exppalovtau tpokahwvtag eavotumo a’-Balaccarpiag (Higgs DR. and WG. Wood 2008).

Ztov eAAnviko mAnBuopd to mo ovxvo EXeppa (>50%) eivat to -a*’. AkoAovBovv

MED

Ta --MP kat -a?® eva omaviotepa eivat ta -at?, -a>® kat -a>? (Traeger-Xvvodivov J., X.

Bpettol kat ovv. 2011) (Eéva 14).
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Eixova 14. Anwderx Tunudtwv DNA oty meploxn) Tov cvpumdéyuatog Tov « yovidiov.

2. Inuetakég i pn eEAeppatikeg petaAlagerg

Méxpt onpepa éxovv avayvwptobei 69 onuelakés vovkAeoTidikég allayég mov mpoka-
Mooy a-Baacoarpia (Higgs DR. 2009). Ot petad\d&els avtég evromifovtat mo cuxvd 0to
a, yovidio, evBdvovrat yia tn fapdtepn khvikn ewova (to a, yovidio eivat vmedbuvo yia
TV Tapaywyn mepimov Tov 75% Twv a-alvoidwv), kat Atyotepo oto a, yovidio. Ot diatapa-
XéG avtég enmpealovv Ty enefepyaocian ) petappaon tov RNA. Eniong, £xovv meprypagei
petadld&elg mov emmpealovy TG ovvTnENuéves aAANAOVXiEG OTIG TIEPLOXEG ATOKOTING Kot
enavaovykoAAnong tov mRNA, 1600 070 a, 600 kat 070 a, yovidio. Ot petaldgels avtég
£XOUV WG ATTOTEAEOUA TV OAOKANPWTIKT KATACTOAR TNG TApaywyn§ Twv a-aAvoidwy amod
T0 tafoAoyiko yovidio.

a) 2116 petaladelg, mov agopolv oty enegepyacia Tov RNA, teplappavovtat vov-
kAeoTIdKEG aAAayég oY 0vpd TOAVASEVVLAIWGNG TOL o -yovidiov (aAUPL, e, o), rov
etvat oL T1lo oL VEG pn eMetppatikeg petalladelg otnv EAMGSa. Ot adhayég avtég exppdlo-
VTat pe évay oxeTikd Papd gavotumo a-0alacoaipiog, Tpoavwg e§ attiag KataoToANG TG
petaypa@ng kat anod to a,-yovidio (Whitelaw E. and N. Proudfoot 1986).

B) Ot Satapayég katd ) perdgpaocn tov RNA mpokalodvtal and petaAldgec: 1)
070 KWOKOVIO €VapEng, 2) 0To KWSIKOVIO TepUATIONOD, 3) ot HeTAANAEELG peTaTtomope-
vouv mAauoiov (frame shift mutation) 1} 4) avepunvevoueg petarld&el (nonsense mu-
tations). MetaAhagelg 0to kwdikovio évaplng, éxovv Ppebdei kat ota dvo a yovidia. Ot
HeTaAA&EELG 0TO KWAIKOVIO TEPUATIONOD aQopovV 0To a, Yovidio. Oleg ot petalldgelg
0TO KWOIKOVIO TEPHATIOHOD EXOVV WG ATTOTEAEOUA, AVTL yla TOV TEPUATIONO TNG HETA-

YPagne, Tnv mapaywyr pag taboloyikng empnkvopévng a-akvoidag (141+31 apvoléa),
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HE TAOT) KATAKPTUVIONG, TPOKAAWVTAG Statapayés oTn Aettovpyia Twv epudpokuTTdpwy.
Ot petalAdéels 0to kwdikdvio Angng Tov a, yovidiov Snuiovpyodv avapadeg apoogat-
piveg, ot o kovéG Twv omoiwv eivau ) Hb Constant Spring (a“a), ovxvy otn NA Acia
(Harteveld CL., J. Traeger-Synodinos et al 2001) kou j Hb Icaria otnv EAA&Sa (Clegg JB.,
DJ. Weatherall et al 1974).

y) ‘Evag apiBpdg petal\aewv mov agopolv o€ onuelakés avTIKATAOTAGELS 1] HIKPA
eAeippara pokalovy t ovvBeon actabwv a-alvoidwv. Ztovg etepoluydTes TwV Ma-
Boloyikadv avtwv atpocatptvwv dev aviyvevovtat atpnatoloyikeg Statapaxés. Otav opwg
ovvdvaoTtovv pe dAAeg petaladelg a-Balacoatpiag, Pmopei va ipokaléoovv peyalo ev-
POG KALVIKWV HOpQwV, OTIwG aupooatpvortddeta H 1) evidpeon Oalaocoaupia. ITio omévia,
ol peTaM&Eelg auTég oe opoluyn katdotaon 1 oe ouvdvaocpo pe eleippata O° pmopei
va ipokakéoovv puPpuiko vdpwma. Iapadeiypata tétolwy petaAafewy amotelovv  Hb
Agrinio, n Hb Taybe, n Hb Heraklion, n Hb Adana ko n Hb Aghia Sophia, (Traeger-Synod-
inos J., CL. Harteveld et al 1999; Kavafdkng E., ]. Traeger-Xvvodivod kot ovv. 2011).

ITAGODPYIIOAOTITA A-OAAAXIAIMIAY

Zmv a-0alaccapia n mepiooela Twv y- kat Twv P-aAvoidwy, avdloya pe To 0TAdI0
avantvgng (éuPpuo/eviiikog), oxnuatifovy opoetdn TeTpapepr) HOpLaL Ta OTIOIL AV Kat
aotadn, molvpepilovtan kat Snuovpyovv T taboloyikég Hb Bart's (y4) oto éuppuo, kat
Hb H (p4) peta tovg mpwrovg prves g (wne. H Hb H eivar aotabnig kat n kataxprpvior
NG TPOKAAEL TOV OXNUATIONO XAPAKTNPLOTIKWY eyKAeioTwv (B4), aBpoa éxlvon eAevde-
pwv oeldwTikwv pLlwv pe emakoiovBo tn Snpovpyia CuVONKWY KVTTAPIKNG ATOTTTWONG
Kot TpOwpn arpolvon (Higgs DR., MA. Vickers et al 1989; Schrier SL. 1994). Ztnv mpoomnd-
Beta avampwong, oL taoxovteg and apoopatpvortddeta H mapovaotalovv ko évav Pad-
no avanoteheopatikng epvBpomnoinong (Papassotirioy L, J. Traeger-Synodinos et al 1998).
‘Etot otnv a-Balacooupia ot emmtwoelg g atpdAvong kat tng vrokiog anotelodv tovg Pa-
01KoVG TABOYEVETIKOVG NXAVIopHOUG TG avatpiag, evw oe avtiBeon pe tn B-Oalacooupio, n

un anoteAeopatikn epubpomoinon eivat AtydTepo epgavrg.
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KAINIKH KAI AIMATOAOTIKH ETEPOT'ENEIA THX A-GAAAXIAIMIAX

To gdopa Twv KAVIKOV ekSNAWOEWY Kal APATONOYIKWY evprpatwy TG a-Oalacoa-
piag eEaptdral anod tov yovotumo g poptakns PAAPnG (amwAeta DNA 1) onpetoxr) petd-
Aa&n) kat ) Aertovpykotnta tov taboloykol xpwpoowpatog (a° 1) af). Avaloya e Tov
aplOpo Twv a yovidiwv Twv onoiwv £xel ennpeaoTel 1) AEITOVPYIKOTITA, TPOKVTITOVV TECOE-
PELG PALVOTUTIKEG HOPPEG (e StapopeTiky Baputnrta (Mivakas 4). H Paphtepn kAtvikn etkdva
oxetiletau pe Tovg amAdtumoug xwpig EMAetppa DNA, mov tapovotd{ovy kat VYnAEG Tiég

HbH, evw ot PA&Peg pe ENAetppa givan yevika nrotepes kat pe xoapnAd nocooté HbH.

Iivaxag 4. TovoTvmor ket kAwvikoi kot arpatoloyixoi Pavétvmor a-Oalacoapio.

KAwikég qawvétunog lovétunog ApatoAoytk6g @avetunog
Avauuia/ Avipaieg Hb
Mop. gpuBpwv veoyvou
g | SEROQUYOIMC alathal2) 0 6 gt/ Ox/ (-/+) Hb Bart's 1-2%
(olwnnpsc)
g | Crepoguywmcatathall) g XU/ (+) Hb Bart's 5%
(tunkdg) N opoluyweg a*
AwoogaiplvondBela H --/-an--/ad’ Hb Bart's 5%
V) (a%/a*, a%/d", a'/a") N aa’/aa’ Netl /=) Hb H 5-407%
= guiedic Yopwne Hb Bart's 70-90%
%) e oZucu’Jrnp e Nav (++4)  HbH10-25%
HeUYwng Hb Portland 5-10%

Hb Bart's: y4, Hb H: B4, Hb Portland: ¢2y2

a) H ouwnnpn erepolvyos poper| agopd oe dropa T omoia €X0VV EMNPEACHEVO €va
HOvo a yovidio, eite Aoyw eX\eippatog (-a/aa) eite Moyw pag onpetakng petdAhagng (aa’/
aa) mov mpokalei af Bakacoaupia (Tonog a-thal 2). Ot gopeic avtoi eivan vyLeig, Sev xapa-
KkTnpilovtal amd avario ko apovotdfovy and eddxlotes éwg kabolov Statapayég Twv
gpLBpoKLTTAPWY TOVG, XWPiG epvBpokvTTaptkd €ykAetota. Exovv guotoloykry HbA, HbF

kat optaxr) HbA,.
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B) H tvmkn eTepolvyos poper| agopd oe dtopa pe EANNenyn S00 AEITOVPYIKWY o YovL-
Siwv, eite o€ cis eite o€ trans pop@r| (--/aa 1) -a/-a). Apopd o€ eTepoluywTeg e peTald&elg
a’-Balacoaupiog (tomog a-thal 1), eite eivan opoluywreg yia eENAeippata mov TPoKaAovv
a-Bakaocoaupia (tTomog a-thal 2). Ot gopeig avtoi £xovv uotoAoyikd 1} oxedov guatoho-
ywd emimeda apooPatpivig, aANA pe NTLeG HOPPOAOYIKEG AANOLWOEL UKPOKVTTAPWONG
(MCV: 817 fl) xau vroypwpiag (MCH: 26+2 pg). O Adyog B-/a- eivau peyakdtepog Tng
povadag (1,5-2,0). Exovv guotodoyikr) HbA, guotoloyikn 1) ehartwpévn HbF kat HbA, kat
napovoa Hb Bart’s katd tn yévvnon.

y) H apocpaipvornaOeix H (HbH) eivau 1y coPapdtepn popen a-0akacoatptiog mov eivat
ovpPatr| pe ) {wr). ZuvBwg ogeiletan g cuVSLAGHOVG peTOMEEEWV amtd eEMelppaTta a’- ko
a*- Bohaooaupiog 1} kat onpetaxn petdAa&n (ab), pe amotéleopa n ovvleon twv a-alvoidwv
V0L AVTIOTOLEL 07 AUTT HOVO EVOG AELTOVPYIKOV a- Yovidiov. TTaoxovTeg e apoo@atptvomd-
Beta H, tov mpokdmttovy amd onpetoxr) petaAagn (non-deletion) pe ENAerpa $vo a-yovidi-
wv, X ao’/aa’, éxouy vynAd tocootd HbH. Tlapovoidlovv Papitepn aytdlvon anod tovg
naoyovteg pe ENeppa (deletion) tpuov a- yovidiwy, m.x. --/-a 1) --/aa’ kou pe XapnAd moco-
ot1d HbH (Galanello R., M. Pirastu et al 1983; Kattamis C., S. Tzotzos et al 1988).

AmoTéeopia TNG YOVOTLTIKNG SLapopoToinong eivat 1 otkiAio Twv KAVIKWY ekSnAwoewy,
IOV KupadveTat amod ToAD fyma, evoldpeon a-Bakacooupia, pExpt faptd petayylotoegaptpevn
popen (Chui DH., S. Fucharoen et al 2003). Ta enineda tng HbH anotehovv tov mo onuavtt-
KO TapayovTa yla Tt Bapvtnta TG vooov kabwg n KAk ovpntwpatoloyia oxetiletal pe
Tov Babpo g vrogiag kat g aupoAvong. H HbH éxet vymAn Seopevtixr) ikavotnta o§uyo-
vou, 10 @opég peyakvtepn e HbA, pe amotéAeopa xapnAn anodoorn otoug totodg (Benesch
RE., HM. Ranney et al 1961), yi'avtd o€ Aertovpyiko eminedo, To T0G00TO TG AHOCPALPIvVIG
QUTHG TIPETIEL VOL APALPELTAL ATIO TOV VTTOAOYIOUO TG CLUVOAIKTG Aloopatpivig Tov aoBevoig.

v EAN&da, n mheloyngia Twv TEPUTTWOEWY £XEL YOVOTUTIOVG TIOL 081)yoUV O€ fmia
1) evolapeong Poaputirag KAVIKN ekova. Ol YOVOTUTIOL AUTOL EVTACOOVTAL OTIG OUXVOTEPEG
yevetikég PAaPeg oe O,TL agopd kupiwg ota eAAeippata (-o®7, --MEP, -3, -a*? kat -a*?) ko
Ayotepo oe pn ehhetppaticeg petaldgeig (a™AP, o, Hb Icaria, Hb Agrinio, Hb Constant
Spring), mov evBvvovTat yia T Papvtepn kAwikr edva (Traeger-Synodinos J., V. Douna et
al 2010). Kbpta kAtvikd XapaktnploTika eivat 1 wxpotnta, LIKTEPOG Kot HETPLa SLOYKWOon
HTATOG Ko OTANVOG, Xwpig 00TikéG aAlotboels. Mmopel va amartnBovv petayyioelg katd

N Sidpketa oofapwv AoEewv 1) eykvpoadvng. XohohBiaor, xolokvotitda, atova Akn
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KvNpwv kot evoucBnoia otig Aowéerg mepthapfdvovtat otny KAk ekdva twv Papite-
PWV HOPPWYV. AV Kal 1 ptootdpwor) Twv opyavwv Kot apxag Sev eival T000 €vTovi 660
otn B-Balacoarpia, pe v épodo Tov xpdvov pnopei va amoutndei Oepaneia anootdrpw-
ong eldikd oIS petayyLotoegapTwpeveg mepttwoelg. Omov ovvtpéxovv coPapoi Adyot vmep-
omAnviopov pmopei va xpetaotei ominvektopr (Kanavakis E., I. Papassotiriou et al 2000).

Ta epyaotnplakd evprpata avtavakAovv v kAwikn etepoyévela. H apoopaipivn
ovvBws Kupaivetan and 7 éwg 10 g/dL, evad otn Paptd poper pmopei va @Oaoel kou ota 3
pe 4 g/dL. H avaupia eivar vioxpwun (MCH: 192 pg) wkpokvttapikn (MCV: 65+7 fl) pe
EVTUTIWOLOKT] [Eiwon TNG [Héong ovykévipwong aupooaupivig (MCHC). To mo onpavtikd
XOPAKTNPLOTIKO 0Ta gpuOpd aooPaipla TOL TEPIPEPIKOD AILATOG eival Ta EYKAELOTA TWV
tetpapepwv 4 e HbH, mov @aivovtau pe e1dikég xpwoeig (Brilliant Cresyl Blue) (Eéva 15).
210 eMixXpLOA TTAPATNPOVVTAL LOPPOAOYIKEG AANOLWOELG TWV EpLBPWY OTIWG, OTOXOKVTTAPA,
OXIOTOKUTTAPA, TIOKIAOKLTTAPWOT), kKt Baced@\n oTi&n (Eméve 16). Tae AEK kat 1) éppeon
XoAepuBpivn eivat avgnpéva. O Aoyog B-/a- eivat oA VYNAOG (>2,5). npavticd StayvwoTt-
KA gvprjuaTa £KOVpE 0TV NAeKTPOoPOpNoT), 610L Stammotvetar HbH: 2-40%, xaunAr) HbA,
: 1-2%, HbF: 1-3%, HbA to vrtdolotmo mocooTo, kat oe pepikovg aobeveig Hb Barts (y4): 5%
(Fucharoen S., V. Thonglairuam et al 1988).

) O eufpuikds vépwmag eivar n o Papid popen a-Balacoatpiag, pn copPatn pe
{wn. Eivau n opduyog katdotaon a’-Bakacooupiog oty omoia vitdpxet mAnpng katarti-
€01 TNG TMapaywyng Twv a-aAvoidwv (--/--) (Chui DH. and JS. Waye 1998; Kattamis C.,
A. Metaxotou-Mavromati et al 1980). ITio omavieg pop@ég mpokvmTovy Adyw opoluywri-

ag pag vrepaotaboig a-alvoidag (Hb Taybe) 1 cuvonapén vrepaoctaboids alvoidag pe

3

Eiéva 15. Eyxdetora 4 Eova 16. Mopgpoloyia epvBpav arpoopaipiov
oty apoopaipvorndBei H. oty arpoopaipvorndBeia H.

(Awaroroyixd Epyaotiipio Xapaxtypiotikn eixéva Hoilokvtrdpwor,
Noo. aidwv “H Ayia Zogia”). () vIoxpwpx pKpoxvTTAPIKE EpVOpA,

(B) oroyoxvTTapQ.
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éMeppa a° (Lorey E, P. Charoenkwan et al
0_ 0_
2001; Arnon S., H. Tamary et al 2004). o o Thal|
To euPpuikd aipa amoteleital Kvpiwg X

an6 Hb Barts (y4): 80% kot Atydotepo HbH
(B4), ot omoieg Aettovpyikd Sev amodidovv
0, O HDbA, HbA2 kat HbF Acimovv evte-
Aa¢. H emPiwon tov euPpvov katd tn Sidp-
Kelo TG kKOnong ogeiletan ot ovvOeon pu-
KPWV TTOCOTHTWY EUPPLOVIKNG AULHOTPaLpi-
vng Portland I ({2y2) kou Portland II ({22)
(Chan V,, VW. Chan et al 1997). H Bapid
avatpia Tov gufpvov odnyei oe avogia kat
KAPOLAKT| OVETIAPKELQL [ EKTETAHEVO 0idN-
po. H xatdotaon avtr ouvhfwg kataiyet
0€ TOKETO VeKpoL epPpvov, mept Tnv 301 pe
401| efdopada KUNONG 1} CUVTOHA HETA TOV
toketd (Liang ST., VC. Wong et al 1985).
Avtipetwmion pe evOountpleg petayyioelg
KOl 0TI OUVEXELD EQOPUOYT] OLOTNUATIKWY
HETayYloEWV €XeL WG AMOTENEOUA TNV ETL-
Biwon tétolwv mepimtwoewv (Bianchi DW,,
EC. Beyer et al 1986; Carr S., L. Rubin et al
1995). H popen avtr eival mo ovxvr ot
Notioavatohikr) Acia oe oxéon pe TIG [eoo-
YELAKEG XWPEG, TIOL 1) oLXVOTHTA TNG a’-Oar-
Aaooaupiog eivat o pukpry (Weatherall DJ.
and JB. Clegg 2001). Ext6g and tov epfput-
KO Bdvato, mpoPAruata propei va TPoKL-
Youv Kat oTn pntépa pe ooPapod kivéuvo
Tofvaupiag kot patevTika poPAfpata ano
TOV HeYAAO TTAAKOVVTAL

H xAnpovopkotnra g a-0alacoaiui-

ag anetkoviletat otny Emwova 17.

il

Duatohoyike a Hb Bart's

Thal 1 Thal 1

o’ -Thal 1 o+ -Thal 2

Duatohoyiko a 0* Hb H
Thal 1 Thal 2

a* -Thal 2 a* -Thal 2

a* Duatohoyikd

a a
Thal 1 Thal 2 Thal 2

Ewova 17. Zynuatikn ameikovion
KAnpovopikothTas TG a-Oadacoaipiog

Hofforand V. et al, Postgraduate Haematology 7th
ed. 2016 (tpomor.).
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ITAPAAAATEX THXE O-OAAAXIAIMIAY

Yrdpyovv SVo omavies pop@eég a-Balacoatpiog, Tov cuvdvalovTat pe VONTIKY VOTEPT-
o1, yvwotég ws ovvdpopa ATR-16 kat ATR-X.

Ot aoBeveig mov aoxovv amod to ohvSpopo ATR-16 eivat popeig peyaAwv eEANepdTwV
(1-2 Mb) tov xpwpoowpatog 16, ovpnephapPavopévov Tov CVUTAEYHATOS { kot a-yo-
vidiwv, pe anotéeopa povoowpia yla To TeNopepeg 16p, mapdAAnha pe a-Balacoaipikod
@atvotumo. To ovvdpopo exdnAwveta pe ToLKiANG PapVTnTog EMTTWOELS, TOOO o€ eMinedo
avdamntuéng 6oo kat oe emtinedo vontikng votépnong (Wilkie AO., VJ. Buckle et al 1990).

To ovvdpopo ATR-X eivar guhocbveto voonua mov ogeiletal oe petaAld&elg oto
yovidio ATR-X, mov Ppioketat oto X xpwpocwpa (Xq13.3 - q21.1) kau oxetieton pe tnv
éxppaon twv a yovidiwv. Ot appeveg acbeveig mapovatalovy fmag Bapvtnrog a-Bakacoat-
pia pe Papvtarn mvevpatikn kabvotépnor, XxapakTnploTikd mpoowmeio kat dAANeG okehe-
TIKEG KOl YEVETIKEG avwpalie, OTwg eppagppoditiopog (Gibbons RJ. and DR. Higgs 2000).

Zmaviotepeg mapalAayég agopovv oe pia emiktnTn popen a-Oalacoapiag, Tov oxe-
dov mévta cuvodevetan and pvehodvomiactiko ovvdpopo (MDS) kat piat AAAN poper Tov
oeiletau ot onpetakr| petdAafn petagd twv { kaw Yl yovidiwv (Steensma DP, R]. Gibbons
et al 2005; De Gobbi M., V. Viprakasit et al 2006).
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B-OAAAZIAIMIA

MOPIAKH BAXH

Méxpt onpepa €xovv meptypaget mavw and 350 puetaddelg tov B-yovov, mov evfiovo-
VTaL yla T auvoTumiky ékgpaon g P-Oalacoapiog (B-thal). Xe avtiBeon pe v a-0a-
Aaooauia (a-thal), n melovotnra Twv petal\dewy autwy eivat onpelakés VoukAeoTId-
k€6 aAlayég (non-deletion type), mepimov 250, OTWG AVTIKATAOTAOELS Hiag PAonG, Hikpd
eMeippata 1} evBéoeig Aiywv vovkAeotdiwv (Giardine B., J. Borg et al 2011). ITio omdvieg
etvat ot petalAaelg mov ogeilovtan ot anwAewa peyalov aptBuod facewv Tov B-yovov
(deletion type) (Huisman TH., ME Carver et al 1997; Kountouris P, C. Lederer et al 2014;
Traeger->vvodtvov J., X. Bpettov ke ovv. 2011)

OM\eg ot petaAAd&elg odnyovy, otnv dAhote dAhov Pabpov, un wopponn ocvvBeon a-/f-
alvoidwv pe amotéAeopa TNy avendpketa ouvBeong guotoAoyikns HbA.

1. Znpetakés voukAeoTidikég petalAagerg

Ot onpetakég petalagerg mov gvBovovton yia tn B-olacoauia, (Eméve 18) pe Bdon
TOV UNXaviopo mov tpomomotel T obvBeon twv f-akvoidwy, opadonolodvtal oe Tpelg Ka-
TNyopies: a) peraypagn, B) enefepyacia ko y) peragppacn tov RNA.

a) Metada&eig mov emnpedlovv tn petaypaer. Evronilovrat eite otig cuvtnpnuéveg
neploxég Tov DNA otov vrokivity Tov B-yovidiov (TATA, CCAAT, CACCC), eite oty
5'un petappalopevn meptoxr (5 UTR). Tevikd mpokalovv TOAD WKpN EMIMTWON OTNV Tal-
paywym Twv B-aAvciSwy xwpig va ennpedlovv Tov apaToAoyIkd GatvoTuIo 0Ty eTepOy-
yn katdotaon.

B) Metal\a&erg mov emdpodv ota Sidpopa otddia enegepyaciag tov RNA. Apopovv:

B1) Tig Béoeis komns ko emavaovykdAAnons (cvvappodéynong). O petaAld&elg
avtég epmodiCovv T ovvBeon Tov pualoroyikov wptpuov RNA kat mpoka-
Aovv Be-Balacoaupia. Tétoteg petalagelg eivat n IVSI-1G>A, mov eivat ov-
XVI| OTIG HECOYELAKEG XWPEG, Tr) Méon AvatoAn} kau Tnv Avatohwkr} Evpwmn,
kat N IVSI-1G>T ot IvSia kat Kiva.
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-101 C>T

5

Promoter

CAP

Cd5 -CT
Cd6 _-A
Cd8 -AA

exonl

IVS-1

Cds8/9 +G
Cd30 G>C
IVSI-1G>A

IVSI-6 T>C

| _-101 C>T |
+33 C>G
| _IVSI-6 T>C |

IVSI-130G>A
Cd39 C>T

IVSII-T G>A

IVS-II
——{1VSII-745C>G]
IVSII-850-G H {1VSII-848C>A |
p*r 3

[ s> ] HBB

Eixove 18. Tovidiaxy) evromon Twv mio ovyvay oqueiaxdy petaAldéewy f-Oalacoaipiog oy
EA&da.

B2) Tig ovvtnpruéves mepioxés ot dkpa Twv wipoviwy. Ot peTaANAEELG AUTEG pELD-
VOLV TNV AOTEAECUATIKOTITAL TG GLVAPUOAGYNONG, TTPOKAAWVTAG StaTapayr
Tov Pabpov mapaywyrg P-alvcidwy, pe amotéAeopia fio wg Bapd eavoTLIo
Br-Balacoaupiag. ITapaderypa eivar n IVSI-5G>C, n IVSI-5G>A, mov amavtd-
Taw 0ToV EAANVIKO TANBLopo, kKabwg kau 1) IVSI-6T>C, mov mpokalei o gat-
votuno BH-Balacoaipiog kat ouvavtdtatl yopw and tn Meodyeto, T Méon

Avatolr| kat Tnv Avatolikr) Evpamm.
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B3) Tig petadrddeis mov evepyomoiotv evaddaktikés Oéoeis avvapuodloynons tov
RNA péoa ora é€dviae 1 T wipdviar. Ot petalhadelg avtég avtaywvitovrat Tig
@QLOloNoYLkEG B¢l auvappOAdYN NG, £T0L WOTE 1 PaplTNTA TOUG Vo e§apTa-
TaL Ao Tr OXETIKT) TOOOTNTA TOL YUOLOAOYIKOD €vavTt Tov Taboloyikob RNA
niov enefepyalovtat. Ot meploooTepeg HETAANGEELG TIOV EVEPYOTIOLOVUV EVAA-
AakTikég B€oelg ouvappoldynong péoa ota wipdvie evBuvovtan yia Popeig
@atvotunovg Br-Baracoaupiag (IVSI-110G>A, IVSII-654C>T), ev ot petal-
&gt ota &wvia ouvrhBwg Tpokakoby To fovg gavoTumovg B 1y B, Ydp-
Xouv Tapeppnvedolpes HeTAANAEELS, TOL KWSIKOTIOOVY TNV AVTIKATACTAOT
€vOG apvo&éog kat ipokaovv Ty mapaywyn maboloyknig B-atvoidag, 6w
eivat 1) petaAa&n GAG>AAG oto kwdkovio 26. H petdA\agn avtr| evepyo-
TIOLEL [t EVOANAKTIKT) TIEPLOXT) CLVAPUOAOYNONG 0TO e€wvio 1 kat TapdAAnAa
Snuovpyei v maboloywn Hb E ($26 Glu>Lys).

B4) Aleg petaldééers mov emnpedlovv v enefepyacia Tov RNA evrtomilovrat
otnv oAv-A ovpd (AATAAA) ) oty 3" pn petagpalOpevn TePLOXT| TOL YovL-
Siov dnpovpywvtag eavotumo Br-Balacoaipiog ko QUOLOAOYIKO PAVOTLTIO
(owwnmpov TuToL) o€ eTePOLUYN Katdotaot). Ot petalageg +1480C>G kat
-101C>T xapaktnpifovtat wg ownnpod tomov (Maragoudaki, E., C. Vrettou,
et al 1998; Maragoudaki E., E. Kanavakis, et al 1999). O\eg ot petal\d&eig mov
apopovYV 0N GLWTIN POV TUTOV B-Bakacoaiptio ekONADVOVTAL AVOTUTIKA LOVO
OTav KAnpovopovvTat ouyxpovwg pe pua Papta petéAAadn twv B-olvoiSwy.

y) Metad\d&eig mov emmpedlovv Tn petagpaoct tov RNA. Ilepinov ot [oég and Tig
petaAAaelg mov evBuvovtar yia ) B-Balacoaipio aviikovy o’ autry TN Katyopia kat t-
akpivovtal o€:

y1) MetaA\&&elg mov Snpovpyovv mpdwpo TEPUATIONO THG UETAPPAOHS TG TIPWTE-
ivikng alvoidag kat eivat péoa oto e§wvio 1 kau 2. Xty TEPITTWOT QLTI OL e~
Tal\agelg ovvodevovrat ard v mapovoia eddxotwy emmédwyv B mRNA, dote
0ToVG £TEPOQLYWTEG va pnv Tapdyetal B-atvoida and to maboloywd aAAn\o-
{HopPo Yovidio e amotéeopia évav kKAaotko B-Balacoaupkd gavoTumo.

y2) Metah\dEelg mov emttpénovy v mapdraon ¢ peTdppacns kat Bpiokovta
oto e&wvio 3. v mepintwon avth Tapayeta HeyaAo mood Taboloyikng
B-alvoidag pe amotéleopa ot eTepoluywTeg va £xouvv PaplTepr QAVOTUTIKN

EIKOVA OE OXEOT) e TOUG amAovg Qopeig B-Oalacoapiog.
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y3) Metaa€erg oo kwdikovio évapéng (ATG) mov emnpedlovv v évapén tng
peraypagrc tov RNA.

OMeg ot petaragelg avtng Tng katnyopiag £xovv wg anotéAeopa gavotuvmovg Bo-0a-
Aaooouplio.

2. MetaAAd€erg amo eeippata

Ot petaldéelg B-0alacoarpiog mov ogeilovtat oe elheippata 0to cOPMAEyHa TwV
B-yoviSiwv eivat omaviE.

a) EX\eippata mov agatpodv pépog 1} oAokAnpo to B-yovidio, Twv omoiwv to péyedog
notkiAAet and 290 bp éwg kat eptocdTepo amo 60 Kb.

B) EMAeippata mov agatpovv éva LEPOG TOL VITOKIVTH Tov B-yovidiov mov TepLéxel Tig
aAnlovyieg CACCC, CCAAT kot TATA. Me tnv agaipeon Tov LITOKIVITH Katapyeitat o
AVTAywWVIopoOG Tov B-yovidiov pe Ta § kat y-yovidia, pe CUVETELR Va EVIOXVETAL 1] EKPPAOT)
T0VG. (G AMOTENEDHA AUTOD TOL UNXAVIoUOD efval Ta avEnuéva enimeda Hb A, kot Hb F mov
napatnpovvTat atovg etepoluywtes. H avénon g Hb F eivat ikaviy va avtiotaBuioet tnv
olokAnpwtikr} EAAenyn G f-alvoidag otovg opoluywrtes (Wood WG. 1993).

y) H ékppaon tov -yovidiov pmopei emiong va kataotahel and eAAeippota mov Te-
pAapPévovy, y1) oAOkANpo 1) To HEYAADTEPO HEPOG TOL CUUTALYHATOG TV B-yovidiwy,
onwg ot (eydP)°-Balacooutio, 1] y2) anod eAAeippata 6To 5'4KPO TOL CUUTAEYHATOG, APT)-
vovTag avénago To B-yovidio. Ztn devteprn mepintwon, N KATAGTOAN TNG EKQPAONG OPEi-
Aetat oty anovoia tng LCR meploxng. Ot etepoluydteg Twv eEAAEUUATOY QuT®VY £XOVV
HeyaluTepov Babuov pKpokLTTAPWON Kat LTIoXPwia, Kal guotodoyikd enimeda Hb A, and

auTh Twv am\wv etepoluywtav B-Balacoaupiog (Rooks H., J. Bergounioux et al 2005).

YYIXETIZH TONOTYIIOY-®AINOTYIIOY

Onwg avagépOnke, ot petadld&elg StapopomolovvTal oo HLeg Tov TPOKAAOVV WKPT
eAdTTwon g mapaywyng B-aAvoidwv (B 1) f*), péxpt TOAD coPapég Tov TPOKAAoDY TTAN-
pn kataotoAr (B°). OAeg ot petal\d&elg (YovOTUTIog), TEAKA AVTAVAKAOUY GTOV QUUATONO-
YKo @auvoTLTo Kot G évay Pabpo kat otov kAvikd gauvotvmo (Weatherall DJ., JS. Wain-
scoat et al 1985).

Ze kdBe mAinBuopuakn opdda emkpatei £vag aplBuog petoaddgewv mov T xapakTnpi-
Cet (Orkin SH., HH. Kazazian et al 1982). Ztnv Avatolikr} MecOyelo o ouxveg eivat ot
B+ petald€ers, (Tovpkia, Aifavog, Kompog, Aiyvrtog, EANGSa), pe ovxvotepn tn IVS-1-
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110, eva ot Avtikiy Meooyeto (Iomavia, IToptoyahia, N. Tadia, Alyepia, Iratia, Zapdn-
via), mapatnpeitan emkpdrnon Twv B, pe mpoéxovoa T Cd39 (Camaschella C. and MD
Cappellini 1995). Ze meploy€g e pua emkpatovoa petdAaln, onwg otn Zapdnvia (Cd39),
0 KAWVIKOG QaUVOTULTIOG TV OHOQUYWTWY ival TIEPLOCOTEPO OHOLOYEVIG, OE TXEOT) UE TIEPLO-
XEG He peyalo e0pog peTaANGEewY.

2tov eAAnvikod mAnBvopo, ot yevetikég Statapayég mov evfvvovtat yia tn f-Oakao-
oatpio Tapovolalovy HEYANN ETEPOYEVELR KAl WG EK TOVTOV €XOLV €VPV KAVIKO @A-
opa. Ano peléteg oe deiypata mAnBvopov and oAn tnv EANGSa, kat og StapopeTikeg
XPOVIKEG TIEPLOSOUG, (e peyalo aptBuod etepoluywTtwy kat acBevav pe B-6alacoatuia,
Stamotwdnkav 35 mepinov TOMOL, TOGO P° 600 Kt PrueTaAdEewy (Hivaxag 5). Ot Te-
pLocoTepeG (84,6%) eivat onpetakés petarlaleic. H eletpparin petaAadn -44bp del,
kat 1 onpetakr] IVS-I-5 G>A povn tng 1| e ouvdvaouo pe tny eAetppatikn petaAladn

Iivaxag 5. Eidog kot ovyvotnta petalldéewv oe aobeveis pe f-0adacoaipio otnv EAM&da.

! XPAMOEAMATA (n) EYXNOTHTA (%)
METAAAAZH OAINOTYNOE
B Y a B Y
IVSI-110 G>A B 148 1599 1034 | 4255 421 4040
Cd 39 C>T B° 59 714 452 | 1695 188 17.70
IVSI-1 G>A B° 46 487 306 | 1322 128 1200
IVSI-6 T>C B 25 307 267 | 718 81 1043
IVSII-745 C>G B 24 233 126 | 630 63 4%
86.80 881 85.45
VSII-1 G>A B° 7125 74 | 200 33 290
Cd6- A B° 10 63 61 | 287 17 240
87 C>6 B 6 4 67 | 172 10 283
-101 C>T B 0 60 45 | 0 16 176
IVSI-5 G >A / 5B+ Corfu B 3 14 4 | 08 04 156
Cd5-CT B° 4 31 18 | 115 08 070
Cd 8 -AA B° 2 30 21 | 057 08 08
4 bp del B° 2 10 4 | 057 03 06
AMeg 12 77 43 | 345 20 182
Livoho 348 | 3796 | 2558 [ 100 | 100 | 100

a. Kattamis C. et al (1990), B. Boussiou M. et al (2008), Y. Kattamis C. et al (2022)
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§°B* Corfu, meprypagovrat wg amokAeloTIkEG 0ToV EAANVIKO TANBVOpS. Ot 5 o LY VEG
amo TG peTaAAaEeLg auTég, KAAVTTTOLY Tdvw amd To 85% Twv maboloyikwy B-yovidiwv
otnv EAAdSa (Kattamis C., H. Hu et al 1990; Boussiou M., P. Karababa et al 2008; Kat-
tamis C., M. Skafida et al 2022). AvtioTotya, otov EXAnvo-Kunpiako mAnBvopo to 92%
Twv naBoloykwv B-yovidiov avtimpoownebovtat and 3 emkpatovoes peTaANAEeLg
(IVSI-110, IVSI-6, IVSI-1) (Kountouris P, I. Kousiappa et al 2016).

Melétn TG 0X€0NG YOVOTUTIOV e TOV KAVIKO Kal AUUATOAOYIKO QAVOTUTIO OF TIAVW
and 500 appwaotovg, é8ei&e peydhn ovoxétion petald g BapbTnrag TG KAIKNG etkdvag
Kat TG Baputntag TG LETAAAENG. ZToug appwoTovg pe Paptég petallaelg emkpatody
autol pe peilova Balaooatpia (35,87 - f*:55,7 %), EVavTL TWV appwOTWYV (e evOIdpEeo
(B°:34,5% - B*:18,0 %), eviw 0TOVG APPWOTOVG NTLeG HeTAANAEELS ETUKPATODY avTOL pe eVL-
dueon Balaooapio ((+:47,0/9,2 %). Emmhéov, oplopéveg rmieg petaldgers (+1480 C>G,
-101 C>T, +33 C>@), Bpédnkav povo o€ appwoTovg e i ouuntwpatoloyia (Mivakas 6).
AvtiBeta, 0Tovg appwoToug pe peifova Bakacoarpio, n mapovsia fmag petdAagng (IVSI-
6, -87, -28(A~>G) sivau omtdvia.

Iivaxag 6. Katavoun kai ovyvornra twv petaldaéewy ot peifova ko eviidueon
B-Oalacoapio avidoya pe ™ PapithTa oe >500 acbeveis oty EAA&da. Katriune X, (2004).

METAAAAZH M E METAAAAZH M E METAAAAZH M E

nARpNg KatactoAn (B°) Bapud katactoAn (B*) ANLO KataoToAn (B+7/++*)

Cd 39 165 11,0 | IVSI-110 440 13,0 [ IVS1-6 70 140
IVSI-1 122 7.0 | IVSII-745 56 1.0 |-87 18 70
VSII-1 27 85 g’ﬁ'go/ " 11 40 |-28(A3G) 02 30
FSC-6 2.1 - | 3 dMeg (<27%) 5.0 - | Poly A 02 11,0
(8B°)Sic 2.1 50 +1480 (C>G6 = 2.0
Cd 6 02 30 -101 (C>T) = 9.0

+33p = 1.0
Zdvolo % 35,87 345 | Xdvolo % 55,7 18,0 | XGvoAo % 92 470

M: Meilwv, E: Evdiapeon

Av xat 0 KAMvikdg gauvoTtumog Sev oupmintet évtote pe T Poapivtnta g petaAhadng,
0 XAPAKTNPLOUOG TOV YOVOTOTIOL amoTeAel mpwTtapyik agia yio tn Stéyvwon, tnv

npdyvwon, tn Bepameia kat tny mpoAnyn g B-Oalacoapiag (Kattaung X. 2004).
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Tooo oty peilova, 600 kat oty evdidpeon Bakacoapia entmpocdetor yevetikoi ma-
payovteg, avefaptirot Twv petalaewy, mov emnpedlovv T ovvheon Twv P-oalvoidwy,
umopei va emdpdoovv Betikd 1 apvntikd ™ Papvtnta Tov KAvikod @atvotdmov (Thein
S.L. 2005). KaBwg n maBoguaioloyia tng vooov oxetifetal kupiwg pe tnv mepiooeta Twv
naBoloykwv a4 popiwy, kabe Stakvpavon tng ovvBeong Twv a- 1 y- akvoidwy pmopel va
EMNpedoeL TNV KAVIKN eikova. Mewwpévn ovvBeon Twv a-alvoidwv oe GuV-KANpovopnon
a-Bohacoaupiog teivel va BeAtidoer TNV KAVIKY ekova, kabwg PekTiwveTal 1 loopporia
ovvBeong Twv alvoidwv. Avtifétwg, avinuévn ovvBeon a-alvoidwv (&vicog emyaopog
Kat TPUTAacLaopEVo a-yovidlo) emPapvver tnv kKAwvikn eova. ISaitepn enidpaon otov
KAIVIKO QatvOTUTIO, €XeL 1] TTapapovr) TG obvBeong Twv y-aAvoidwv oTIG TEPUTTWOELS TNG
OB-Bahacoaipiog Kot TNG KANPOVOUIKNG TTApApOVHG TNG ERPPLIKNG aoo@atpivig, oL N
ovvdeon Twv y-aAvoidwv pe Ti¢ a-alvaideg Bektiwvel T Iooppomio kaw TNV KALVIKN ekOva.
Neotepeg peéteg exovv deifet 0L i 00vOeon Twv y-alvoidwv oe kataotdoelg puBporoum-
TIKOD stress, OTwg eivat Ta Balacoatpukd cOVOpopLa, evvoeitat kat and AAAOVG TaPdyOVTES.
Tétolol mapdyovteg givat o moAvpopiopnog Xmnl-HBG2 oto odpmieypa twv yovidiwv
G B-opatpivng, kabwg kat ot tohvpop@iopot HBS1L-MYB o1o xpwpdowpa 6q23 kat BC-
L11A oto xpwpoowpa 2p16 (Labie D., O. Dunda-Belkhodja et al 1985; Menzel S., Garner 1.
et al 2007; Thein SL., S. Menzel et al 2007).

Emmpoobetol Sevtepevovres mapayovTeg, mov evromifoval eKTOG TOL CUUTAEYHATOG
TV a kat B yovidiov, apopody oe TOAWHOPPLOHOVG TIoL PeATiwvouy N emPapvvouy Tig Std-
QOPEG EMUTAOKEG TNG VOTOU, OTIwG ToV peTafolopd Twv ootwy (COL1A1) (Perrotta S., MD.
Cappellini et al 2000), Tov petaBoAiopo g xoAepubpivng ([TA]) (Galanello R., L. Perseu
et al 1997), ta kapdiayyetakda mpoPAnpata (APO e4) (Economou-Petersen E., A. Aessopos
et al 1998) 1 enmpedlovv v anoppdenomn tov odrjpov (petdAadn C282Y kot ToAvpop@L-
opog H63D tov HEE yovidiov tng atpoxpwpdtwong) (Andrews N.C. 2000).

Adyw TG aAAnAemidpaong MOAAATMAWY YEVETIKWV TApayOvVTwy oTnv ekSHAwor Tov
KALVIKOD QALVOTUTIOV, Yl TOV XOPAKTNPLOUO TNG Bapytntag TnG KAVIKAG EIKOVAG TOANG
KEVTPAL, TEEPAL ATtO TOV TTPOTSLOPLOUO TOL TOTIOL TNG HETAANAENG, XPNOLHOTIOLODV KALVIKA Kat
EPYAOTNPLAKA KPLTHPLA, OTIWwG 1) NAtkia Stdyvwong, o Babpog tng avaupiag, o ennpeacpog
TNG CWHATIKNG avAmTuéng, N puelikr| viiepmAaoia, 1) oOANVOUEYaAia Kot OL AVAYKEG O ple-
Tayyloelg (Mivaxag 7). Etol, 1000 1 peiCwv 600 kot 1) evdidpeon Balaooarptia StoxwpiCovrat

nepautépw o€ Paptd (tomog 1) kau fima (TVmog 2) poper| (Kattamis C., A. Metaxotou-Mavro-
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mati et al 1982). Av kat 1 avTipeT@Lon TG K&Be mepintwong Oa mpémel va efatopukeveTa,
1 mpoondfeia VIOBETNONG KOVWY XAPAKTNPLOTIKWV €ival amapaitnTn yia Tn Snuovpyia
ovyKekpLévwy BepamevTikwv TPWTOKOA WV yia kdBe TOT0, woTe va e§alelgbei o kivauvog

™G vmép- 1) vmo-Oepaneiag (Galanello R. and A. Cao 1998).

Iivaxag 7: K\ivikd kot pyaoThpiakd kpITHpLE P TOV YAPAKTHPIOUO TWV QRIVOTITWY
MeiGovog kau Evéikueons Oadacoarpiog.

I. MEIZQN GAAAZZAIMIA Il. ENAIAMEXZH OAAAZZAIMIA

Baptd avauia "Hnleq KAWVIKEC EKONAWOELS <6 ETWV
‘Evap&n petayyioswy <6 etwv Hb >8 g/dL - Oxt petayylosig
Tonog 1: Bapug Tdnog 1: Bapug
Hb <8 g/dL, 0,5-6 1cdv Hb 7-8 g/dL, 6-12 etwv
Metayyloglg <2 €10V [NeplotaolakeG petayyioels - onAnvektopn
Ywatkn kaBuotepnon HnatoonAnvikn dtéykwon

OoTIKEC aANOLWOELC

Ywpatkn kaBuatepnaon

TOnog 2: "Hnwog TOnog 2: "Hnog
Hb >8 g/dL, 0,5-3 etdv Hb 8-10 g/dL, 6-12 etwv
Hb <8 g/dL, 3-6 etV ‘Oxt petayyloelg
Metayyloelg 3-6 etwv ‘Hnwa nnatoonAnvikn ol6ykwaon

‘Hrlec 00TIKES AAAOLWOELG

KAINIKEYX MOP®EX KAI TAGO®YXIIOAOITA THX -OAAAZIAIMIAX

H B-0adaocoaipia StakpiveTatl oe Tpelg KAVIKEG LOPPEG, TIOV 1) AUVOTUTIKT} TOVG EKPPa-
on pnopel va ovoyeTiobel pe Tov yovotumo:
1) Bapia ij peiwv B-0alacoapia (thalassemia major, TM), Tov a@opd 0TS peTayyt-
oloeEapTwpeveg TEPUTTWOELG TNG opdluyng B-Bakacoaupiag (TDT).
2) Evdapeon p-0alacoapia (thalassemia intermedia, TI), mov mepthapfdvet Tig pn
petayylooegaptwpeves popeés e - kat SP-Bokacoapiag (NTDT).
3) EAdoowv (minima), n onoia avtiototxel pe etepoluyn kataotaon B-0alacoaiptiog.
KaBwg 0 podog twv petayyioewv amoTelel TOV MO OUAVTIKO TTapdyovTa yla THY avTl-
HETWTILOT) TWV CVUMTWHATWY TNG VOOOU, T TEAELTAUA XPOVIAL XPTOIOTIOLEITAL (WG KPLTT)PLO

ya v tavopnon g Papdntag e KAWIKNG Topeiag Twv acbevwv pe Balacoaia. Etot
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ot opot peifwv kat evdiapeon Bolaooatpio TeVOLY va avTIKATAOTABOVV e TOVG OPOUG (le-
tayylooegaptaopevn Balacoaiia, TDT (transfusion-dependent thalassemia) kou pun petay-
yooe€aptawpevn, NTDT (non-transfusion-dependent thalassemia). H xatnyopia tg TDT
nepNapAveL TTACXOVTEG TTOL Yia va eMPLOCOLY XpetdlovTtat LeTayYioel epopov {wrig, v n
katnyopia g NTDT mepthapfdvet maoxovTeg e meplotactakeg 1} kabolov petayyioes. H
TA&IVOUNOT QUTT] €XEL KATTOLL HELOVEKTHHATAL, KABWG avTavakAd Ty etkova oe Sedopévo xpo-
VO 1) eivall EQPIKTI PETA ATIO PaKPOXPOVIA TTapakohovOnon Tng kAwvikng mopeiag Tov acevoic,
Kot 8ev avtamokpivetat otnyv mpoPAeyn g KAk eEEAENG katd tn Sidyvwor. EEdAAov,
OVUPWVA LE TNV KALVIKT) EUTELpIa, eivat YVwoTO OTL évag aoBevig LTOpEL VoL HeTATTETEL Ao T
pia katnyopia oty AN, avdloya e EKTaKTEG KaTaoTaoels (AoWwEeLS) 1) avTamokplon oe
vedTepeg Oepaneieg (Pektiwon pn anodoTikng eppOpomoinong). Znpepa oL 6pot emavarpoodt-
opilovtat. Edikotepa, 1 TDT GupmAnpwvetat (e TOUG OpOVG TPWIV LETAYYLOOEEAPTWHEVT
(ex TDT), meprodiké (intermittently) petayyiooegaptwpevn Bolacooupia (it TDT) kat véo
petayyooegaptaopevn (neo TDT), avéloya av ot aoxovteg amalldxOnkav 1| peiwoav Tig
avaykeg yla petayyioeig 1 av NTDT naoxovteg Aapdvouy ouxvég 1§ GUOTHHATIKEG HeTayyi-

OELG Yo CLYKEKPIEVO Xpoviko Sidotnpa (Musallam KM., MD. Cappellini et al 2021).

MEIZON 1} Metayyiotoe§aptopevn f-Oalacoarpia

H naBoyéveia Twv kAvikov ekdnlwcewv otn peifova B-0alacoapia (TM) cuvoi-
(etau 0N pn W0oppomn mapaywyn Twv a-/B-aAvoidwy, Adyw avemapkovg mapaywyng Twv
B-avoidwv kat tn un anodotikr| epuBpomoinon, pe enakdrovbo T xpdvia avaupio Kat Tig
OLVETELEG TNG (Eixdves 19, 21).

Ta epvBpd arpoo@aipia oty TM, og OAa Ta 0TASIA TNG WPIHAVOTIG TOVG, TTEPLEXOLY ENCL-
xtoteg (B*) 1 kaBoAov (B°) B-aAvoideg kot oA peydhn mepiooeia adéopevTwV a-aAvoidwy.
‘Evag pukpog aptBpodg a-alvoidwv ouvdéetan e TiG Y- (exAextikr| emPiwon F kuttapwy) kot
8-aAoideg kat ovvtiBetar HBF (a2+y2) kat HbA, (a2+62). Ot ehedbepeg a-alvaideg mov
dev Ppiokovy TIG CUUMANPWHATIKEG TOVG I VO OXNHATIOOVY GUOLOAOYIKA TETPALLEPT) HO-
pla atpoo@atpivng dev umopovv va amopakpuvBodv Oleg pe mpwtedAvor kat ovvtifevtat
petaV Toug oe Tetpapep) a4 popta. O oXNUATIOUOG TETpapepwY a4 popiwv arotehei tabo-
Aoyir| Sadikaoia, kaBig ta popLa avtd kataxkpnuvitovta wg adpd Kokkia peToVoLwUEVNG
TPWTELVNG TO00 0TOVG epLBPOPAAOTEG OTOV PVEND, GO0 Kot 0Ta WpLpa epuBpd GTNY KVKAO-

@opia (Ewéve 20 ). H iparTn TEPLypapr] Twv eYKAEIOTWV KOKKiWV 0TOVG gpuBpoPAAoTES Ko
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BOA B NEA A ¥ HDA 2 +y2 : HbFt

v

[Nepiooela adeopevtwy a - aAucidwv

ENAOMYEAIKH <— KOTOKOAVION o e=nyyEAIKH

a4 poplwv +
‘Eykhewota 04 0T0UG ‘EykAetota a4 ota gpuBpd
epuBpoBAdaoTeq
Mpdwpn katactpopn BAGBN pepBpdvng epuBpokuttdpwv
epuBpoPAaaTv +
% AwdAuon

Mn anodotikn
epuBponoinon +
XoAoAB{aon
ANAIMIA

v

IZTIKH YNOZIA <

Eixova 19. IaBoyéveix ¢ avaupiog ot f-Oadacoaipic.

Ta epuBpokvTTapa kat n anddelEn 0Tt avTd anotelodvTaL ad a-aAvoideg o@eileTal oToV
@. Déoon kat Toug ovvepydteg Tov (Fessas P. 1963; Fessas P, D. Loukopoulos et al 1966) Ta
KOKKiot auTd, péow ofetdwtikng PAAPNG Twv SOUKWDV CLOTATIKWY TG HePBPAVNG, TipoKa-
Aovv datapayég otn Stadikacia Tov TOAAATAAGLACHOD TwV AwpwY epLBPWYV Kat TIPOWPN
anontwon (Libani IV., EC. Guy et al 2008), evw ota dpipa gpubpd, mpokalovv apolvon
Kat Tpowpn Kataotpo@r otov omAnva kot to AEX. Etot, n avaupiia otn f-Oalacoaupia givon

ATOTEAEOUA TOV GLUVSVAGHOD [N ATOTEAEOUATIKIG EPUOPOTIOINONG Kot AtUOAVONG.

r
Eixova 20. Eyxdetora ad otnv oudlvyn («) kar erepolvyn (B) f-Oaracoapia.
(B. Aadrig, Abaktopixy) Siatpify 1978).



48 AIMOXZOQAIPINOITA®EIEZ

Tooo 1 avaupia, 600 kau i avEnpévn deopevTikr| tkavoTta pe to o&uyodvo g HbF odn-
yei oe ooPapr| otk vroia. H vrofia amotelet éva ouveyég epéBiopia ékkpiong epubpo-
momtivng, 1 omoia mpodyetl TV gpvbpomnoinon péow evepyomoinong tng odov JAK/STAT
(D'Andrea A., G. Fasman et al 1990; Wojchowski DM., RC. Gregory et al 1999). H npoond-
Bela auTr) TOL OpyaVIoHOD Yia va e§ac@alioet kKabTepn 0§UYOVWON amodetkvOETaL «pn
ATOTEAEOUATIKI, APOD OTIWG £XEL avapepbei, TOo0 ot epuBpoPAiaoTeg 0TOV HVENO, 00O Kot
Ta epuBpd otV KuKAogopia, eivat ddeta and guatoloyikny Hb kat pe ehattwpévo xpovo
{wnc. Etot, Snuovpyeitat évag gavlog kOkAog LoTikrg vrogiag - epubpomoinong (vrepevep-
yomoinon JAK), o epuBpomoutikdg poehdg vepmAdooetau (5x-6x), e amotéAeopa tr Snpt-
OVPYia EVTOVWYV 00TIKAV TIOPAUOPPWOEWY Kot PapLdt 00TEOTIOPWOT AVAAOYT TNG KAVIKAG
Bapvtnrag (Ladis V., P. Raptou et al 2008). Ze peyavtepeg nAikieg, av o acBeviig dev éxet
avTipetwmobel cwoTd fe peTayyioels, kat otay éxet ohokAnpwOel n avamTvén Twv 00TWY, 0
VTIEPTNAOTIKOG HVEAOG TIPOPAANEL PETAL ATIO PWYHEG TWV OOTWV TIPOG Tat £§w Kaw oxnuatiCet
eEwpvehikég paleg mov Umopoly va TPOKAAEGOLY Tiea VeLPIKWV priwv kot BAGPeg (wTt-
KWV opydvwv. H évtovn puehkr viepmhacia dev e§looppomei tnv aduvapio ovvBeong g
QUULOOPAUPIVNG, pe amoTéNeopa va Steyeipetal ) e§wpvelikr epuBpomoinom, mov ekdnAdve-
Tat pe 1oykworn Tov Nratog kat Tov omhnvog. H Bepameia pe petayyioeg, mov Oa akolov-
OroeL, kat SevTepevOVTWG 1) aENuéEVN amoppOPN O Tov aLdIPoVL Ao To £vtepo, odnyel o€

TepAoTia av&nor Tov o1drpov 610 TAACpA (Ekova 21).

| IETIKH YNOZIA |
|

v v v

AU&non AUENaon eviepLKng Metayyloelg
epuBponotntivng anoppéenong Fe
YnepnAaoia pughou E€wpueAhikni algonoinon Alpocl@hpwon
opydavwv
YKEAETIKEQ Adykwaon nnatog, onAnvog, Kapdtd, ‘Hnap.
NapapopPWoELS €EWHUEAKEG PACEG Evdokplvelc

Eixova 21. IaBoyéveix Twv kdivikav ekdnlacewy 16 B-0adacoaipios.
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Zto mAaopa o 6idnpog KuKAoPopel GLVOESENEVOG e TNV TIPWTEIVN HETAPOPASG TOV, TNV
TPAVOPePPIVI. Xe QUOLOAOYIKEG KATAOTATELG O KOPECHOG TNG TPAVOPEPPIVIG (e oidnpo &i-
vai povo 30%. Ze Oalacoaupikovg acbeveig 0 kopeopog ival TOAD peydAog, Omwg Y. o€
empPoapopévoug aoBeveig pe kapdlomddela, OV 0 KOPETHOG TNG TpavoPeppivg Ppednke oe
enineda >70% (Piga A., E Longo et al 2009). Otav ot petayyioeig vepfoiv Tig 10-20 povade,
Snuovpyeitat peydhov Pabpov vrepotdrpwaon, Kopeords TNG TPAvaPeppivng Kat ameevde-
pwon owdrpov oo mAdopa (NTBI). O ehevBepog 6idnpog eloépxetat kat amobnkeveTan apytd
ota pakpoaya kuttapa Tov AEE (omArvag, fmap, HUehdg TwV 00TWY), Kot 0TI CUVEELQ
OTa TAPEYXVUATIKA KUTTapa Slapopwy opydvwy (80% oto fmap), 6ov SeopieveTatl anod po-
plo amo@epprtivng kou amoBnkevetal pe T popr g gepprtivig. H epprrivn petoarpénetar
apyotepa oe aoatdnpivn, mov anotelei taboloyikr| evanobeon o1drpov, 1 To§koTTA TNG
omoiag eivau daitepa ekdnAn oty Kapdid, To Nrap Ko Tovg evOoKpLvels adéves. Ze vekpo-
TOEG KaTd TNV TIpo anootdnpwong mepiodo Ppébnkav eAdxioteg moodTnTeg 01drpov oTovg
YPOPWTOVG g Kat kaBolov otov eyképalo (Modell B. and R. Matthews 1976). Qotooo,
peyahbtepeg moootnTeG eEhevBepov aldnpov ota kvtTapa (labile iron pool, LIP) 1) oto mAdopa
(labile plasma iron, LPI >0.6 pmol/L), mov mpoépxovtat and Tov KataPoMoo NG PeppLTivig,
etvat 1Staitepa To&kég (Hershko C., G. Graham et al 1978). Ta ehevBepa avtd puopia Tov ot-
SMpov propovy va katakboovy v avtidpaon mapaywyng eAevbépwy piiwv o&uyovou mov
Ba pokalécovv o&edwtikr PAAPN ota Amidia Twv pepPpaviv, Tov TPWTOTAACHATOG, TWV
TpwTeivwY Kot Tov DNA, pe anotéleopa Tov kuttapiko Odvato 1 tn dnuovpyio koAayd-
VOU, TPOIOVOAG (VWOT|G KAt AEITOVPYIKT| avemdpkela Twv Slapdpwv opydvwv (Zhao M., JA.
Laissue et al 1997). TIaox0VTeG pe avgnpéves avaykes petayyioewy, OTiwg el UTEPOTANVIOUOD
Kol auTo- 1] AAAOAVOOOTIOINOTG EVAVTL EPLOPOKVTTAPIKWY AVTLYOVWY, CLCCWPEVOLY AKOUN
HEYaAUTEPEG TTOOOTITEG OLOTPOL pE AVANOYEG ETUTTWOELG.

v naBoyévela tng Balaocoaupiog eumhéketal kot 1) evepyomoinon tov evdobnAiov,
ATOTOKOG TWV SlaTapayv Tng epuOPOKVLTTAPUKNG LEUPPAVNG KAl EVEPYOTIOINONG TWV AUHO-
nietaliov. [Tpo-@Aeypovmdelg kutokives, omwg n IL-6, kabwg kat deikteg PAeypovr§ Onwg
1 CRP, Bpiokovtou avnuévol pe onuavTtikd polo otnv ayyetakn vooo kat Tnv ekdnlwon
OpopPoeuporikwv gatvopévay, kupiwg otnv evdlapeon Balacoapia (Aggeli C., C. Anto-
niadis et al 2005).

Ot kKAvikég ekdnAwoeig g opoluyng B-Balacoaipiog ovvbws eppavifovtan ouvi-
Ow¢ petd to mpwTo Tpipmvo TG Ppeing nAtkiag kat pExpL To devtepo étog (Tumog 1), 1y
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Kal apyotepa (TOT0g 2), avdhoya e Tov yovotumo. Kopieg ekdnAwoelg eivou 1) tpoodevtikr
wxpoOTNTA, pe emdeivwor ot Sidpketa AopdEewy Aoyw amdToung TTwong Tng aooatpi-
VNG, LTIIKTEPOG, petwpévn Bpéyn kat kaBuotépnon oty avdmtugn. Katd v avrikelpevikr
e€étaon, maparnpeitat SLOYKWoT TOL NTATOG KAt TOL OTANVOG, Kat 00TIKéEG alowwoelg. Ot
00TIKEG AAAOLDOELG, [E XAPAKTNPLOTIKA akTtvoloyikd evpripata, (Mdtoag M. kat M. Kwv-
otavtovldkng 1971; Cambouris Th. 1989) eivat epgpaveig Kupiwg 0Ta 00TE TOL KPAviov
(Eixéva 22) [ T1) Snpovpyia XapakTnpLoTiKoD TIpOowTEiov, pe SIOYKwOT) TO HETWTILAHOV, TwV
BpeYHATIKDY, TwWV QUYWHATIKOV Kol TWV 00TWVY TNG avw yvabov, pe mpoPolr} twv 08ovtwv
kou kaBifnon g Bdoewg ™G prvog (Emove 23).2 Eykatpn évapln Oepaneiog pe petayyioetg
BeAtiwvet TV kKAwvikn etkdva. Ot acBeveig avanThoooVTaL IKAVOTIOMTIKA LEXPL TNV e@neia,
nAia ov Ba eppaviotovy ot emmAokég TG Bepameiag, kKupiwg TNG AoaIdNPwonG Twv op-

yavawy, edv dev éxet xopnynOei emapkrig amootdrpwon (Olivieri N. and D. Weatherall 2001).

Eixéva 22. Aktivoypagia (a) ko payvytiy) topoypagic (B) kpaviov nadoyovra pe ouélvyn
B-Oalacoayia.

O kupLoTepeg KAWVIKEG EKINAWOELG IOV OPeilovTal 0TV aupootdrpwon Kat emtpdode-
TOVG TapdryovTeg epAapPévouy SlatapayEg amo:
o Tovg evdokpiveic adéveg, omwg ) kaBvotépnon g avantuéng, o voyovadiopds,
o0 oakxapwdng daPnng, ot Statapayés Twv mapabvpeoeldwv adévwy kat o vtobv-
peoediopog (Theodorides C., V. Ladis et al 1998; De Sanctis V., A. Eleftheriou et al
2004; De Sanctis V., A. Soliman et al 2018).

2. OoTikég alhowoels, cupPatés e avTég Tng Balacoatpiag, avayvwpioTnKay oe okeAeTd Yuovakog 17 etwv
otig Apyxaveg Kprytng, mov xpovoloyeitat mepi to 8.000 .X. Angel G. in Brothwell and Sandison: “Diseases in
Antiquity” Springfield Ill, Charles Thomas, pp 766, 1967.
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o H ooteondpwon amotelei ouviiOn emmlokn, OV EKTOG amd TNV AUeoT) EMMTWON
Tov 01d81)pov emi TwV 00TEOPAACTWY, OPeileTal 0TOV GLVSVAGHO Kat AWV TTapa-
YOvTwy, 61we 1 pn anodoTikr epuBpomoinon, n avatpia, ot evdokptvoloyikég Sia-
Tapaxés, ot drautnTikég ovvriBeteg kou 1) ENAeryn aoknong (Ladis V., N. Gandaifis et
al 2004; Rund D. and E. Rachmilewitz 2005).

o H aipooidiipwon tov matog o cuvSLAOUO e TIG TapepninTovoeg Nratitideg Kat
NV a§avOEVT GLXVOTNTA NTATOKVTTAPIKOD KAPKIVOV, AOTEAOVV emtmpoadetn
emPdapuvon g voonpdtntog Twv Balacoalukwy acdevav. Xe TOAVKEVTPIKT| HeNE-
™ (ICET-A) n ovxvotnTa NatoKuTTapKoD Kapkivov o€ mdoxovTes pe TM kot pe
TI PpOnke ot0 1,66% Kat 1,96% avtioTowya, pe ukpotepn nAwkio katd tn Stéyvwon
Ta 36 kau 47 €t (De Sanctis V., A. Soliman et al 2020). Ztr povada g A’ ITaud.
KA. EKTIA xotd tnv mepiodo 2010 — 2020 diayvwotnkav 11 mepintoelg nrato-
KUTTapIkoL kapkivov, 9 e TM petafd 380 maoxovtwy (2,4 %) pe péon nAuio ta 45
¢t kau 2 epuntaoelg oe TI petafd 60 maoxovtwv (3,3 %) nhikiag 47 etwv.

o To pvoxdpdio veiotatat T onuavtikotepn PAGRN. H avapia empBapvvet vy kv-
KAOQOpia, VTTEPKIVTIKT) KUKAOQOPpia, OV TTapdAAnAa e TiG appubpieg kat Tig 1o-
yeveig howwéelg, odnyei oe kapdiakr} avendpkela, 1 omoia anotelel T ovxvoTepn
attia Bavarov Twv acBevwv pe Balacoapia (Kremastinos D., G. Tsetsos et al 2001;
Aessopos A., V. Berdoukas et al 2008). Eviagépovta eivan Ta evprjpata and pehéTn
pe T2* kapdidg oe TDT maoyovteg pe 0tox0 T Staniotwon tov xpovov évapéng
odnpwong tov pokapdiov. Aev Samotwbnke odrpwon oe kavévav Tdoxovta
nAikiag katw Twv 9,5 eTwy, oe avtifeon pe To 36% Twv maoxOvTwy nAkiag 15-18
etV pe maboloyko T2* (Wood |, R. Origa et al 2008).

”

4 Eiova 23. XapaktipioTing
A TIPOCWTIELX IROXOVTWY YE
& ouolvyn B-0adacoapia.
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AMa ipoPAnpata ov emPapbivovy mepattépw TNV KAVIK etkdva givat o kivouvog Twv
MowEewy, o viepoTAnVIopdg, 1) taon yia OpopPwaoels, n xoAoABiaon, n viiepovpryatpia, Ta
ENKN KVNUWY, ot ooTeayieg 1) kat dAAeg Sevtepomabdeig emmhokeg amod Sidpopeg Oepamevti-
KEG lapeUPaoels. Ztnv katnyopia Twv OepamevTikwy eMTAOKOVY ovpmeplapfdvovtat a) ot
EMTAOKES TWV pETAYYioEwY, OTIWG ot petadidopeves Aowéelc HBV, HCV, HIV k.4. (Katta-
mis C., V. Syriopoulou et al 1974; Girot R., J]. Lefrere et al 1990; Kookivag L., A. Kovvtovpdg
kot ovv. 2011), 1 100- KAt AANOAVOCOTIONNOT), Ol TTUPETIKEG Kat aAAepylkéG avTidpdoelg
(Spanos T., M. Karageorga et al 1990) xat ) ot emmAokés and 11 Oepameioc amoordripwors,
OTWG OL TOTIKEG AVTIOPATELG OTAL OTIELCL £YXVOTG, OL YEVIKEVHEVEG AANEPYIKEG AVTIOPAOELG,
1 Aoipwén and Yersinia enterocolitica, ) ovdetepomevia and t Aspepirpovn, k.d. (Kattamis
C., V. Ladis, et al 1987).

ENAIAMEZH 1} Mnp Metayyioroe§aptopevn B-O@alacoarpio

O 1poadloplopog TG AUHATOAOYIKNAG Kot KAVIKHG EIKOVAG UG Opddag TaoxovTiwy pe
Balaooaupia wg apketd coPaprg, WOTE VoL XAPAKTNPLOTEL EAAGOWY HOPQPT), AAAA Kol apKe-
TATIa Lo va xapaktnplotel peifwv poper Balacoaipiag, amotehei o mpwTn mpooéyylon
npoadlopiopov g evdlapeong popeng g Bakacoapiog (Camaschella C. and MD. Cap-
pellini 1995). ITepthapBavel TAoXOVTES He EVPD PAOUA KAIVIKWV EKONADOEWY, TIOV EKTELVE-
Tat petad frag avapiag kat fapitepng emmpdobetng cupmTwHAToAoYiag, Tov cuvrBwg
napatnpeitat pe TRV mépodo Tov Xpovov. O dpog evdidueon Bakaooapio (TT) eivar kAwvi-
KOG KA XPTOLHOTIOLEITAL Yiat TOV XapakTnpLopo Balaooatukwv acbevav ov Sev xpetalo-
VT oLoTNATIKES pHeTayyioelg yia Ty emPiwon Tovg (NTDT), av kat kdTw and oplopéveg
KAVIKEG KATAOTAOELG, Kat ouviiBwe yla TepLOPLOpEVO Xpoviko Sidotnua, Ba xpelaoTel va
petayytotovv (Borgna-Pignatti C., M. Marsella et al 2010).

H peydn khwvikn @arvotumikn etepoyéveta tng TI eivat amotéAeopa avtiotong popta-
KNG eTeEPOYEVELAG TIOV eMNpedlel TOV Pabud TNG LGOPPOTNG TAPAYWYNG TWV TOATENTISIKWY
aAvaoidwv. QoTO00, Tapd TNV TEPLYPAPT] CUYKEKPIEVWY peTaANdEewV oV XapakTtnpilovv
v TL, n kAwvikn opeia g vooov mapapével ampoPAentn), ave§dpTnta and Tov yovoTumo.
Omnotoodrmote mapdyovtag oxetiletan pe Pektiwon 1 emdeivwon g Statapaxng TG Lloop-
pomng ovvBheong Twv moAvmenTISIKWY aAvoidwv pmopel va emdpdoet 6Tov KAVIKO awvo-
turo (Taher A., H. Ismakeel et al 2006). EmmpooBetot tpomonomtikoi mapdyovteg, mov Sev

AQOPOVV OTNV TIAPAYWYT| TWV CPAUPVIKWV aAvaidwy, cupfdAlovy otn Stapopewon g
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KAWIKRG etkovag (Galanello R. 2012). Qg amotéheopia TG KAVIKHG ETEPOYEVELAG, TTOIKIAAEL

Kat 1 nAwkia Stéyvwong tng vooov. Ze acOeveig e fma pdvo avouplio n vooog umopei va un

Stayvwodel katd v mawdikn nAikia, evw oe aoBeveig pe Papbrepn KAk etkova 1 Siéyvo-

on tifetat ovvhBwg oe NAikia 2-6 eTwV.

O poprakég Prafeg mov kaBopilovv v KAwvikn ovtotnta g TI yevikawg, agopovv:

eite 011§ B-alvoideg (B-TI) N otig a-alvaideg (a-TT) eite oe ouVSLAOHOVG HWV SOUKWY

Brapwv twv B-atvoidwv (HBE) pe rymieg petaAlda&ers B-0alacoaupiog.

A. Ot meproootepot aoBeveig pe B-TI eivan opoluywreg g idtag petdAhagng 1 Stmhoi ete-

poluywteg pe SlagopeTikés petalaels ota dvo B-yovidua (Galanello R. and A. Cao

1998). H fjmua kAwvik etkova oxetiCetat pe:

1.

KAnpovopnon 8bo nruwv petarragewv (B*/B*), mov odnyovv oe ra peiwon
¢ ovvBeong Twv f-akvoidwv 1 kKAnpovounon pioag Paptag kat piag frmag n
olwnnAnG petdAAagng (B/f*).

Zvv-kAnpovounon opoluyng B-Balacoaipiag kat tapaydovtwy mov oxetifo-
vtat pe avgnpévn mapaywyn y-aAvoidwv, mov Ponbovv otnv egovdetépwon
TOv peydAov aptBpov Twv eledBepwv a-alvoidwv. TéToleg kataoTdoelg eival
n HPFH, n §p°, k..

Ay etepoluywtia B-Balacoarpiag kar §B-Balacoaipiag i opoluywtia
SB-Balacoarpiag, aitepa Hma kat omavia kKAwikn popen pe Hb > 10g/dL.
Av kat dAeg opddeg Stmhwv etepoluywtwy, omwg S/B- kat C/P-Bakacoapia,
TIOV UTOPEL Va Elval TTAPOUOLEG WG TIPOG TIG AVAYKEG YLa HETAYYIOELG [E AUVTEG
Twv un petayytotoegaptwpevwy acbevav, ovvinbwg dev cuumeptlapfavovtat
otnv katnyopia tng TL.

Zvv-kAnpovounon opoluyng B-0alacoaipiag pe kamota a-akaooatpia, Kv-
PIwG a° HOPPEG. ZTNV TEPIMTWON AVTH, 1] KATAGTOAN TwV a-aAvoidwv éxel wg
anotéAeopa T PeAtivwon TG ooppomiag Twv a- mpog P-alvoidwyv (Kanavakis
E., J. Traeger-Synodinos 2004).

B. H exdnlwon TI o€ aoOeveig pe petdadn povo ato éva and ta dvo B-yovidia pmopei va

oxetifovtau pe pia oo Tig axolovbeg kataotdoel (Weatherall DJ. 2004):

1.

Zvv-kAnpovopnon etepoluywtiag B-Oalacoouliog kat TPUTAACIACHEVOD 1) TETPA-
TAACLAOPEVOL A-YOVISiOv. Ze aUTéG TIG TIEPUTTWOELG, T) TEPAUTEPW AOENOT) TNG Tie-

piooelag Twv a-aAvoidwv emPapivel TOOO TOV APATOAOYIKO OGO KAt TOV KALVIKO
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@auvoTuTo Tov eTepoluydtn. Ot acBeveic avtoi £xouv KAviKéG ekSNAWOELG Kot
awpatohoykoig Seikteg ovpPatoig pe TI, xwpig T avaykn petayyioewv (Cam-
aschella C., C. Kattamis et al 1997).

2. KAnpovounon popewv B-Balacoaipiag mov odnyovv oe aotadeig B-alvoideg
kat taBoloywn Hb (Hb Geneva). MetadiSovtal pe TOV eMKpatovvTa CWUATIKO
Xapaktrpa kat ekppalovtat KA oe eTepOluyn katdotaon pe v ewova TI
(Beris P, PA. Miescher et al 1988).

H naBoyéveia Twv kKAivikwv ekdnAwoewv g B-TT Sev dtapépet onpavtika and avtn
¢ peifovog Balacoaupiog. H pn 1o06pponn mapaywyn twv o-/B-mpwteivikwv avaidwy
odnyei otn un anodotikn epuBpomnoinon kat apdAvon. Ta aotadn tetpapepr| popla Twv o4
TPWTEIVIKWY ahvoidwv kabilavooy, pe emakdrovBo v ofeldwTikn petovoiwon oe pedou-
HOO@ALPEVT), OXNUATIONO TIOPAydywVY TNG apooatpivig (apnxpwpdtwy Fet, apoxpw-
pdtwv Fet*) kat tnv anelevBépwon tov aidnpov tng aipng. O eedBepog oidnpog katalvet
TOV OXNUATIOHO 0EESWTIKWY TTaApayOVTWwV e PAATTIKY EMISPAOT] TWV TPWTEIVWY TNG Hep-
Bpavng kat tpowpo Bdvato Twv epuBpwv oTov Peho (Un amodotikn epubpomnoinon) 1) otV
Kukhogopia (cupolvon).

H mepipepikr| atptdAvon twv dpiuwv epubpokuTTapWY Kat N vPLOTAEVN vITogia oXeTi-
Covtau pe coPapég emmAokég TG vOoov, epocov Sev avTipeTwmiodody £ykatpa, OTwE eivau
1 LTEePTAQGia TOL LVEAOD TWV OOTWVY, 1) EUPAVLOT) EEWUVENKDV EGTIWV AUHOTIONONG (Erxova
24), | oMANVOpEYaAiQ, XAPAKTNPLOTIKEG AANOLWOEL TWV OCTWV TOL KPaviov kot AEmTuvon

TOV 00 TIKOV PAOLOD Kat TNG SoKiSwonG TwV HakpwV 00TV (Eméva 25) pe ekdnAwon mabo-

A
Eixéva 24. Ilapaxapdiaxés eEwpvelinég Eixova 25. AénTvver Tov 00Tikov
£0°TIEG RIUOTIOINOTG. @Aotov ko THG Sokidwor.
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Aoyikwv kataypatwy. Otootikég BAGPeg kat ot e§wpvelikég eotieg atpomoinong vtodnAobvyv
kaBvotépnon Bepaneiag kau AavBaopévn a§loddynon g PapitiTag Tov KAVIKO Kot aupa-
TohoytkoD QatvotiTov. 211G KAVIkEG ekdnAwoelg mepthapfdvovtar emtiong n xohohdioon,
Ta drova EAKn Twv Kvnpwy, 1 ekdnAwon BpopPoepfolikiv eneloodiwy, n) TVEVHOVIKT LTEP-
TOOT) KA TILO OTIAVLAL «OLWTINPA» EYKEPAAKE EUPPAKTA, IOLUTEPA OF OTIANVEKTOUNUEVOVG
aoBeveig (Taher A., KM. Musallam et al 2009; Musallam KM., S. Rivella et al 2013).

O Sratapayés g pepfpavng twv epuBpwv, n aypdvor kat to o&eldwTikd stress TOL aKo-
Aovbei, 0dmyov oe evdobnhiakny BAAPn kat evepyomoinon @Aeypovadwv (IL-6, CRP) kat
OpopPoepforikwy mapaydviwy (prothrombin fragments 142, D-dimers, phosphatidylserine).
(Taher AT., ZK. Otrock et al 2008; Kanavaki L, P. Makrythanasis et al 2009). Xtovg maoyovteg
pe TT kou omAnvektopn, Ta taBoloyikd epuBpd dev maydevovtan TAEOV GTOV OTAVa, TTapa-
HEVOLY YLt HAKPUTEPO XPOVIKO SLACTNHA 0TV KUKAOQOPIa, [E ATTOTENESHO TV EVEPYOTION-
on Twv pnxaviopwy NG, AvtiBéTwg, 0Tovg HeTayyIol0e§apTWHEVOUG TAOKOVTES pe eilova
Balaooatpia, Tov 1) TAELOVOTNTA TwV gpLOPWY TIOL KLKAOPOPOVV gival YUOLOAOYIKA epLOPA
TV apodotwy, dev veiotavtat avtoi ot pnyaviopoi (Cappellini MD., L. Robbiolo et al 2000).

H awpooidnpwon otnv TI eivan kupiwg anmotéeopa av§nuévng eVIEPIKNG amoppoOPnong
odnpov, o avtiBeon e tn peiCova Balaooatpia, oTnVv onoia n VITEPPOPTWOT e GidNpo &i-
vat emakoAovfo Twv ovoTnuatikwy petayyioewv. O cuvSuacpdg TG XPOviag avatpiag kot
™G pn anodotikng epuBpomnoinong otnv TL, odnyei oe av&non g epvbpomoutikng Spa-
oTNPLOTNTOG HESW evepyomoinong tng epvBpomoutivig. Ot avénpéveg moodTnteg o1drpov
IOV aatTovVTAL yLa TN TMApwon twv epuBpav eEacpalifovtal e av&non Tng eviepikng
anmoppoOPoNg Tov o1drPoL o€ TOod 3-6 mg TNV NHEPA, Evavtt Twv 1-2 mg Tnv nuépa oe
@uotodoyka atopa. H avgnon g amoppdenong amd To éviepo emTuyXAveTal HEow KoTo-
0TOANG TNG puBpoTIKAG Spdong TG eEYtdivng kau evepyoToinong tng epponoptivig (Gar-
denghi S., ME Marongiu et al 2007).

ZT0VG Un pETayYLoLoeEapTwpeVOLG aoBeVeig, 0 aidnpog amd TV avEnpevn amoppoenon
amnod 1o £vtepo cuaowpeVeTal 010 AEX pe amotéleopa va unv avfavetau n ovvBeon gepprri-
vng. TapdAAnAa, avEaveton katd 10-15 @opég ) avakOKAwaoT| ToL GL8pov TOL TAACHATOG
pe amotéeopa v avgnuévn anelevdépwon odnpov anod to AEX. Avtd éxel wg amoTée-
opa TV EAGTTWOT) TOL OL8T)POL TWV HAKPOPAYWY, OXETIKA XaunAd emtimeda gepptrivng, kat
aneAevBépwon otnv kukhogopia ehevBepwy Togikv popiwv odrpov (Taher A., C. Hersh-

ko et al 2009; Pakbaz Z., R. Fischer et al 2007). Xtovg mdoxovteg pe T1, xwpig Oepaneia amo-
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odnpwong, Ppednkav vynha emineda NTBI napd ta oxeticd xapnAd enineda gepptrivng
(<500 pg/L) yeyovog mov amodeikvoel Ty kKukAogopia eAevbepov adripov oe mepipaiiov
XxapnAod @optiov odripov (xapnAd enineda gepprrivng). (Taher AT., KM. Musallam et al
2009). 'Etot ta xapnAa enineda geppitivig mov damotwvovtal otovg acbeveig pe T1, oe
OX£0T] L€ TOVG HETAYYLOL0EEAPTWHEVOUG, Kau e Ttapdpiota enimeda o1dripov oo fymap (LIC),
EVEXOVV TOV KivOUVO LTIOEKTIHNONG TWV CUVETELWV TNG LIEPOIdpwong kat kabvotépnon
évapéng T amoodnpwong (Taher A., E El Rassi et al 2008).

Ztovg petayylotoefaptwpevovg acbevei o 0idnpog evanotiBetan kKupiwg oTa TapeyxL-
Hatika kOtTapa 6mov Ba cuvteBovv kot anelevBepwbolv avénuéva mood geppttivng oTov
0po. Tehd kat ot acBeveic pe TT Ba epgavicovv emmlokég apootdrpwong, pe Bpadvtepo
puOpo, aA\d ov avdvovTat pe TV nhkia kat Ti evdexopeveg petayyioels. Ot emmlokég
AUTEG apopOLY Kupiwg oTo Nap (tvwor), kKippwor) kat Tovg eviokptveig adéveg (vtoyova-
dopo, oarxapwdn dwaPntn, vobvpeoeldiopo, vomapabvpeoeldiouo, K.A.), evw AtydTepo

ouxva eppavifovv apootdpwon tov pokapdiov (Taher A., E. El Rassi et al 2008).

EAAXXON (minima) 1} Erepo{uyn B-@alacoapia

H poper| avtiy avtioTtolyei pe etepoluyn katdotaon SlaopeTiky petaAldgewy otnv
neploxn Tov B yovidiov.

O KAWVIKOG 0p0oG «EAACOWV» AVTATOKpPiveETaL O€ pia pop@r Balacoaupiog, ouvndwg xw-
piG, M IO OTAVIAL [E TTTLA KALVIKA CUUTITWUATA KAl HATOAOYIKA Kat BloxXnikd evprjpa-
Ta (pkpr| S1dykwon omAnvog, fma avoupio kat edagpd xohepuBptvapia). Xtny etepoluyn
B-Oalacoatpia vidpyet evog Babuov pn anodotikng epudpomoinong, mov dtagopomoteitat
avéloya pe t Bapvtnta g petdAagng (Skarmoutsou C., I. Papassotirioy et al 2003).
Q0T1600, VIAPXOVV AVTIOTAOUOTIKOL HNXAVIOHOL TIOV AEITOVPYOVV TIPOOTATEVTIKA Ylat
v emPinon Twv epuBpokLTTApWY. ApXIKA gixav TEpypagel TPWTEOAVTIKOL PnXavIOUOL
TIOL ATIOHAKPUVOLY TN OXETIKN Tepiooeta Twv akvoidwv (Loukopoulos D., A. Karoulias
et al 1980) kot Tio MpOOPaATA TEPLYpAPNKE pia oTabEPOTOMTIK TPWTEIVH TWV EPLOpWV
(AHSP), mov deopevet edika TiG eAevBepeg a-atvoideg (Kihm AJ., Y. Kong et al 2002).

O apatoAoyikog QatvoTunog TotkiAAeL, and Hop@ég pe TabBoloyikd epyaotnplakd ev-
pripata, omwg ot gpudpokvttapikoi deikteg (Hb, MCV, MCH, popgoloyia epubpwv), Tipég
HbA , HbE avebpeon Aentav eykAeiotwy ad-alvcidwy (Eméva 20 ), LEXPL KAl LOPPEG Ue

QLOLONOYIKT aupatoloytkn) kat Proxnpkn eikova (owwmnpoi gopeig P-Bakacoarptiag).
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O 7110 oVXVOG AUPATONOYIKOG PauvOTUTIOG ETEPOLUYNG B-Bakacooupiag (B°, B+ 1 f+) eivau
awtdG pe avgnuévn HbA, kat guatodoyixr 1y ehdyiota avEnuévn HbE Yrdpyovv axodpa ete-
poluywteg pe avEnuévn HbA, kaw HbF (Dutch), kabag kat 0 @avotumog pie guotoloyiki
HbA, xat HbE. O tedevtaiog pavoTumog avagépetat og 10000To 10% Twv eTepoluywTdy
otnv EANGSa kau Staxpivetat oe Tomo 1 (B+) kaw tomo 2 (1) f*). O T0mM0G 1, pe puotoloyt-
KOUG aUHaTOAOYIKOUG OeikTeG Kat e LoV TaboAoyIKr TAPAUETPO TN Un LoOppoT oVVOe-
on Twv a-/B-aAvcidwy, XapakTnpioTnke WG «OLWTNPOG» KAl TIEPLYPAPNKE YL TIPWTT) POPA
otnv EA&da ané tov X. Kattapn kat Tovg ouvepydteg Tov, 0 T0000T0 4% Twv eTepolu-
yotwv B-Balacoatpiag (Kattamis C., K. Karambula et al 1978; Kattamis C., A. Metaxotoy
et al 1979). O tUnog avTdG TAVTILETAL [ TIPOIYOVHEVT TIEPLYPAPT) OE OLKOYEVELD AABAVIKTG
kataywyng (Schwartz E. 1969). H avayvapion tng \rtapéng Tov allatoAoytkod ¢atvoTumov
LE PUOLOAOYIKA TTOCOTIKA NAEKTPOPOPITIKA eVPTiaTa eBAAAeL Tepattépw Stepedvnon. H
popgoloyia Twv epuBpwy, ot epvBpokuttapikoi deikteg MCV, MCH kat 0 é\eyxog pe popt-
AKEG TEXVIKEG, ELOIKA TV TEPUTTWOEWV (evyaplwv pe avdnpévo kivéuvo (T.y. dtav o évag ek

Twv 8Vo gival etepoluywtng) Oa Stevkpivicovy t Siayvwon.
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5p-OAAATTAIMIA

Exovv meprypagei mepimov 30 petarld&els mov evBovovrat yia tn Op-0akacoarpia. Xe
avtifeon pe tn P-Oalacoaipia (onpetakég petaAldées), n poptakr BA&Pn otn SP-6arac-
oatpio ogeiletan katd kavova oe anwAewa (deletion) tpparog DNA oty meploxn twv
d kat B yovidiwv, (Wood B. and D. Higgs 2009). ITapd tnv anwAeta peyaAov TURHATog
DNA, 1 kAwvikr| etkova g 8P-0alacoapiog eivan yevikd nrmotepn and g f-0aracoal-
piag. Yrapxovv Opws kat 8@ Stapopomooes, etdika 0TI TepnTwoels SumAwv etepolu-
ywtwv B- kat §B-0alacoaipiog (Kattamis C., A. Metaxotou-Mavromati et al 1982).

Ztovg etepoluywteg yla SB-Oalacoarptia, Ta epudpd givat VIOXpPWHA KAl (UKPOKVTTA-
pikd, n HbA, eivau xapaktnpiotikd xaunAr kat n HBF (Sy kau Ay) Statnpeitar oe enimeda
5-15% pe etepokvTTaptkn katavopr. Ot opoluywteg Statnpodv Hb nepi ta 10g/dL, 1) omoia
etvau 100% HDbE Ta epvbpd €xovv Tumikég HOpPOAOYIKEG AANOLWOELG [UE EMNPEACUEVOVG
Toug epuBpokvuTTapikovg deiktes. H kAvikn ewdva givan avtr) g fimag evoiapeons Bakao-
oapiog (Henthorn PS., O. Smithies et al 1990).

O1 8B-Balacoarpieg yapaxtnpilovtat wg (8P)*, (8f)° kau §°B* popés.

Ot (8p)* pop@ég meptAapBAvouy TEPIMTTWOELG IOV TIPOKVTITOVY ATtd Ui eVOVYPALLOT)

Twv § kat B yovidiwv (4viocog XLaopog), Katd T CLVEVWOT) TwV Yovidiwv oTn @AaoT TG

peiwong (Emova 26).
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Ewova 26. Hb Lepore wg amotédecua dvioov yiaouov 8 kat f yovidiwv.
Hoffbrand V. et al, Postgraduate Haematology 7th ed. 2016.
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KafBawg ta yovidia twv 8- kat B-alvoidwv Bpickovtar moAv kovta peta&d tovg oo
xpwpoowpa 11, Suvatov va vrdpéet cuyxwvevon HeTagd Twv oporoywv alAnlovyiwv
TV apvogéwv Twv §00 yovidiwv kat va dnpovpynBei éva vBpidiko 8/ yovidio (HBD/
HBB fusion), pe anotéAeopa tnv anwleta tpufpatog DNA peyéBovg 7,4 kb (Baglioni
1962). H Siaxvon twv 8/f yovidiwv éxel oav anotéAeopa £vav vBpidikd oxnuatiouo,
pe évapn v aAnlovyia twv auvo&éwv tov 5'dkpov Tov § yovidiov (tnv apvopd-
da-N-terminal twv §-alvoidwv) kat pe katdAnén avtr Tov 3'dxpov tov P yovidiov
(tnv xapPo&uAropdda-C-terminal Twv B-alvoidwv), mov xapaktnpilet tn Sour| g Hb
Lepore (a2+8B2).

Me Bdon ta onpeio ovyxwvevong petafd Twv apvogéwy twv §- kat B-atvoidwy, éxovv
neptypagei Siapopot Tomot Hb Lepore. O mo ovxvog tomog eivat o Boston-Washington
(8¥/B"¢) mov amavtatan ovviBwg oTIG Hecoyelakég Xwpes. TavToonpog TUTIOG ExeL TepLypal-
@et otnv EN\dda wg Hb Pylos (Fessas P, G. Stamatoyiannopoulos et al 1962). AA\ot tomot
eivau, o Baltimore (6°°/3*) mov éxel meprypagei otn Notio Evpammn kat Aativikry Apepin,
Kat o 1o omdviog Tonog Hollandia (8%/B%°) mov éxet meprypagei o€ aoBeveic amnd tn Notio-
avatolikr| Acia. Evag vedtepog Tomog, o Xanthi (87/p%), éxet meptypagei otnv EAAdda o€
dtopo Tovpkikng kataywyng (Papadopoulos V., S. Gialis et al 2005). Idwitepo evdiagpépov
€XeL 1) TepLypagn} evog e&atpeTikd omdviov Tumov, Tov Leiden (872/B% - §%/B%), mov ogei-
Aetat og evalhaooopevn alnlovyia tunpéatwv - kat B-alvoidwv (Harteveld CL., PW.
Wijermans et al, 2008).

OMot ot Tomor g Hb Lepore €xovv ta iSia epyaotnplaxd kat kAwviké evprjpata. H
NAEKTPOPOPNTIKY TNG KIVITIKOTNTA, 08 alkahko pH, eivar peta&d tng HbA kat HbA2 kau
eivat ehagpag taxvtepn and tnv HbS. H Hb Lepore éxel eAagpwg vynAdtepn ovyyévela
e to ofuydvo and 6,1t j HbA. Ot opoluywteg 1) ot Sumhoi etepoluywteg pe P-Balao-
oatpia, €xovv @avotuvmo Paplag evdidpeong SB-Oalacoaupiog pe Sioykwon Hratog Kat
OTANVOG Kat OKEAETIKEG AANOLWOELG TTAPOOLES HE aVTEG TG peiovog P-Baacoapiag. H
apoo@atpivny ovvnwg eivar <8,0 g/dL 1 xapnAdtepa, kat amoteheitar kvpiwg and HbF
pe eTepokvTTApIKY Katavopr kat Hb Lepore (10-30%), avaloya pe tn pébodo tng nhe-
ktpo@opnone. HbA xat HbA, Sev aviyvevovtal Ot avaykeg yla petayyioelg kopaivovtat
Ao TEPLOTACLAKEG HEXPL Kat ovoTnatikés. Ot etepoluywte Hb Lepore eivat acvpntw-
patikol. Xe etepoluywTeg EAANVIKNAG Kt IPWNV YLOUYKOOAAPIKNG TIpoEAevonG Stamota-

Onke edagpd omAnvopeyalia. Ta atpatoAoyikd evprpaTa eivat TAPOUOLA HE TOVG ETEPO-
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Quywteg 6 B-Oalacoaipiog pe pop@oroyikéG aAAowoEelg Twv epuBpwV Kat EAATTWHEVN
MCH kat MCV. Ztnv nAextpogodpnon n HbA Ppioketan ehagpwg petwpévn, n Hb Lepore
oe emineda 8-10%, xaun\d 1§ pvotoloyikd emimeda HbA, (~2%) kot HbF >5% .

Ot (8B)° eivar amotéreopa HeYaAwV EANNEWUATWY TOV CUUTAEYHATOG TwV B yovidiwy,
nov e§akeipouvy ta & kat P yovidia, evid agrvouy avénago to éva 1 kat ta dvo y yovidia
(Eséva 27). Yidpyovv Stapopeg poptakég maparlayés (8p)°-0alacoaupiag. H opoluyn ka-
TaoTaon xapaktnpiletar amd fma popen evdidueong SP-Balacoarpiag, Tumkég pop@o-
Aoytkég aAowoels Twv epuBpav kat 100% HDE Avtiotouya, ot etepoluywteg epugavifovv
nmeg pop@oloyikég alloiwoelg, enimeda HbF 10-20% kau emimeda HbA, ota xapmAdtepa
guotoloyika (Weatherall DJ. and JB. Clegg 2001).

H 8°B* petdAa&n, yvworr kat wg Corfu §B-alacoaupia, tpokaleitat and Tov ovv-
Svaopd g WKpoOTEPNG YVWOTNG 0 éktaon anwAetag 7,2 kb oty meproxr| petalp tov ¢
Kat puépoug Tov § yovidiov (8evTepo tvIpovio), pe mapdAAnAn povovovkheotidikn B pe-
taAa&n (IVSI-5 G>A) tov idtov (cis) xpwpoowpatog (Wainscoat JS., SL. Thein et al 1985;
Kulozik AE., N. Yarwood et al 1988). H popgn avtr| €xet meptypagei povo otov eAAnvikod
TANBLOPO pe ouxvoTTa oL VIToAoYileTat 0To 1,56% OAwV TwV popewv B-Bakacoatpiog
otnv EA\dda. Ot etepoluywteg €Xouv oxeTIKA XapnAd entimeda OMKNG AHOTQaALpivNG, HE
uéon tiun HbF 3,39 % kat HbA, 2,7% kat xaunAo MCV kat MCH. Ztoug opo{uywte, 1)
apoo@atpivn Statnpeitat oe emineda 9,0-9,5 g/dL, ue HHF 100%. Ztovg Stthodg etepolu-
ywteg Corfu f-0alacoarpiog kat A wv B-petaAld&ewy, TOGO 0 AUATONOYIKOG OGO Kat
0 KAWVIKOG @atvoTumog eEaptwvtat and tomo g B-petaMafng (Kattamis C., M. Skafida
et al 2022; Traeger-Synodinos J., M. Tzetis et al 1991).

Meyahvtepa eMeippata mov katadapPavovy ) Paoctkr puOUoTIKn TEpLOXT| TOL B yo-

vidiov (B-LCR) kauw 0AOKANpO 1} TO pHeYaADTEPO UEPOG TOV GUUTAEYUATOG TwV B Yovidiwy,

5’ Gy Ay B : : 6 B 3’

(6°B*) Corfu
(6B)°  Spanish
— (53)° Mediterranean

— 4

Ewcove 27. Anwlera unuatwv DNA oty weproyr twv & kot  yoviSiwv.
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eE0VOETEPWVOLY TNV EKPPACT| TWV TIEPLOTOTEPWYV 1) OAWV TWV YOVISIWY TOV GUUTAEYHATOG
pe amotéleopa v ekdnAwon (4y8P)° 1} (eydP)° -Balacoapiag (Wood WG. 1993).

Ot etepoluywreg (*ydP)° £xouvv mapodpolo gatvotumo pe avtdv tng SP-Balacoarpiog pe
LMoY PWHA Kal pkpokLTTApIKA epuBpd, ehattwuévn HbA, kot enimeda HbF 5-15% pe ete-
pokvTTapkn katavopr|. Ot opoluydTeg ouumepLPEpovTaL OTIWG 0TV evidpeon Bakacoat-
pia pe eminedo HHF 100% (“y-HbF) (Henthorn PS., O. Smithies et al 1985).

Ot etepoluywreg ya (eydp)°-Oalacoaupio £xovv oxeTika cofapot Pabpov atpolvTik
avalpliot KaTd Tr YEVVNOT) Kot UTTepXOAepuOpIvatplia, [e KPOKVTTAPWOT), DTTOXPWHIA, QUOL-
ohoytka emineda HbA, kau HbF 5-15%. Ztnv EAAGa €xel meprypagei ENAelpa mepimov 72
kb, mov mepthapBdver oAdKAnpo to cOpmAeypa Tov B yovidiov. O etepoluywtng oWV
Tapovoiace pa Tapodikn Papid avatpia Katd T VEOyVIKN Tepiodo, Kal [ua pn HeTayyt-
oloegapTEVN XPOVIa atpoAVTIKY avaupio petémerta, avrtioton pe fma B-TI (Makis A.,
L. Georgiou et al 2019). ITdoxovteg opoluywteg Sev éxouv meptypagel, Tpoavwg StOTL N
Katdotaon givaw acvpPifaoctn pe ™ {wn (Kan YW, BG. Forget et al 1972).
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0-OAAATIAIMIA

Onwg kat ot P-Bakacoauio, pepovwpéveg onuelaxés petaldéels oto yovi-
S0 v S-akvoidwy, éxovy wg amotéheopa TNy ekdniwon §-6alacoapiag. Eivat
i kahonOng katdotaon, xwpig kKAwvikég emmtwoels. Tooo otnv etepdlvyo, 6co
Kat otnv opdluyo katdotaon n Hb A Sev avixvebetar (Fessas P. and G. Stam-
atoyanopoulos 1962). Otav ovv-kAnpovounei pe petdAlaén p-0alacoapiog, ot
eTepoluywTeg €X0VV Puatloloyika i elattwuéva enineda Hb A, (Oggiano L., M.
Pirastu et al 1987). Ano ) povada tng A’ Iaudtatpikng KAwvikng EKTIA meprypd-
@nke Stmhdg etepoluywtng P-Balacoapiag (CD39) kat pag véag petdhagng tov
8 yovidiov (116 Arg>Cys), pe puotoloyikd emineda Hb A, (2,4%) xat mapovoia
véag maboloyikng Hb A -Corfu, émwg amokaléotnke, pe enineda 1,5% ( Loudia-
nos G., S. Murru et al 1991).
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EPTAXTHPIAKH AIAINQZXH §- KAI §3-OAAAXZIAIMIAX

H epyaotptoxr) Siéryvwon Paoileton otn Tevikr Aipatog pe ta xopnAd enineda tng
Hb, MCV, MCH, ta gpmvpnva epudpd, Tig Lop@oloyikés allotwaoelg Twv epudpwv
(Escéva 28), Kot T OPLAKE av&npéva Aeukd 1) xapnAd AEUKAL Kat auptoTie TaALaL €&y LTIAPYEL
vnepomAnviopos. Ta AEK eivat avénpéva, Oxt Opws 1000 600 avapévetat and T Papia
avoupia, yeyovog mov o@eiletau otn pn anoteAeopatikr epubpomnoinon. H xohepubpi-
vn (éppeon) eivat av€nuévn, v N NITATIKY Kol Ve AelTovpyia eivat UOLONOYIKEG.
K\aowm StayvwoTikr mpoogyylon anoteei n nhektpogodpnon e Hb (aviyvevon nabo-
Aoywng Hb), kat 0 moootikdg mpoodioptopog twv kKhaoudtwv ¢ Hb. Ta evpripota eivan
vynAd mooootd HbE avgnuévn HbA,, kat xaunAiy HbA edv mpokertar yia f*-, n amovoia
edv Tpokertan yla Be-poper). Ilepartépw éeyxog DNA Ba amokohvyet kou T petéAAadn g
B-alvaidag. E&EAAov, éAeyxog Twv yovéwy Ba Swoet evprjpata etepoluyng B-Balacooupiag,
He kopla xapaxtnpiotid, enineda HbA, >3,5%, MCH<27 pg kau MCV<79 fl yia 116 khaoikég
HOpQES (Mivaxas 8) (Kattamis C., V. Ladis et al 1975; Kattapng X. 1995).

Ewcova 28. Mopgoloyia epvOpav

atpoopaipiwy oty opdlvyn
B-Badacoaipio: Xapaxtnpiotiky eicova

2 “-"! @ TOIKINOKVT TP WOTS,
.l ), 5 (a) vwoypwpa pxkpoxvTTapikk epvipd,
Y K (B) vopudxpwua epvbpé,

(y) oroyoxvTTape,

(8) eMemroxvTTapa,

(¢) opaupoxirrapa,

(07) pia epvOpoflaory,
(Auatoroyixoé Epyaotiipio
Noo. ITaidwv “H Ayia Xogia™).

OEPAIIEYTIKH ANTIMETQIIIZH THX GAAAXIAIMIAX

H ovomnpatkr Oeparmeia, apykd pe petayyioels, dpxioe va epoappoletan and ta péoa
™G dekaeTiag Tov 1960 WG CUUMWHATIKY AVTIHETWTILOT). ZHEPa Ol OEPATEVTIKEG EVEPYELEG
Stevpvvovtal kat aToxevoLY 0TNY TABOYEVELA TNG VOOOL KAl TWV CUUMTWHATWV TG, kabwg
KAl 0TIV QTOKATAOTAOT] TWV TIAPEVEPYELDY TIOL TIPOKVTITOLV atd TNV eQappoyn Twv epa-

TIEVTIKWY PHECWV.
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H avtipetwmon g avoupiag pe HeTayyioeis Kat 1) vtk anootdfpwon anotehovy
Tovg akpoywviaiovg AiBovg g ovuPatikng Bepaneiag g f-TM. H omAnvektoun, n avti-
UETWOTIOT TwV EMTAOK®V ard Ta dtiapopa opyava (kapdid, rmap, evdokpiveiq adéves) kat
TWV TIAPEVEPYELWV TWV HETAYYIoEWV (UETAG00T) VOO LATWY, AANOAVOCOTIOINGT)) AOTEAODY
npO0oBeTeg Depamevtikég evépyeles, OTIWG Kat 1] YUXOAOYIKT) VTOGTPIEN TWV TACKOVTWV Ko
Twv okoyevelwv Toug. (Modell B. 1977; Kattamis C. and V. Ladis 1997). H petapooxevon
AUUOTIOMTIK@V KVTTAPWY, OOV LTtapyet €vOeldn, ooduvayiel pe AP KAWVIKY (o), eve 1)
yovidiakr) Ogpaneia onpatodotei T ovyxpovn arttoloykr) Oepamevtikr TpokAnon.

Me 1 onpeptviy ékpnén Twv yvaoemy Hag oe 6,TL apopd 0TouG TAHOYEVETIKOUG UNXAVIOUOUG
NG VOOOU, PaiveTal WG PPIOKOUACTE OTNV aApX1} TOL TEAOVG TNG CLUPATIKAG AVTIUETWTTIONG,
TPOTSLOPILOVTAG CLYKEKPYIEVOUG VEOUG OTOXOVG TTapépPaong, OTiwe: o) AtopBwaon g un toop-
POTING TIAPAYWYTG TWV TIPWTEVIKWY AALGIdWV TNG UPOOPALPivNG, B) AVTIHETADTILOT TNG 1) oTTO-

dotikng epuBpomoinong, kat y) Pektiwon tng “Stayeipiong” Tov o1drpov amd TOV 0pyavIoUO.

Metayyioeig Aipatog

Agdopévov 0Tl 0 opyaviopog dev ocuVOETEL EMAPKEIG TTOCOTITEG ALUOOPALPIVIG, OL [e-
Tayyioeig amotehovv t Paon g Oepaneiag. H yvwon tng Suvatotnrag mapaywyng 1 oxt,
EMAPKOVG TTOCOTNTAG PUGLOAOYIKIG AUOOPALPIVIG A, ATOTEAEL OT)HEPA TO ONUAVTIKOTEPO
KPLTHPLO €MAOYNG TOV XpOVOL €vapéng Kal TnG ovxvotntag Oepaneiag pe petayyioeg. H
akpiPric Stayvwon pag empénet T £ykapr ko Xwpig emPAafeic kabvotepnoelg Evapén
Bepaneiog e petayyioelg, otav mpokertat yia Meilova poper) Balacoaupiog, 1) Tnv anogu-
Y1 dOoKOTIWV peTayyioewy, 0Tav mpokettal yia Evoidueon popen. Qotoco n tehkn andea-
on évaplng Bepameiag pe peTayyioelg TPEmeL va YIVETaL KUpIwg [e KAVIKA KPLTTpLat pe 6TOXO0
N SlaoPEALon YUOLONOYIKHG avarTvEng Kat armodektrg otdTTag (wng (Aadng B. 2001).

Ze epmTwoelg opoluyng B-Balacoatpiag, ota TEPLOCOTEPA KEVTPAL, OL UETAYYIOELG ap-
xilovv g oAV pukpn} nAkia, K&Tw Twv 6 Pnvav, akopa kat pe vynAn Hb ~9 g/dL, epdoov
OVVLTIAPXOLY KAWVIKEG ekONAwoels oupPatég pe peifova Balaooauptio, 1) petayytooegaptw-
pevn poper| omwg opiletar orjuepa (Trompeter S. and A. Cohen 2014).

O evdeiteig yla petayyioeig oty evdidpeon Bolaooaia Sev eivan amolvtwg kabopt-
opéveg kat Pacifovtat kuping otny mowdtnta (Hb A), mapd ota entineda tng ayoogoupivng.
Qo1000, 6TOVG AoBeVEIG AVTOVG, £xet StamoTtwOel av§nuévn voonpdtnta Otav €xovy emine-
da Hb <10 g/dL (Taher AT., KM. Musallam et al 2015). I[Tapodikég petayyioeig amarrovvrat

oe anotopn mrwon g Hb, 6nwg katd ) Sidpketa MowEewy, o€ xetpovpyikes enepfdoerg
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Kat Katd v eykvpoovvn. TakTikég petayyioeig eivat amapaitnreg oe madid e kabvoté-
pNOT TNG AVATTVENG, [ COPAPEG OOTIKEG AANOLWTELG, T} YL TNV AVTIUETWTILOT| ETUTAOKWDY,
OMwG KAVIKS onpavTikég e§w e KEG e0TiEG apomoinong kat tvevpovikn vréptaon (Taher
AT, E. Vichinsky et al 2013).

OMa ta Bepamevtikd oxnuata petayyioewv mov €xovv mpotadel, mapdAAnAa pe Ty
(KAVOTIOUTIKI| KATAOTOA TG un anodoTtiknig epubpomoinong, anookomobv 0To va armo-
KATAOTHOOLV IKAVd eTineda attoo@atpivng, WOoTe va MTPEYOLY TNV eMapkn] o§uyovwon
TV LOTOV Kot Tr) Puotoroyikr| avdntugn (Wolman IJ. 1964). Tia tnv enitevén twv avotépw
OKOTIWY, TO TTAEOV amod0TIKO OXMHA €ival EKEVO TWV OUXVWV HeTayYioewy, k&be 2 pe 3
efdopadeg, e pkpo dyko aipatog. Xtovg evnhikovg n Hb mpémet va Siatnpeitat oe emineda
petady 9 kou 14 g/dL (Hct 27-42%), kou petagd 10 kat 13 g/dL (Het 30-39%) yia to oudié
(Galanello R. and R. Origa 2009). [ia TV amoTeAeOHATIKY] KATAOTOAN TNG (N amodoTikig
gpvBpomoinong, peyavtepn onpacia £xovv Ta apxika enineda g Hb mpwv and ) petay-
yton, mapdé 1 péon Tr (Piomelli S. 1995). Xapaktnplotikn eiva n) BeAtiwon tng kapmoAng
owpatikng avgnong acbevoiq (Ewéva 29), petd v Evapén Bepareiag e ovxvég petayyioelg
kot Starripnon g Hb oe enineda petagd 8,5 - 12 g/dL (Kattamis C., N. Touliatos et al 1970).

O oAkdg Oykog Tov aipatog mov Ba petayytobei vtoloyiletat pe Tov TOTO:

[EmBvunté emineda Hb (g/dL) - mpayuatica eminedo Hb] x Bépog odparog (kg) x 3

Zt maudikr nAikia ovviBwg o 6ykog kvpaivetat o 10-15 mL/kg Pdpovg owpatog
ovunukvwpévwv epuBpav pe Het mepimov 75%. YnoloyiCetan 0Tt 3 mL cupmukvopévwy
epuBpav ava kg Papovg cwpatog avEaver tny Hb katd 1 g/dL. O puBuog petayyioewg
eivau 4-5 mL/kg/h kot 1y Sudpketa ovvriBwg Sev Eemepvaet TG 4 Wpeg. Te TPOOEKTIKA €ML-
Aeypévoug TAoXOVTEG, Xwpic kapdtohoyikda poBAfpata kat Tov petayyifovTtat pe Hikpeég
TOCOTNTEG, umopei va petayyilovtal pe pupod 1 wpag avd povada. Idwaitepn mpoooxn
XPeLdleTaL og appwoTovg OV SLATNPOLY XAUNA AHoc@aLpivy yia peydho xpovikod St-
dotnpa 1 €xovv kapSioloyko mpoPAnua. Avdloya pe T PapdTnta TNG KATAOTAONG,
OTOVG APPWOTOVG AVTOVG UTTopel va Xopnyndovv Stovpntikd mptv amnd Tn petdyyon. Ot
4ppwoTOL AVTOL TIPEMEL va HeTayYi{ovTal 0 oUVTOHOTEPA XPOVIKA StaoTrhpaTa He -
KpéG moaoTTeG ko Ppadvtepo puBud (2 mL/kg/h), kat pe emineda Hb 11,0-12,0 g/dL.
Ze OO Bapiég mepmTwoels, ovotrveTat 1 agaupalopetdyyton. Ipotpudran mpdoato
aipa NAKiog pkpoTEPNG TWV 7 NUEPWYV YLaTi £XEL HEYAADTEPO XPOVO eMIBiwonG, av Kot O

HEYLOTOG XpOVog amobrkevong kabe povadag eaptatar and tn uébodo mpoetotpaoio,
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OTWG TN CVUTVKVWOT), TH 6VVOEDTT TOL AV TITN-
KTIKOV Kol TwV TPOGHETWV GLUVTNPNTIKWYV IOV
xpnotpomnotovvtal. H ovvtiipnon tov aipatog
0€ QVTIMNKTIKA pe XapnAo pH, onwg eivau ta
ACD kat CPD, éxet oav amotéAeopia T XapnAn

neplekTikoTTA 0g 2,3BPG kat v avinuévn

Xnukn ovyyévela Hb-O, ota epubpd (Dawson
RB. and TJ. Ellis 1970). H petdyyion ovvtnpn-
pévov aipatog dev PeAtiwvel dpeca TNV vIo-
&la. Tia va emavéNDet to 2,3 BPG kat n) P ota

(QLOLONOYIKA TOVG EMiMESa TIPETEL VAL TTEPACOVY

48 wpeg amo T petayylon (Beuter E. and LA.

Wood 1969). Aev emtpémetar n mapdAinin

Eucova 29. Bedtiwon 6 kapmidng gyxvon ANV vypwYV, EKTOG Amd PLGIOAOYIKO

owpatikhs avénons perd Ty évapén ) , ,
Ocpanciog pe ovyvés petayyioeis. 0p0 0,9% kau anayopevetal n tpoodikn gap-

pakwv otn povada petayyons. Mia povada
aipatog mov éuetve ekTog TG Tpdmelag aipatog yia Atydtepo and 30 Aemtd pmopel va
emoTpagel kat va emavaypnotponotndei (Petrides M. 2007).

Tpwv and v évapén g Bepameiag e petayyioelg (TPopETayyLolaKoG ENeyX0q), TpémeL
va ipoadlopiletat Oxt povo n opada aipatog wg mpog to cvotnua ABO ko Rh ad\d kau
0 TATPNG QAVOTUTIOG Yiat GAAA KALVIKG OTIUAVTIKA CUOTAHATA EPUOPOKVTTAPIKWY AVTLYO-
vowv 6nwg to Kell, Dufty, Kidd, MNSs, P, Lutheran, Lewis, Siaitepa oe aobeveig pe EO,
dedopévov 011 Ta MooooTd akloavooomnoinong ivat vYnNAOTepa oe axéon pe aobeveig pe
peifova Bahaooouplio. Oa TpETeL va amoPedyovTaL HETAYYIoELG amd cuyYeVeiG TpwTov Pab-
100 AOYw TOV KIVSOVOL aVATITUENG AVTICWUATWY TIOV EVIEXETAL VAL ETNPEATOVY SUOUEVMG
eVOEXOEVT HETAUOOXEVOT| APXEYOVWY ALHOTIOWTIKWVY KUTTAPWY, KaBwg kot Tov Kivdhvov
ekdNAwong avtidpaong pooxebpatog katd EEVIoTr Katd ) petdyyton. Metayyioelg mov
yivovtat pe oefaciod aUTWV TWV GAUVOTOTIWY TPOCPEPOLY CNUAVTIKOD Pabuod mpoAnyn
avdamtuéng avtiepuBpokvttapikwy avtyovwy (Spanos T., M. Karageorga et al 1990). Ot
Hovadeg aipatog eAéyxovtat Tavtote wg pog to ovotnua ABO, Rh (D, C,c, E.e) kau Kell,
Kat emi eldikwv mepmTwoewv epappolovton egedikevpévol Eleyxol, Omwg apeon Coombs

Kal TAUTOTOINOT avTIoWHATWY. i To evOeXOUEVO TNG EUPAVIONG VEWY KAl ETOHEVWG W
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QAVIXVEDOLUWY AVTICWHATWV KATA TO HeCOSLATTNHA TWV HETAYYITEWY, TO XPOVIKO S1doTnpa
peta&d TG Myng Seiypatog Kot Tov EAEYXOL TWV AVTIOWHATWY, £WG TN HETAYYLon eivat 72
wpeg, ald pmopel va Stapkei £wg pio efSopdada o kéEvipa ov epapudlovy TArpn Eeyxo
Twv avtydvwv Rh kat Kell (Trompeter S. and A. Cohen 2014). H enoxikr éN\ewyn mpoopa-
Tov aipatog dev mpémet va amotelel autio kaBvoTépnong g petayytons. Eni eleiyewg
gpLOpaV TG idtag opddag, aobeveig opadag A 1 B pmopodv va petayyioBovv pe epubpa
opddag O (kataxpnoTikn emAoyn), omws kat aobeveis opddag AB propodv va petayyt-
oBobv pe epubpa opadag A 1} By O.

Ot povdadeg mpémel vo eEAEYXOVTAL TOOO € AVOTOAUATONOYIKEG TEXVIKEG YL OV@IAT,
HBSAg, HCV Ab, Ag, HIV 1,2 Ab, HTLV I, II Ab, 600 Ko pe Hoplakég TEXVIKEG Yla TNV avi-
xvevon yevetikob viov (DNA, RNA) yia HBV, HCV, HIV. OMot ot petayyi{opevol mpémet
va givat gpBolaopévot évavte tng nriatitidag B.

Kata 1 Sudpreia g petdyytong, empPailetal mpooektikn mapakolovdnon tov
aobevovg, Wdlaitepa yla Ta mpwta 15 Aemtd, mov eivan mbavotepo va ekdnAwbovv onpa-
VTIKEG aVTIOPAOELG.

Ot avtidpaoeig anod petayyioelg Sukpivovrat avaloya pe:

a. Iapaywya aipatog : Aevkd, epuBpd, apometéa, TAAGHA, AVOCOTPALPIVES
B. Xpovo ekdnidwong : Apeoeg (kotd TNV HeTdyylon Kat < 2 wpeg) -
Anwtepeg (24 wpeg - 7 nuépeg)

y. IHaBoyévera: Avooov — Mn avooov Xapaktrpa

H ovxvotnta mov avagépetan 0ToV mivaxa 9 Tpoépxetat and tn dtedvr PipAoypagia kat
agpopa TS petayyioelg ovvolkd (TIF 2021). EWdikotepa yla tn Oalacooupio kat aAleg
Awoopaupvonafeteg, ovppwva pe aTtotxeia Tov Zuvtoviotikov Kévtpov Aupogmaypimvn-
ong kat Emtnpnong twv Metayyicewv (EKAEM) tov EOAY, yia to €106 2019 dnhwbnkav
139 avTidpaoelg OXeTIKA He T peTdyyton 44.164 povadwv epvBpokuttdpwy (ovxvotnta 1:
317 povadeg) oe ohvoho 1.299 acbevav. Zvxvotepeg eivat ot allepyikég (59,7%), ot upe-
TUKEG [N alpoAvTIKEG avTidpdoel (29,5%) kat avTidpacelg amod aAAn awtia (8,5%). Ze Tpelg
aoBeveic Stayvawotnke véa alloavooomoinon yla ta cvotipata Kidd, MNS, Duffy, toco-
076 2,16% Tov GLVOLoL TwV avTidpdcewy. H xaunAi ouxvotnta g aAloavooomoinong,
OVYKPLTIKA e TaAatoTepa OTOLEl, emBePatdvel T onuacia NG KAADTEPNG AVTLYOVIKHG
OTPATNYIKNG TWV HeTayyioewy, og avtiBeon pe To mpoPAnUa TG avemapkovg Aevkapaipe-

ONG TWV HOVASWYV GTNY KaTtnyopia TwV TOAVHETAYYILOHEVWY ATOHWY.
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Ilivaxag 9. ZvxyvoTHTR, XAPAKTHPLOTIKG CUUTITOUKTE, AVTIUETWTILON KUPLOTEPWY AVTISpATEWY

ANTIAPAZH

O&ela aypoAuTiKn

amo peTayyioeis epvlpav.

LYMNTQMATA ENAP=H

Pilyoc, MNMupetdg, Ynotaon,

Auonvota, OouaAyia, Apean

ANTIMETQMIZH

Algkonn petayylong

Ynootpt&n I.V. uypd
Atoupntikd

1/25.000 pov gpuBpwv Aldoopatplvoupia 2 .
Aéxutn evd. MAEN (AEM) Flisigliin er LAZT
[MpdAnin acupBatdr.
Baktnpiakn enpéAuven  YPNAGG MUpEToC, $I;%r;c;2nlgﬁtovvtonc
1/250.000. pov epuBpwv Kol\akd dAyn, < 4 Wpeg A pLer
. p VILBLOTIKA
1/350 pov awonetaAiwv  Awdppota, Shock ,
Koptikoedn
MupetkA Pn atpgoAuTKA METO10C NUOETEC 3 10 C AvVTLINUPETIKA
1/100 pov epuBpwv pLog NUPETOG 2-6 wpec  AnoAeuKokuT. puBp.
: , KegpahaAyla, ‘Epetoc ’ 7
Yndvieg pe Acukapaipean Awakonn petdyylong ;
Aviuotapvika
AMNepyKi E&dvBnua, Kvidwon, Eveol KopTtkoeldn ;
1/100 petayyloelg Kvnopoc, pLG [MAupgva epuBpa
Awakonn petdyylong ;
a ‘Evtovn undtaon, Awakonn petdyyiong
LU LG ; O0idnua Adpuyya, Auean AdpevaAivn, Koptik.
1/50.000 petayyioelg , . .
Bpoyxoonaopog MAupéva epuBpa
Audonvola, taxukapdla, Awakonn petdyyiong
TRALI [Nupetdg, undtaon < 6 (e Mapoxn 0,. Koptik.
1/10.000 pov. epuBpwdv a/a Bpakog: = D WPES Awoupntikd
ELK. MVEUROV. 0lONUATOG Avanv. unootniptén
Tl - GVHD 1. Tupetdc, EEAvBNua 1-4 Awakonn getdyyiong
Ynavia 2. ‘Epetol, Adppola eBdop.  Zupnt. unootiptEn

Emm\okég mov oxetiovtoun pe Tn petdyyton (Mivaxag 10), UTTOPEL VAL EUPAVIOTOVV KATA
N StdpKeta TG HETAYYLIONG Ko xapaktnpilovrat wg dueoes avTidpaoers, OTwG oL TTUPETIKEG
Kat aAAepyikég, ot ofeieq aupoAVTIKEG Kat 1) pkpoPlak) empolvvon, gite pe kaBvotépnon
WPWV 1) NUEPWV (24 WPEG - 7 NUEPES) Kat xapakTnpilovtat wg amwtepes avTidpdoers, dmwgn

aAAoavocomoinoT Kat 1 HETAd00T VOO UATWV-.

3. KarevBuvtripieg odnyieg petdyytong aipatog kat mapaywywv. EAE, 2010.
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Ilivaxag 10.

TASEINOMHZXH TON ANTIAPAXEQN AIIO METAITIXEIY

ANOZOY XAPAKTHPA

® O&eia apoAutkn

AocupBatétnta opddwy aipatog

¢ Mupetkn, pn atgoAuTkA

a) AVTIAEUKOKUTTIAPLKE avilowuata
) Kutokiveg Tou 06T

* ANepylkn

Avlouata Evavilt NpwIeiviv Tou NAAoUATOC Tou
00t

¢ AvaguAaéia

IgA avtiyéva oe ouyyevn eAAeldn IgA ogpalpvay

e O&eia avanveuotikA BAGBN
TRALI:
Transfus. Related Acute Lung Injury

HLA (I-1l), avTl-KOKKIOKUTAPIKG avTLowuata evavit
ToU OEKTN

¢ Avtidpaon MooxeUpatog / Zevioti
TI-GVHD: Transfusion Induced-GVHD

a) HLA acupBatétnta, AMnTnG Je avendpKeLd KUT.
avoolag
B) Zuyyeveic, d6tng / AnnTng

MH ANOZOY XAPAKTHPA

® Mupeukn alpoAuTIKA

Baktnptakn endAuvan Yuxpdpira Gram (-)

e Kapdiakn kdpuyn

Yneppodptwon, taxela pon

* YnoBeppia

Taxela xopriynon kpuou aipatog

¢ YnepkaAlatpia ® YnaoBeotiawpia

Kivouvol and padikeeg petayyloelg

® EppoAn aépog

AITOTEPA XYMBAMATA

+ ANoavooonoi{nan
+ Autodvoan atpoAuTIkn avatuia

Avdantuén Ab évavil epuBpokuttaplkv Ag
YuvABwg NAoxovieg Je aAAoavTiowuata

+ Metddoaon voonpdtwy

lol = HAV, HBV, HDV, HCV, HGV, HIV 1-2, HTLV 1, CMV, EBV, HPV, HHV-B, TTV

MNapdoutta = Ehovoola, ToédnAaopa, Aciopdvia, MikpopiAdpia, Babesiosis

Boktnpidia = Xahuoveha, Bpoukehaa,

lepoivia, Yeppdtia, Tpendvnua

+ Alpootdnpwon®

EANNAC anoatdnpwaon

*0 unoAoytopdg Tou oldrpou Nou NpocAauBavetal Pe Tig Petayyioelg unoAoyiletal we eENG:

‘Oykog tou petayytldpevou aipatog (mL) x Het (%) x 1.16 (mg Fe/mL RBC) = mg Fe
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H a&lohoynon kdBe avtidpaong eivar amapaitntn yia T emAoyr tov katdAnAov nipo-

iOvTog aipatog kat TV TPOANYN Twv emmhokwy. [ia Ty po@vAadn coPapwv mMupeTikwy

Kot AAAEPYIKWV avTISPAcEWY 0TOVG TTOAVETAYYL(OpEVOLG aobeveis xpnotponolovvTat po-

vadeg epuBpwv petd anod eldikn enegepyacio:

Svpmvkvopéva pudpd

Mia povdda cupmukvopévwy epuBpokuTtdpwy meptéxet OAa Ta gpuBpd TNG APXIKNG
povadag oAtkol aipatog, Tov AapBavovtal HETd and GuyokEvTpnon, evw datnpeita
TO HeYAAVTEPO [EPOG TWV AEVKOKVTTAPWY (~2,5-3,0 x10° kuTTapa). O dykog avtol Tov
npoidvTog eivat 280 +50 mL kou 0 Het kvpaivetan petagd 0,65-0,75.

Agvkag@apepéva epbpa

IIpoi6V TOL TAPACKEVALETAL e ATMOUAKPUVOT] TOV HEYAAVTEPOL HEPOVG TWV AEVKWDV
Kat Twv aometaliwv and mapackevaopa gpufpwv. O apBuog Twv Aevkwv mov Te-
pLéXeL N povada mpémel va eivat pkpdTepog amod 1 x10° kuttapa. H Aevkagaipeon emt-
TUYXAveTaL e SLAPOPEG TEXVIKEG, TIOV TIEPIAAUBAVOUV TOV OUVEVAOUO agaipeong Tng
oTtipadag Twv Aevkwv kou T St1Bnon pe epyaoctnplakd @iktpo. Zvviotdral 1y Sinbnon
va epappoletat mpwv and v anobrjkevon. H xoprjynor tovg éxet évdelén oe moAvpie-
Tayyopevoug aoBeveig kat o aobeveig TOL £XOVV AVATTVEEL AVTIOWHATO EVAVTL TWV
AevkoKLTTApWY Kat epgavifovy évtoveg mupetikég avtidpaoels. Eniong pmopovv va
XPNotpomon0ovy wg eVAANAKTIKE EAOYT aVTi TOV APVNTIKOD Yl HEYAAOKVTTAPOLO
[CMV(-)] aipatog. H Aevkagaipeon amotelei mOAD Kaho HETPO amopuyng HOAVVONG
Kat and aAAovg evOOKUTTAPIKOVG LODG Yia TOVG OToioVG dev YiveTal epyacTnplakog
é\eyyog (Epstein Barr, Parvo B19 k.Am.) kou and Yersinia enterocolitica.

IM\vpéva gpuBpa

IIpoidv 1oV TaPAOKEVALETAL ATTO OAIKO aiflal e PUYOKEVTPNOT) KAl ATOUAKPLVOT| TOV
HeYaADTEPOL HEPOVG TOV TAAOUATOG, TWV AEVKWY Kat TwV aupomeTaliwy. AkoAovdei
TAVOT TV gpLOPWY pe PUOLOAOYIKO 0pO 0€ KAELOTO KUKAWLA, OTIOV ETUMAEOV ETTVY-
XaveTal agaipeon TnG peyakvtepng Suvatrg TOCOTNTAG TPWTEVWY TOL TAAopATOG. O
Hct pnopei va kaBopiletar avdhoya e Tig kKAvikég avdykeg (0,65-0,75). Xpnotpomot-
ovvtal oe acBeveig oL £xovy epgavioet coPapés aAlepyikés avTidpaoelg kat oe -

oxovteg pe ENketyn IgA avocoogaipivig.

Odnyog yua T mapacker, T Xprion kat T Sac@AALoT NG TOLOTNTAG TWV TPOIOVTIWY aifatog. Z0otaon ap.
R (95) 15, 101 €xd. Exd. ZvpPovAiov tng Evpwnng 2010.
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o NeokvtTapa
H petayyton veapwv epubpokvttapwy éxet amodetxOei 0Tt meplopiel v etrota pei-
O™ TNG KatavaAwong aipatog and 10 éwg kat 35%. To dpehog, Opwe, avtd dev avti-
otabuifetat and v avénon tov kooToUG Katd 100% Kat KLPiwG ard Tov Kivduvo TG
¢xBeong Twv acBevawv oe peyakvtepo aplBud dotwv, pe ovvémela Ty avgnon tov Kiv-
Shvov amnd petadidopeveg voooug kat avantvéng aAloavtiowpdtwy (Spanos T., V. La-
dis et al 1996).

o AxtivoPolnuéva epuBpd
Me v aktivoPoAnon adpavomolodvtat To AEHPOKVTTAPA TOL 0T, TIPOKELEVOL Va
amogevyBei o kivduvog avtidpaong pooxevpatog katd Eeviotr (TA-GvHD) og avoooka-
TaoToévoug acBeveig 1) yla povadeg Tov TpogpxovTaL amd OVYYeVelG TIpWTov PabpLov.

o CMV apvnrikég povadeg
Xpnotporomnnkav oe avoookataoTahpévovg aobeveig kaw veoyvd, kabwg kat oe
aoBeveig Tov Ba vroPaAdovTay o€ HETAPOOXEVOT) HVEAOD TWV 00TWY. Zrjpepa 1) Suva-
TOTNTA TNG TTOAD LYNAOD Pabpod Aevkagaipeong kabiotd Tov kivduvo CMV loipwéng
undapuvo.

o Kateyvypéva epvpd onaviwv opadwv
Xprnotpomolovvtat yia aoBeveig pe omavio epuBpoKVTTAPIKO PAVOTUTIO.

« Epyaotnpiaka kaAhepynuéva epvdpa (Lab grown RBC)

H Aemtopepng kataypa@r) oplopévav TapapéTpwy, Onwg To PApog COHATOG, Ta -
oodlaotrpata Twv petayyioewy, 1 Hb 1 o Het mptv kot petd tn petdyyton, o 6ykog Tov
peTayyllopevov aipatog kat 0 Het g @tdAng, eivat amapaitntn ya Ty mapakoAovdnon
TNG AMOTEAEOHATIKOTTAG TWV HETAYYIOEWY, TOV VTOAOYLOUO TNG KATAVAAWOTG ALipaTog Kot
TOL TIPOCAAPPAVOEVOL GL8T)POV, [e OKOTIO TNV TIpocappoyr TG Beparneiag amootdnpwong
(Kattaung X. 1989).

Anoowdnpwon

Ot petayyioeig amotehovv Tnv Kupla attio aupoatdnpwong otovg acbeveig pe TDT evw
otovg aoBeveig pe NTDT, to Oetikd 1ooluyo odrpov ogeiletat kupiwg otnv avEnuévn
anoppoPnon otdnpov anod to éviepo A\oyw TG vriofiag. Yroloyiletat 6Tt 1 mL cupmukve-
Hévawv epuBpwv (Het 100%) mepiéyovv 1,16 mg oidnpov kat kabe povada petayyl{opevov

aipatog mpoodétel mepimov 200 mg o181pov oTa OAIKG amobEpata Tov OpyavVIoUOV. ZTTAN-
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VEKTOUNUEVOL Kal Xwpig eTmAokég Balaooaupikoi TAoXovTeG, yla va Statnprjoovy emineda
Hb>9-10 g/dL, xpetalovtal katd péoov dpo évav oyko 100-200 mL/kg etnoiwg ovpmukvw-
pévwv epudpwv. O 6ykog avtdg Twv epuBpWV AVTIOTOLEL O€ pia eTHOLA TOOOTNTA OLOTPOL
116-232 mg/kg BE mov petagpaletat oe puOpod odnpwong 0,4 - 0,6 mg/kg BX nuepnoiwg.
KaBwg o opyaviopog dev Stabétel pnyxaviopos amoPfoAng tng nepiooetag a1drpov (guaoto-
A\oylkd 2-4 mg nepnoiwg), avaloya e To PAPog CWHATOG KAt TOV OYKO TOV HeTayy{ope-
VOU aiftatog, odnyeitau oe MAedvacopa 6,3-41,4 mg aidnpov v nuépa (Cohen A R. 2006).

H éykapn évap€n tng Bepameiag amootdnpwong, mpv and Tn ovOoWPELOT] TOEKWY
anoBepdtwv o1drpov oTa dpyava, EivaL ATAPAITIT, AV KAt 1] LEPIKT avaoTpor Twv PAa-
Bav eivar ekt petd amo evtatikn Oepaneia (Farmaki K., I. Tzoumari et al 2010). O axpt-
i LTOAOYLOHOG TOV POPTIOL TOV OLOTIPOL EXEL OVOLACTIKY OTHAGIA YL TOV IPOTSLOPLOHO
évaplng kat TG aoPaAelag TG anootdrpwong, Ty emAoyt, TV TapakoAovbnon kat Ty
AVATIPOCAPOYT] TOL OEPATEVTIKOV OXNUATOG. ZNUAVTIKT] TIAPAUETPOG YLt TOV TIPOTSLopL-
OO 1) TNV AVaTPOCapHoYn TNG §6oNG TG XNALKNG 0Voiag amoTeAEL TO LOTOPIKO TWV HETAY-
yioewv Kat 0 VIOAOYLopOG ToL TipocAapPavopevov odrpov, Aapdvovtag vtoyn OTL Td-
OXOVTEG HIKPOTEPOL TWV 6 ETWV £XOLV HEYANDTEPEG AVAYKEG [eTayyioewv ava kg B.o., Tov
npoodevtikd pewwvovtat (Kattamis C., Y. Kilinc et al 2005). ITpwv amod tnv kvkAogopia Twv
vedTepwv xnAtkwv ovolwy, yia tovg TDT aoBeveic, n anoodnpwon ovvinBwg apyile peta
amno petdyyton 10-20 povadwy 1 o T eppLtiving opov peyakvtepn anod 1.000 ng/mL. Ta
emineda twv 1.000 ng/mL. eiyav kaBoptobet pe Paon tov kivouvo g Todikng enidpaong Tng
povadikng Stabéoung xnAwng ovaiag, Tng deogeptogapiivig, oe xaun\otepa enineda peppt-
TivngG. Znpepa eival YvwoTo OTL 0 KOPEOHOG TNG TPAvOPeppiviG LtepPaivel Ta UOLOAOYIKA
opla PETd amd peTdyylon 4-6 povadwv ovumukvwpéveov epubpwv. Me Tn xpnotpomnoinon
vedTepwV XNAKOV 0voLwV 1 anootdrpwor epappoetat oe ToAD xapnAotepa emineda, xw-
pig Tov kivouVO TOEIKWY EMMTWOEWY, [iE OTOXO TN SIATHPNON TNG PEPPLTIVIG OE PUOLOAO-
ywa emineda (Porter J., A. Piga et al 2008). Zrouvg NTDT acbeveig n ovoowpevon oidrpov
napatnpeitan og peyakutepn nAkia, £T0L WOTE | AvAYKN Yia Evapén TG amootdripwong va
eaptatat and to Xpovov avixvevong emkiviuvwy emmédwv odrpov, mepinmov otnv nAikia
Twv 10 etV N kat evwpitepa. Enineda epprrivng 800 ng/mL 1 kat LIC>5 mg/g dw, amo-
tehovv €vdeldn évapéng Bepaneiag. Emineda gepprrivng <300 ng/mL 1} kou LIC<3 mg/g dw,
empPalovv v avaotolr g anootdripwong (Ladis V., H. Berdousi et al 2010; Voskaridou
E., E.Plata et al 2010; Musallam KM., MD. Cappellini et al 2014).
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Ta v extipnon twv anobepdtwy o18npov oTov opyaviopod xpnotpomnotovvrat Sid-
@opot pgbodot, OTWE 1 TEPLOSIKN HETPNOT TNG PEPPLTIVIIG OPOD, 1] CUYKEVTPWOT) TOL Ol
dnpov tov Aratog pe Proyia, MRI 7 SQUID, kabwg kat TnG kapdidg kat Twv evEoKpLvwV
opyavwv pe MRIL

H geppitivy eival pia mpwteivn mov anoBnkevet kat anelevbepwvel Tov oidnpo pe
eAeyXOUEVO TPOTIO GTOV OpYaVIOHO. ZvVTifeTal 0TovGg LoTOVG oL anofdnkevovy oidnpo,
Kupiwg Nrap. Ot puOLOAOYIKEG TIHEG Yia Tovg Avdpeg eivan 12-300 ng/mL kat yua Tig
yvvaikeg 12-150 ng/mL. Ta enineda tng geppitivg oTov 0pd oxetifovTat pe Ta oAkd
anoBépata owdnpov (Ing/mL @epprrivng opod avrtiotolyei oe 10 mg amoOnkevpévov
Fe), 0nwg kat pe Ta mood o1drpov mov mpooiapPavovrat pe Tig petayyioelg (Kattamis
C., P. Lagos et al 1979). H ovoyétion petagd twv emmnédwv gepptrivig kat Tov aptOpov
TWV HOVAdWV aifaTog, OV AVIITPOCWTEVEL TO OAKO TTOGO TOL GL81IPOV TTOV TIPOCAT)-
@OnKe pe petayyioel eival ypappukn (Eméva 30).

Ot Tipég Tng epprtivig mov emdiwkovtal pe Tn Oepaneia anoodnpwong oTovg pe-
TAYYLoL0eEAPTOHEVOUG TAOXOVTEG ival Tiepi Ta avwTepa puatoloytkd emimeda. Ta emi-
neda NG PeppLtivig, wg mpwTeivny ofelag eaong, eival Suoavaloya avinuéva yla tov
BaBuo odrpwong oe holpwéels, pAeypovwdelg kataotdoelg i) nratikr PAEPn. Avtife-
Ta, eivar xapnAa oe ENAewyn Prrapivng C kat vrobvpeoetdiopo. Ia Tnv ektiunon Tov
@optiov Tov a8 pov, anatteital 1 Staypovikn TapakoAovOnoN TV TIHWV TNG PePPL-
Tivng, ouviBwe ava Tpelg prveg, kat n afloAdynon Twv tacewv HetafoAng Twv TIHWY,
avodikng 1 kabodikng, wote va amo@actotei evdexouevn tponomoinon tov Oepamevti-
KoV oxfipatog. H petaPodn twv Tipdv e gepprrivig eivat kaldg Seiktng yla tnv aft-
oloynomn G ovupdpPwong ot Bepameia Kat TNG ATOTEAECUATIKOTNTAG TWV XNALKWV
gappakwv yia opddeg acbevwv (Kattamis A., A. Dinopoulos et al 2001).

Mn ovvéedeuévos ue tpavopeppivyy oidnpos (NTBI) ko aotabdrs oidnpos mAdopatog
(LPI). e NTDT ndoyovteg, yla TV €yKaipn eKTipmon tov goptiov Tov o1dripov (and
un amodotikry epuBpomoinon kat Tov avfnpévo kataBoliopd tov oidrpov) mpotddnke va
AapPavovtaL oY 0 KOPEOUOG TNG TPavoPeppivng (>80%) kot ) emtakdAovdn av&non tov
NTBI kou LPIL Ot Seikteg avtoi anmotedodv evdei&eis wotikng PAAPnNG oe mpaypatiko xpovo,
o€ avtibeon pe T @epprtivn, N omoia amotelel deiktn Xpdviag cvoowpevong owdrpov (Ta-
her AT., KM. Musallam et al 2009). Qotdoo, mépa anod Tig texvikég Suokolieg, i a&ia Tovg

otnv kabnpeptvn mpaktikn Sev €xel amodeiyOel kat dev ovOTHVETAL ] HETPNOT| TOVG.
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Eéva 30. Xvoyétion emmédwv geppitivys pe apiBuoé povadwv aipatog (Kattamis et al, 1979).

O aidnpog Tov o (Liver iron content, LIC) avtimpoownevet To oAkd goptio otdn-
POV TOV OPYAVIOHOV, dedopEvov OTL To map amobnkevet To 70-80% TOoL GLVOALKOD OL8POV
(Angelucci E., P. Muretto et al 2002). MéBodog avagopdg yla TV eKTiUnon Tov NIATIKOD
@opTiov og oidnpo eivar n Proyia nratog, n onoia orjuepa €xel avTikataotabel amod un emep-
Batucég uebodovg, kupiwg and tnv MRI (Wood JC., C. Enriquez et al 2005). Ze ndoyovteg
He @Aeypovwdn enegepyacia Kat nratikn ivworn xpnolpomnoteitat 1 texvikr tov Ferriscan
nov Paoiletan otnv mapapetpo R2 tov MRI (St Pierre T., A. El-Beshlawy et al 2014). Ta
guotoloyika enineda tov LIC eivou péxpt 1,8 mg/g &npov totod (dw). Enineda >3 mg/g d.w.
anotehobv vdeltn évapéng amoodrpwong, evw enineda >12 mg/g dw eivar evdektikda Po-
ptag owdnpwong. Zrovg NTDT aoBeveig, tiuég LIC>5 mg/g dw anotehobv €vdelEn évapéng
Oepaneiag anoodnpwong (St Pierre TG., PR. Clark et al 2005; Olivieri N. and G.M. Britten-
ham 2013; Taher A., E. Vichinsky et al 2013).

MeydAn akpifela 0t ovykéVIpwon otdrpov oTo fmap (KTOG edv CLVVLTIEPXEL ivwoT))
napéxet n uéBodog SQUID. ITpokettat mepi Propayvntikig uebodov, n omoia otnpifeta
OTIG TTAPAHAYVNTIKEG OLOTNTEG TNG Aoodnpivig Kat TnG eeppitivig. MelovékTnpa, To
peydho k6aTog kat 1) vtapén eAdxLoTwY eykataotaoewy otov kKOopo (Fischer R., C. Tie-

mann, et al, 1999).
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O dibnpog TG kapdiag ektipdtat éppeca pe tnv texvikn ™ MRI (akoAovBieg T2*, R2*)

(Anderson L], S. Holden et al 2001).
o T2*:40 ms avTiotoLyovV o€ PuotoAoyikd emineda otdrpov 0,5 mg/g.
o T2*:20 ms = Fe 1,2 mg/g, katdTepa OpLa avekTrg o8 pwong NG kapdidg.
o T2*:10 ms = Fe 2,7 mg/g, av&nuévog kivduvog KapSLoAoyIKwV EMTAOKWY.
o T2*:5ms = Fe 6,3 mg/g, moAd vyn\dg Kivauvog Kapdiakng avemdpkeLag.

Av kat vynAd emineda LIC avEavouv tov kivéuvo nratikng PAAPnG, ta xapnAd emimne-
da dev ovoyetifovtat mavtote pe puotoloyika enineda T2* kapdidg (>20 ms). H amopd-
Kpuvon Tov odfpov and Ty kapdia emrvyyxavetat pe Ppadvtepovg pubpovs oe oyxéon
pe avtn Tov fratog (Noetzli L]., SM. Carson et al 2008), yt'avtd emi evpnpdtwv peydAov
kapdiakov optiov odrpov (T2*<10 ms), n mapakorovOnon pe MRI Oa mpémet va yive-
Taw K&Oe 6 pryveg, evw etnotla mapakohovOnon 1 kat ava Sietia eivat emapkng emi guoto-
AOYIKWV TIAPAUETPWV.

O 0idnpog oTo maykpeag kar Ty vwoguon ektpata eniong pe MRI (Berdoukas V., A.
Nord et al 2013; Noetzli L]., A. Panigrahy et al 2012). O faBuog o161pwong Tov maykpEatog
oxetiletau pe tnv ntaBoloyia tov petaPoliopod g yAvkolng (Papakonstantinou O., V. La-
dis et al 2007), Tng de vdPLONG pe vIoyovadoTtpoPikd viroyovadiopo (Argyropoulou ML,
DN. Kiortsis et al 2007).

Emonpaivetat 01, otoug TDT aoBeveig, axdpia kot 0Tav 1) gepprtivn ivat xapnAr kat ot
deikteg a1dnpwong T2* Tov Nratog kat TG kapdiig Ppiokovtal oe puotoloyikd emineda, 1
anootdnpwon ovvexifetat pe avampooappoyn g d6ong, kabwg o aTdX0G TG anootdnpw-

ong mAéov dev anoPAémel povo otn Bepareia, aAAd otV TPOANYN VIIEPALONPWONG.

XnAkég ovoieg

Me o16)0 TN S€0EVOT KAl TNV ATEEKKPLOT) TOL eEAevBEPOL G18T)POL TOL TAACHATOG Ka
TV 10TV, £x0vv dokipacDel Stapopot xnAtkoi mapdyovtes. Ot xnAwol mapdyovteg Seoped-
oLV TLO €VKOAA TOV GidnpPo He TN xapnAol poplakod Papovg elevBepn poper Tov, mapd
Tov anofnkevuévo oidnpo pe Tr HeyaAopopLakr) EVwaor| TOL e TN GePPLTIVI ) TNV ALHOOL-
dnpivn. Kabag ehevBepeg popepéc odrpov (LPI) evepyomolovvTal cuvexws oe mAoxovTeg
pe vriepaldnpwon), N Beparmeia amootdnpwong eivat MO ATOTEAESUATIKT OTAV 1) TTapovoia
NG XNAKNG ovoiag oTnv kvkhogopia eival ovvexns. H ewoottetpawpn amoodrpwon €xet

emmA£0V TO TAEOVEKTN A Va OeOEDEL GLVEXWG TOV eEAeVOEPO GidNpO pEoa amd Ta kK TTapa
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(LIP), mov eivat ToAd onpavTikr Stadikacia yia Ty anokatdotaon twv PAaBwv Tng apo-
o101 pwonG TV LoTWV, WLaitepa Tov pvokapdiov (Cabantchik ZI., W. Breuer et al 2005).

‘Evag 18avikog xnAikog mapaywy mpémel va eivatl EDANTTOG, Vo £XEL LKPO HOPLAKO PApog
yia va Staxéetat ebkoha péoa ota kKbTTapa (Kupiwg 0To pokdapdio), va éxet peydlo xpo-
vo nuioetag {wrg, va deopedet povo tov oidnpo kat va amekkpivetal evkola (Hershko C.
2005). Znuepa oTn Oepameia TNG AMOOIONPWONG XPNOOTOLOVVTAL TPELG XNAKEG OVOiEG, 1)
Seapeprolopivn, 1 Sepepimpovn kaw 1) Sepepaoipodn wg povobepareia 1) wG CLVSLAGTIKT, pE
tkavorotnTikd Oepamevtikd anotedéopata (Neufeld EJ. 2010).

H deogpeproéapivyy (DFO) eivar 1 pwtn xnAtkr) ovoia mov xpnotpomowOnke yio tn Oe-
paneia anootdnpwong, and 1o 1962 (Sephton-Smith R. 1962 ii), evw amo 11§ apxég tng Se-
Kaetiag Tov 1970 dpytoe va yevikevetal n pappoyn e (Barry M., DM. Flynn et al 1974).
Oewpeitat akoun eappaxo mpwtng emAoyng. H DFO Seopebet exhektid tov oidnpo oe
poptakn avaloyia 1:1 ka oxnuatifer véatodiahvtd cdpmAoko mov amoParletat evkola
0Ta 0Lpa Kat Tr XOAr. Zta ovpa Sivel XapaKkTnpLOTIKY oKOTeVEPLOpT XpOLd.

Adyw Tov VYNAOY NG poptakov Papovg (560 daltons), Sev amoppogdtat and Tov ya-
OTPEVTEPIKO CWANVA Kot 0 XpOvog nioetag {wng eivat povo 20 - 30 mpawta Aenrté. Etot o
Baoukog Tpomog xoprynong tng DFO eivau n) vmoddpia otaydnyv éyxvon, pe tn fondeta @o-
pntg avrthiag, Siapketag 8-12 wpeg (Hussain MA., N. Green et al 1976; Propper RD., B.
Cooper et al 1977). H ovvOng nuepriota doon yla mawdid eivon 20-40 mg/kg ko yio evni-
Kovg 50-60 mg/kg, 5-7 nuépeg tnv efdoudda, avéloya e tig evdeifels (Pippard MJ. 1989;
Giardina P. and R. Grady 2001). Ze appwotovg e Paptd aypootdrpworn Kat emmAokeg anod
v kapdia evdeikvutar i) Bpadeia (15 mg/kg/wpa) eviopAéPia xopriynon uéxpt 60 mg/kg
nuepnoiwg (Davis BA. and JB. Porter 2000), av kot éxovv xpnotpomowndei dooeig kot puéxpt
250 mg/kg nuepnoiwg (Proper R. and DG. Nathan 1977; Kattamis C. 1985) pie cuvexn mapa-
kohovBnon ya Tov kivduvo Tofikwy mapevepyelwy, kupiwg Tng dpaong kat akong (Davies
SC., RE. Marcus et al 1983; Borgna-Pignatti, De Stefano et al 1984). Ztn Movada Mecoyel-
akng Avaupiag g A’ Iadatpikng KAvikng tov Iavemotnpiov ABnvawvy, mdoxovteg pe
BapLa aupootdripwon €xovv avTLeTWMIOTEL e CLVEXEIG 24wpeg i.v. eyxvoelg 150 mg/kg npe-
pnoiwg yla 7-10 nuépeg avd 3-6 urveg kot e vIIodopLeg YXVOELG, KATA Ta LECOSIAOTHIATA,
40-50 mg/kg nuepnoiwg yia 8-12 wpeg (Kattamis C., E. Langona-Stathi et al 1991).

Ztg mo ovyvég emmAokég mepthapPdvovtal ) Sidnon oty Béon g €yxvong, Tomkmn

avtidpaon pe kvnopd kat epuOpoTNTA, yeVIKEVUEVT aANepYIKT avTidpaot, emmAoKEG amod
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TovG 0PBAAHOVG (KATaApPAKTNG, peiwor omTikod ediov, VukTawia), AmwAEL AKONG, Ka-
Buotépnon 1} avaoToAn TG avanTuéng, okeAeTIKEG AMNOLWOELS (O TIPWIUN EVTATIKT| ATTOOL-
Snpwaon) kaw howw&erg pe Yersinia enterocolitica (Piga A., L. Luzzato et al 1988; Olivieri NE
and GM. Brittenham 1997; Kattamis C., V. Ladis, et al 1987). Ze eunmdpeteg KataotdoELS, [e-
XPL va StevkpivioTel n atia Tov upeTod, cvoTthvetat Stakomr T DFO. Enineda gepprrivng
Kd&tw and 1000 pg/L ovvdéovtan pe avgnpévn tofwdtnta g DFO. Ektog ano Tig avtidpd-
OELG IOV AVTIHETWTI{OVTOU [E AVANOYT] aywYT), OL TIEPIOCOTEPEG VTTIOXWPOLV HE TIPOCWPLVT|
Stakomn g Bepameiag kau eEhdttwon g doong.

H degepinpovny (DFP) eivat xnAwkr} ovoia mov yopnyeitat anod 1o otopa. Kukhogopei
otnv Evpwnn arnéd to 2000 pe £vderén tovg aoBeveig otoug omoiovg 1 Bepaneia pe DFO givau
QVETIAPKNG, €ite AOyw Svoaveliag eite A\Oyw avamoTEAEOUATIKOTITAG 1] KAKNG CUHUOpQW-
ong. Aeopevel Tov 6idnpo oe poprakn avaloyia 3:1 kat petaPolietal ypriyopa oTo fmap pe
Xpovo nuioetag {wng 3-4 wpes. H amoPolr) tov oidrpov pe t DEP yivetat katd 90% ano ta
ovpa. Exet pixpo poprako Bapog (139 daltons), Stamepvd ebkoAa Tig pepPpiveg kat Seopedet
Tov evdokutTtaplo oidnpo (Kontoghiorghes GJ. 1990).

H Bepanevtikn 86om eivar 75-100 mg/kg/24wpo Staupepévn oe 3 ddoeic. Kukhogopei oe
Swokia kat g olpomt. Eivat e§ioov anoteheopatikn pe tny DFO yia ) peiwon tov oidrjpov
TOV (TIATOG, EVW VTIEPEXEL WG TIPOG TV AMOTEAEOUATIKOTNTA TNG 0TO pvokdapdio (Kontogh-
iorghes GJ. and AV. Hoffbrand 1989; Kolnagou A., Y. Michaelides et al 2008). H mo copapn
avemOOUNTN eVEPYELQ VAL 1] AKOKKIOKVTTAPAUULQ, OE TO00OTO 1-2%. TIG TIEPITTWOELG V-
TG, amauteitaw oploTikn Saxomr) g DFP. Hmotepeg ovdetepomnevieg mapovaoiooe mepimov
10 5% Twv acBevav. Tia Tov Aoyo avtdv cvotrvetat efdopadiaio mapakoAovOnon pe ye-
VIKT| aipatog, Wlaitepa pe v évapén g xopnynone. AAeg ouvnfeig mapevépyeleg eivau
BpopPonevia, yaotpevteptkd evoxAnpata, Siéyepon g Opelng, apBpondBeta kat avgnon
Tv emmédwv g ALT tov opov. Ot mapevépyeleg avTtég ouVHBWGS LTIOXWPOVV pE AVATIPO-
oappoyn g doong (Cohen AR., R. Galanello et al 2003).

H depepaoipoln (DEX) eivou 1 vedtepn (2005) amd tov oTOUAtog XNAIKY ovoia yia
aoBeveig nAikiag dvw twv dVo etwv pe vtepotdripwon and petayyioelg (Nick H., P. Acklin et
al 2003). Aeopevel Tov oidnpo oe poptaxn avaroyia 2:1. To ovumhoko amoBdAAetat oxedov
HOVO (e Ta KOTpava. ZnUavTikO TAEOVEKTNA eival 0 HeYAlog Xpdvog nuioetag {wrig, 12-16
WPEG, YEYOVOG TIOV ETUTPETEL TN XOPTyNon oe pia nueprota §oon twv 10-40 mg/kg/24wpo.
H anoteleopatikotnta g DEX efaprartat ano t §6on (Galanello R., A. Piga et al 2003).
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Kvkhogopei oe Staometpopeva Siokia. Exet pukpod oxetikd poptakd Bapog (373 daltons) kat
VYA StadutdTTA 0T Aimn), EvavTL TwV AAAWY XNAIKWY 0VOLDY, YEYOVOG TTOL SLevKOADVEL
v eicodo kat Tr déopevor) evOOKUTTAPLOL GLOMPOV. ENUAVTIKO TTAEOVEKTNHA Eival 1) Hei-
won tov NTBI kat LPI, mBavov Adyw tov peydAov xpovov nicelag (wiig GUYKPLTIKA {e TO
DFO (Daar S., A. Pathare et al 2009).

H o ooPapny mapevépyela eivaun n) peiwon tng kdBapong g kpeattvivng <40 mL/min,
1 Aevkwpatovpia kat  ad&non Tng Kpeatvivng opol. ZTiG MEPIOCOTEPES TEPUTTWTELG, Ol
TIéG TG kpeatvivng emaviABay ota guotoAoyikd emineda pe peiwon g doone. Zvyvote-
peG avemOOUNTEG eVEPYELEG efval OL YaoTpevTepikég dlatapayed, Ta e§avOnata kot n avgn-
on twv nratkwy ev{dpwv. Ot avtidpdoelg avtég eivau Socoefaptwpeveg 1} mapodikes. ITo
OTIAVLEG EIVAL OL AVAPUAAKTIKEG AVTIOPATELS, Ol KUTTAPOTIEVIES, TO VEPPWOIKO GVVOPOO,
N YaoTpevTepikn e&éAkwor, ot Slatapayég TG akorg kot ta o@Balpoloykd mpoPAnpata
(Cappellini MD., A. Cohen et al 2006).

Néot xnhikoi mapdayovteg BpiokovTal oe Siepevvnon, eva Bepamevtikd oxfpata pie Guv-
Svaopols Twv VITApXOVTWY ovolwy alohoyodvTat oe KAWIkEG épevves. Ot ouvdvaopol
DFO / DFP xoau DFO / DFX givau autoi Tov XpnotpomolodvTal TeEPLOcOTEPO TNV KALVIKT
npd&n (Olivieri NE. and GM. Brittenham 1997; Kattamis A., V. Ladis, et al 2006; Porter J. and
C. Hershko 2012). H anoteheopatikotnta TG ouvduaoTtikng Oeparmeiag eivat kakvtepn anod
T povoBepareia, xapig otnv abpototikn dpdon Twv gapudkwy (Vlachodimitropoulou E.,
M. Garbowski et al 2013).

EvaAAaxTikég TPOCEYYIOELS Yl THY AVTIHETWTILOT TG AUHOOIONPWONG, KVPIWS Yl TV
eviiapeon Bakaooapia, Tpoteivovtal pe fAon TNV TPOTONOINCT TOL HeTABOALOUOD TOV OL-
dnpov (Eyidivn), avtotedwg 1) oe cuvduacpo pe xnAukég ovoieg (Oikonomidou P, C. Casu,
et al 2016).

EmAnvektour)

Me Tnv e@apoyrn TwV CLOTNHUATIKWY HETAYYIOEWY, TPOAaUPAaveTaL SPaoTIKA ) EHPAVL-
OT) TOV LTIEPOTANVIOHOD Kot dpa 1) avaykn omAnvektopng otovg TDT aoBeveig (Beard ME,,
TE Necheles et al 1969; O’Brien R., H. Pearson, et al 1972). Me tnv ndpodo tov xpdvov, n
petdBeon Tng uéong nAtkiag OTANVEKTOUNG O€ HeYaADTEPEG NALKIEG, Eival EVEEIKTIKT TG K-
Buotépnong avantuéng vepomAnviopol (Eméva 31). Ztoteio and kEVTpa peTayyioewy 0TV
EANGda, deixvouv ot evw katd tn dekaetia 1960-1969 1 Sidpeon nAtkia oTANVEKTOUNG

TDT aoBevav, ntav ta 4 (2-11) £tn, katd ) dexaetia 2010-2019 n) Sidpeon nAwkia omAnve-
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Eixéva 31. Ataxpoviki] katavoun) nlikidv Katk TH omAyvekTOps TAcYOVI@Y Ue peifova Kat
evéikpeon Oadacoaiyio

KTounG frav 37 (11-43) €. IapdAAnAn, pe ehagpwg veotepeg nhikies, eivou 1 e§EMEN kat
yiao v NTDT pe 8,5 (1-16) £tn ) Sekaetia 1970-19679, kat 33 (20-51) étn ) dekaetia

2010-2019. To peydlo e0pog Twv NAKIWV o@eileTal Kupiwg oTr SLQOPETIKT) OTPATNYIKN

QVTIHETOTIONG TWV TTACXOVTWYV Ao Ta SLAPOPETIKA KEVTPAL.

Ot evdeielg omAnvektour|g eival 1) TPOLVGia VTTEPOTIANVIOHOD, E YVWHOVA:

Tnv ad&non g etnotag katavawong aipatog mavw and 1,5 twv
guolohoykwv avaykwv. Katavéwon mepioodtepo amod 220-250 mL
gpLOPOKLTTAPWY AVA KNG PAPOVG CWHATOG avd £TOG, TIOL dev o@eileTal oe
AVOCOTIOUTIKOVG TTAPAYOVTES, amoTeNeL VLN LTTEPOTANVIOHOD.

Ta epyaotnplaid evprpata Tov VITEPOTANVIOUOY, KUPIwG T Aevkomevia Kat
™ OpopPonevia.

Tn peydAn Sidoykwon Tov oANVOG.

Ta avEnpéva enineda odrpov, Tapd v koA anoctdrpwaor), amotehovv

emunpoobeteg eveielg omAnvekTopn.

H anoteleopatikdTnta TG OmANVEKTOUNG TOKIANEL ONUAVTIKE, akOpa Kot pHeTad ma-

OXOVTWYV e TOV {810 YyOVOTUTIO, e KAAAITEPA ATOTEAEGHATA OTIG PALVOTUTILKEG LOPPEG EV-

Suapeong Bakaooapiag (Kattdung X. 1989; Pappis C. S. Galanakis et al 1989).
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Ot emguAdgerg ya T ominvektopn oxetifovtat pe tov kivduvo coPapiv Aowéewy,
WOlaitepa og TadId KATW TwV 5 €TV, ToV Kivouvo BpopPoepfolikwv emneicodiwv kat TG
auEnpEVNG oLXVOTITAG TIVELHOVIKAG LTEPTAONG, Kupiwg oe NTDT acbeveig. Me tn dwarti-
otwon vynAotepwv emnédwv NTBI oe omAnvektounuévoug oe oxéon e pun omAnveKTo-
unuévovg maoxovteg pe TI, vmootnpixtnke n amoyn 6Tt 1 Vrapén Tov oTAVa Popel va
anotelei anodnkn mepiooetag o1drpov, kabwg kat va cupBdiet otny e§ovdetépworn eAevde-
pwv popiwv otdrpov, cupmeptlapfavopévov kat tov NTBI (Tavazzi D., L. Duca, et al 2001).

Tia v mpo@OAadn and g howpwéelg evdeikvutat o epfotaoudg Evavtt Tov [vevpovio-
KOKKOV, TOU Atlo@\ov TG tvAovéviag Kat tov Mnvtyyttidokokkov Svo efdopuddeg mpo tng
omnvektopr|s (Spoulou V., D. Tsoumas et al 2006; Kanariou M., E. Berdoussi et al 1997). Ka-
Bwg o epPolacidg Sev mapéyet TP TIPOPOAAEN Ao EYKEKVOTWEVA PAKTHPLAL, CLOTIVE-
Tal KA 1) TPOQPUAAKTIKY Xoprynorn mevikihivig oe ddon 1.500.000 IU tnv nuépa amd to otdpa
yia §00 TOVAAYIOTOV XPOVIa, HEXPL KAt EPOPOL (WG, EAV LTIAPXEL VTIOKEILEVO AVOGOAOYIKO
ENelupa 1) Kakég vyelovopkég ouvOnkes. Evalhaktika xopnyeitat epubpopkivn 1} Kotpipto-
EaCOAN. Tia toudid KATw TV 5 €TWV, TIPOTIATOU T KAALY pe Apo&ukihivi oe Sdon 250 mg Ty
nuEpa Aoyw avgnuévng ouxvotntag AowEewv and Aogro. Zuyxpovwg evatoOromoteita
TO OIKOYEVELAKO TOVG TiePIBAANOV, O TIEPIMTWOT TTVPETOV, Va av§dvouy Tig SOOELS TNG TIEVIKL-
Aivng kau va emokéntovtal apgows atpo (Lortan JE. 1993)°.

Ta v poAnyn twv BpopPdoewy cuoTrvetat oAtyorjpepn Tpo@vAagn pe xapnAov po-
pLaKov PApovg Nrapivn TPLV Kol HETA Tr) OANVEKTOWN, WLaitepa 0TOVG TAoXOVTEG He EO,
KaBg emiong kat katd Tn Stdpketa kataotdoewy avgnuévov kivdovov BpopuPocewy, Omwg
1] EYKLHOOVVT, XELPOLPYIKEG eMepBAoelg Kat 1) Tapatetapévn akwvnoia. H xprjon avtiovA-
Anntikwv gappakwy Oa mpémel va yivetau pe Staitepn mpoooxr). Mikpég dooelg aompivng,
100-250 mg tnv nuépa, BewpovvTal Xpriotpes kat §ev ovvodevovTat amd coBapég mapevép-
yeteg (Cappellini MD., L. Robbiolo et al 2000).

T T peiwon Twv petd T omANveKTopn KvdOvwy, 18iwg yia TdoxovTes Katw twv 4
ETWV, £X0LV TPoTadel EVAANAKTIKEG TPOOEYYIOELS, OTIWG HEPIKT] OTANVEKTOUT 1) OTIANVIKOG
euPoAiopog. Aedopgvng Tng mabo@uololoyiag Tov VITEPOTANVIOHOY, 1] AVoT avTr Oev €xel

gpappoyrn otovg maoxovteg pe Bakaooaupia (Idowu O. and A. Hayes-Jordan 1998).

5. American Academy of Pediatrics. Committee on Infectious Diseases. Pediatrics 2000;106: 362-366.
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Dapuaxevtikn BeAtiwon tng Avaipiag

H avicopporia mapaywyng Twv a- mpog pr a-aAvoidwv TG QUOLOAOYIKNG AtHos@aL-
pivng w¢ Paoikng maboyévelag TG avawpiag, pmopel va amokatactabei pe avgnon g
TAPAYWYNG TV y-aAvoidwv. APKETEG PAPUAKEVTIKEG OVOIEG EMAYOLV TNV €KPPAOT] TOV
Y-Yovidiov, uepikég amo TG omoieg £xovv xpnotpomnomdel, kvpiwg otny TI (Taher AT., KM.
Musallam et al 2011).

H Yépo&vovpia (v8po&ukapPapiidn) eivat £vag KuTTapoTo&Kas, avTe TABOAKOG Kot avTL-
VEOTAAOUATIKOG TIAPAywV e evpeiat Xprion oe TAoXOVTEG e pvehovmAaoTtikd oOvdpopa. H
vdpovovpia mapeunodilet v eEEMEN TG wpipavong Tov KU TTApIKOD KHKAOV, HEW AVATTO-
MG NG pLPovovkAeoTIOIKNG PESOVKTAOTG, HE AMOTEAEDHA TV KATAGTPOPT] TWV TIPOYOVIKWY
gpuBpokuTTapwV oTOV HVENd. AkolovBei devTteponadng emoTpdtevon kot wpipavon awpwv
npoPabuidwy TnG epuBpaG oelPdg, pe AmOTENEDHA TNV EKPPAOT) TWV Y YOVISLWY KA TIOPOywyT
HbF (Hajjar FM. and HA. Pearson 1994; Loukopoulos D., E. Voskaridou et al 1998; Franco
R.S., Z. Yasin et al 2006). Extdg anéd tnv avénon s HbE n vdpofuovpia meplopilet Tig efwpve-
Aikég eotieg kau BeAtidvel T Opopfogilikn kataotaon twv acBevwv (Konstantopoulos K., G.
Vagiolpoulos et al 1992; Ataga KI., MD. Cappellini et al 2007; Meo A., E. Cassinerio et al 2008).
Ze HaKpPOXPOVICL XOPIYNOT], PAIVETAL VAL DTIAPYEL OXETIKN] OMWAEL TNG APXIKIG EVEPYETIKNG
Spaong tng vdpofvovpiag (Rigano P, A. Pecoraro et al 2010).

Ta Mmapd oééa Bpayeiag arvoov (rapdywya PBovtvpkod 0&éog) avédvouvy v ano-
SotkotnTa NG peTdppaong Tov RNA g epuPpuikng aloo@atpivig, He (Kpr Opws Kot
Bpaxeiag Sidpkelag amodotikdtnra (Weinberg RS., X. Ji et al 2005). AX\eg ovoieg mov €xouv
SoxwpaoTei eivan n) 5-alaovTidivy kat mapaywya T Qadidopidns pe Twyxd anoteléopata
Ka amayopevTikd k0oTog yia evpeia xpron (Ley TJ., J. DeSimone et al 1982; Masera N., L.
Tavecchia et al 2010).

H epvlpomomtivy (Epo) eivar xvtokivn (oppovn), mov mapdyetal Kupiwg 0TovG Ve-
@poVG Kat anoTehel Tov kKVplo puBuoTn TG epvBpomoinong (Jelkmann W. 1992). H ame-
AevBépwor| g eléyyetan amd Tov Babuo g vrokiag. XaunAd emineda O, oToVG 1GTOVG,
Héow evog empavetakov vrrodoxéa (EpoR) twv mpodpopwy epubpwy, kivnromotody tn Sta-
Sikaoia ékgpaong Tov yovidiov g Epo, pe tn ovppetoyn evdokvttapikwy kivacwy, JAK2,
Kat €vOG petaypagikov mapdyovta, Tov Stat5. H epuBpomomntikr dpaoctnprotnta g Epo
nepthapPavet tov modamhaotaopo, n Stagopomnoinon kat wpipavon mpddpopwy epubpwv

OTOV HLENO, EVW AVAOTEAAEL TNV aOTTWOT). Xt Bakacoatpiia, Tapd T Xpovia avatpia, Ta
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enineda g Epo eivat oxetika xapnAd (Manor D., E. Fibach et al 1986; Dore E, S. Bonfigli
et al 1993). Xopriynon r.HuEpo BeAtiooav ta enimeda tng avaupiog, pe appifola amotelé-
opata wg mpog TN Pertiowon twv emnédwv tng HbF (Rachmilewitz EA., M. Aker et al 1995;
Bourandas K., G. Economou et al 1997; Fibach E. and EA. Rachmilewitz 2014). Qot600,
1000 o1 Bahacoaupia, 600 ka 0t AKN, n avénon g epuBpomnoinong mepthapBaver kot
Ta gpuBpd pe v maboloyikn} petdAagn Tov B yovou, e amotéleopa va un Pektiwvetatn
un arnodotikr epvBpomoinon.

Ot JAK eivat pio otkoyévela amd evOOKUTTAPLEG TUPOOIVIKEG KIVAOEG OL OTIOIEG [ETA-
Sidovv KkuToKIVO-e€apTwpeva UVOHATA, KIVITOTIOLWVTAG avgntikong mapdyovtes (Epo)
anapaitnToug ya Tnv aupornoinorn (Quintas-Cardama A. and S. Verstovsek 2013). Exet dwa-
moTtwOei 6T 1 un anodotikr epvBpomnoinon g Oakacoapiog oxetiCeton pe avgnuévn Spa-
otmptotnta G 0800 JAK/STAT (Melchiori L., S. Gardenghi et al 2010). Tia tov eploptopod
™G Spaoctnplotntag avtng, Sokdlovton avactoleis Twv Janus Kinase 1 koau 2 (JAK 1,2),
pe amotéleopa va mapatnpndei oe Bakacoapukd movtikia Pektiwon TwV APATOAOYIKWY
TIOPAUETPWV KAt KVPIwG peiworn Tov peyéBoug Tov omAnvog (Rivella S. 2012).

Ze avtifeon pe tovg avfntikovg mapayovtes (Epo) mov evepyomnotovv Tov moAamia-
OLOHO Kol Tr) SLapopOToiNoT) TWV TPOYOVIKWY epLBpwV o€ TPWILO 0TASLO, [e AMOTEAECHA
emdeivwon g U anoteleopatikng epudpomoinong, pia opdda avacuvdvaopévwy Tpw-
Teivwy ovuvtning twv vtodoxéwv aktiPivig ITA kat IIB pe tpnua g IgGl avocoopaupi-
VNG ipodyovy Ty wpipavon twv epudpoPractwy oe OYun @don dtagopomoinong. Apovv
péow avaoToAng Tov vrtodoxéa Tov GDF11 (puBuiotrg epubpomnoinong). H xopriynon twv
ovolwv avtwv (Sotatercept, Luspatercept) evodwvel TNV amoTEAEOUATIKOTEPT AWOTIOINON),
pe amotéheopa TN PeAtiwon Twv emmESWV TNG AUOCPALPIVIG, HEIWOT] TWV AVAYKWV Yla
HETAYYLOT), HelwoT) TOV popTiov aldrpov Kat apikpuvon Tov omAnvog (Dussiot M., T. Maciel
etal 2014).

H eyubivy (HEPC) amotelei Tov KevTpikod puBpoTr| g opoldotaong tov odripov. IIpo-
Kertat yla pia mentidikr] oppovr), mov mapdayetat and Ta nratokvTTapa. To yovidio mov kwdt-
Kkortotet Ty eytdivn eivou To HAMP kat evromi{etat 070 pakph OkEAOG TOL XpWHOOWHATOG 19
(19q13.1). H ptBpuon g ékppaong tov yovidiov g eytdivng e§aptdtan and Tny moootnta
Tov 0181)pov TV KVKAOQOpEL, TNV vTogia, Tov Pabud eAeypovrg (Betkr pvBwon), kat Tov
Babpo tng epvBpomomtikng dpaoctnpidtnTag (apvntikr pvOpon) (Kattamis A,. I. Papassotiri-
ou et al 2006). Apa deopevovtag ) @eppomoptivy (FPN1), n onoia givan vrievBuvn yua tnv
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an6d001 ToL OLdrPOL Ao TOV EVEOKLTTAPLO XWPO TIPOG TNV KukAogopia. Etal, oe mepiPal-
Aov avEnpévwv emmédwv o1drpov, 1 eytdivn Steyeipetau kat epmodiCel tnv €€odo Tov oidpov
Ao Ta KOTTAPa TOL eVTePIKOL emBnAiov, Ta nraTokLTTAPA Kat Ta Hakpo@aya. Avtibétwg,
XapnAd emineda o181 pov avaotéAovy Ty mapaywyr Tng eytdivg, StapuAdooeTal i) gpeppo-
TOPTIVY), Kot aEAVETaL 1] amoppOPnon Tov atdrpov amd To £viepo kat 1 anehevBépwor) Tov
TPOG TNV KukAo@opia. AvEnuévn Aomov eyidivry odnyei oe EAATTWUEVT EVTEPIKT] ATTOPPOPN-
on Kat peiwor g ameAevBépwang tov odnpov and ta pakpopaya tov AEE (aidnpomnevia),
evw xapnAa enimeda eydivng avdvouy tov oidnpo oto TAdopa.

Zt Badacoapia, mapd ta avnuéva emineda odnpov, n ovvBeon g eyidivng eivat
pewwpévn egattiag g évrovng epuBpomomTikng SpacTnploTnTag, Kupiwg otny eviiapeon
Bolaooapia. Paivetan WG OL avdykes TG avgnuévng un amodoTikrg epubpomoinong ya
0idnpo amotedovV o LoXVPO TAPAYOVTA YL THV KATAOTOAT TNG §pdong TG eytdivng, amod
v vidpxovoa viepatdrpwon mov Ba émpere va avgroel T mapaywyn e (Gardenghi S.,
ME. Marongiu et al 2007). Yrootnpi{etau Tt kdmotot puBpoetdikoi mapayovteg onuato-
doTtolv oTo HIIap TNV avaykn emdpkelag odnpov yia Ty epudpomnountikn SpactnpoTnTa,
WoTe va avaoTéletat n ovvBeon g eyidivig. Adgpopot TéTolol apdyovteg Exouv dte-
pevvnBei, petad Twv omoiwv n eprBpogeppovn (ERFE), mov Ppebnke avgnuévn oe Bakao-
oaupkd mepapatolwa oe oxéon pe pn Oakacooupka (Camaschella C. and A. Nai 2016).
H epvBpogeppovn mapdyetan amod tovg epuBpoPfAaoteg kat odnyei o€ peiwon Tng nratt-
KIS Tapaywyns eytdivng pe &yvwoto pnxaviopo onpatodotnong (Kautz L. and E. Nemeth
2014). H xopnynon avaldywv g eydivng (minihepcidins) 1) n avgnon twv emmnédwv g
evdoyevovg eyidivng, péow petoppvbiuong piag petarlonpotedong (TMPRSS6) pe onpa-
VTIKO pOLo aTnV €kppaon TG eydivng, meplopifovy Tnv anelevBépwon tov o1dripov, eva
BeAtiwvovv kat T pn arnodotikn epubpomoinon (Schmidt PJ., I. Toudjarska et al 2013). Ze
TPOSPOIES LENETEG e avdhoya TnG eytdivng aiveTatl Twg TeplopileTat 1 omAnvopeyaia
KO PLELOVOVTAL OL AVAYKEG TV peTayyioewv oe mdoxovteg pe P-Bakacoapia (Casu C., E.
Nemeth et al 2018).

AX\oyeviig Metapooxevon Aponomntikev Kvttapwv

H Metapooyevon Apxéyovwv Aomomntikwv Kuttapwv (MAAK) anotelei onpepa tn
povadikr Stabéopn Bepaneia Tng Oalacoatpiag. Me o xopnyovpevo pooxevpa, amokadi-
otata 1) woppomia ovvOeong -a/-f alvoidwv kat n pn amodotikn epvbpomoinon, StopHw-

VOVTAG TNV cUpatoloytkn Statapayr.
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H npwtn petapdoyevon yia 1 Bakacoaipio mpaypatononidnke oto Seattle otig 5 Ae-
kepPpiov Tov 1981 (Thomas ED., CD. Buckner et al 1982), evw Aiyeg nuépeg apydtepa, oTig
17 AexeppPpiov 1981, nj opdda tov Pesaro (Lucarelli G., T. Izzi et al 1983) Eekivnoe to mpwto-
TIOPLAKO KAL ETUTUXNUEVO TIPOYPAUUA TNG. Ao To 1994, oty Movada Metapooxevong Mu-
eAov Twv Ootwv tov ITINIT ABnvav “H Ayia Xogia” mpayUatomnolovvTal HETAHOOXEVOELG
oe moudid pe Apoopaupvonddeteg (Peristeri J., V. Kitra et al 2002). Zrjuepa pe Tnv e@appoyn
BeATIWHEVOL TIPOTIAPACKEVAOTIKOD OXUATOG, TIOV eKTOG amd BovoovAgavn (BU) 14-16
mg/kg ko Kukhogwogapidn (CY) 150-200 mg/kg, mepthapBavet avti-Ovpukr opoupivn, n
ovvolikr) emPiwon avépxetat 0To 96% kat 1 emPBiwon xwpig véoo 0To 92% yia péco xpdvo
napakolovOnong 9 etwv (Goussetis E., I. Peristeri et al 2012).

Kvpieg mpoimoBéoelg kat evvoikol mapdyovteg (kputrpia Pesaro) eivau i vmapén oto-
ovpPatov adedpov, N kar YeVIKH Katdotaon Tov acBevoug, n kaAn kapdiakr Aettovpyia,
TO WKPO PéyeBog Tov NTATOG, 1 XAHUNAT QeppLTiv), | amovsio TUAAIAG (VWONG KAt 1) LK
nAia (Lucarelli G., M. Galimberti et al 1990).

H xpnowomoinon apxéyovwv alOTOTIKWV KUTTAPWY, O OXEOT UE TN HETAPOOXED-
01 HVEAOV TWV 00TWY, TIPOCPEPEL APKETA TIAEOVEKTIHHATA, KAt €XEL AVENOEL OTNUAVTIKA TV
ATOTEAEOPATIKOTNTA TOV £YXeLPNUATOG. [TeplocoTepo Twv TPLAVTA ETWV gUmEeLpia amod Tat-
Statpikos aobeveig pe pOoXELHA ATO OLYYEVIKOVG LoTOoLHPATONG dOTEG €5€18e OCUVOAIKT
emPiworn 90% (Angelucci E. 2010). Me v e&éAiEn axpiéatepwv uebddwv npoodiopiopon
HLA ovpPatotntog apxioav va Xpnotponotovvtal evaAlakTikoi §0Teg, Omwg ovpPatoi pn
OVYYeVIKOL SOTEG, pe IKAVOTIOTIKE AMOTEAEOUATA OE TIEPLOPLOUEVO aplOUO LeTayyLotoe-
Eaptwpevwy acBevawv (Locatelli E, P. Merli et al 2016). Opwg, o kivéuvog vooov pooxevpa-
T0G Katd EevioTov (graft-versus-host disease, GVHD), o€ oxéon pe oupPatods ouyyevikodg
d0Teg givan LYNAGTEPOG Kaut e oNpavTKO (20% ) mocootd Ovntotntag (La Nasa G., E. Ar-
giolu et al 2005). Me tnv &€& TG mpogpPUTELTIKNG YeVETIKNG Stdyvwaong, eivau Suvatn N
emAoyn epuPpvov HLA ovpPatov, wote va Aetrtovpynoet wg ovyyevig 86tng (Ingerslev HJ.
and J. Hindkjaer 2012).

Metd anod emrtvxn HeTapOoXevoN, ol mpwnv Balacoatpukoi acbeveis amalldacoovtat
amod peTayyioels, Opws Adyw Twv petayyioewy mov mponynonkay, tapapévet oidnpog otovg
otovg. O 0idnpog anopakpdvetal pe apapagels otav otabepomnomBel To HOoXELUA, CLVI-
Bwg 6-8 prpveg petd T MAAK. O dykog twv apapdéewy eivar 6 mL aipatog/kg B, kdbe
3-4 efdopadec, péxpt n pepprtiv) Tov 0pov va pelwdei oe <700 ng/mL kat 0 nraTKog oidn-
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pog oe <5 mg/gr &npov Papovg fmatog (Angelucci E., P. Muretto et al 1997). Iia tnv aro-
pépuvon voAemopevoL otdrpov, peta T Bepaneia pe apapagels, anoodrpwon pmopet
Va OLVEXLOTEL pe Tn) xoprynon xnAikav evaoewv (Ladis V., E. Mavrogeni et al 2006). Toco n
xpovia emPapuvon and ta avinpéva enineda tov odrpov, mpv and tm MAAK, 600 kat ot
KivOLVOL TWV TTPOTIAPACKEVACTIKWY CXNUATWY, SNovpyody onpavtikd mpopAnua vioyo-
vipotnrag. [epintwon avBopuntng yovipomnoinong and matépa pe ouoluyo - Bakacoaupia
nAikiag 33 etwv petd and MAAK mov €yve oe nAwkia 9,5 eTav, éxet Snpootevdei and ty
opada pag (Tacovidou N., M. Kollia et al 2017).

Tovidiakn Oepaneia

Ze avtifeon pe TV aAloyevi} HETAHOOKEVOT AUOTIOMTIKWV KUTTAPWY, LE TN YOVIOLOKT)
Oepaneio mapakdpntetat o mpOPANpa endpkelag ovpPatav dotwv. H petapooyevon av-
TOhoywv yevetikd SlopBwpévav arpomomtikwv kKuttapwy (CD34%) anotehel arttoloyikr
OepamevTikn TPOGEYYLON HE TIPOOTITIKI TNV OPLOTIKY (0T Twv aupooatpvorabewwy (An-
derson WE. 1972; Friedmann T. and R. Roblin 1972).

H yovidiakr) Oeparneia mepthapPdvet Svo otpatnykés:

a) Metagopa kat tpocdijkn tponomounpévov yovidiov,

B) Tovidraxn enegepyaoio kat StopBwan.

Metagopa tpomonomuévov yovidiov (gene transfer)

Baoiletal otnv e§wowpaTIKT HETAQOPA GUOLOAOYIKOD YOVISiOV opatpivig, Héow £vog
LLKOV PETAPOPEQ, OF CLYKAAMEPYELEG e apyéyova aupomounTikd kOTTapa (AAK) tov acbe-
voug. To uko dayovidio evowpatwvetat ota AAK tov aoBevovg, omov kwdikomoteital To
QUOLOAOYIKO YOVidLo TNG oPatpivig. Ta avtdAoya yeveTikd SlopBwpéva AUHOTTOMTIKA KUT-
Tapa EMAVELOAYOVTAL 0TV KUKAOPOpia TOL aoBevoig Kat HETA amd £va LUEAOAPAVIOTIKO
TIPOTIAPACKEVAOTIKO 0TAdI0 eykabioTavtat otov peho twv ootwv (Persons DA. and JE
Tisdale 2004). Adyw TG avTOAOYNG TPOoENEVLONG TOL LAKOD S€V amauteitan ) Xprjon avooo-
KATAOTAATIKWV QAPUAKWY GTO TIPOTIAPACKEVACTIKO XA Kot dpa amo@evyetatl o Kivov-
vog GVHD 1] anoppuyng Tov HoOXEVHATOG,

H xpnopomnoinon twv KatdAANAwV UKWV @opéwv anoTéAece HeyaAn EPEVVNTIKI| TIPO-
ondBeta anod ta téAn G Sekaetiag Tov 1980 kat poAig To 2000 amodeixbnke n SuvatdTn-
Ta oty oe Bakaooapkd ko Oalaooapkd/Spenavokvttapikd movtikia (Dzierzak EA.,

T. Papayannopoulou et al 1988; Pawliuk R., KA. Westerman et al 2001). H avticatdotaon
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TWV PETPOIKWY QOPEWY, TIOV XPNOLLOTIOONKAY aPXIKA YIaL TH HETAPOPA KAl EVOWUATWOT
Tov Stayovidiov, and Aevtukodg opeig (lentiviral vectors, LVVs) odfjynoe oty emihvon
ONUAVTIKWVY TPOPANHATWY, OTIWG TOV KivOLVO amootwnnong Tov 1 petalla&tyéveong ano
EVOWHATWOT) TOL Popéa oe pubuoTikég (LCR) meploxég Tov yovidiov (Naldini L. 1998; May
C., S. Rivella et al 2000; Sadelain M. 2006).

O mpwtot gopeig ov oxedidotnkay yua tr yovidtakr Oepaneia tng B-Balacoaiag, froay
@opeig P-opaupivng, SnAadn popeig mov épepav o Stayovidio g avBpwmivng B-opaipivng.
To Stayovidio B-opaupivig petagepopevo pe Aevud, emétpeye vynha emineda EkPpaong Tng
B-opaupivng, apyukd oe Bahacoatukd HOVTEAO TTOVTIKOD Kot 0T OUVEXELR O avOpdmva ap-
Xéyova aupomowntika kuttapa in vitro pe emrvxia (Puthenveetil G., J. Scholes et al 2004). H
napatrpnon ott Bakacoaukol acbeveic pe To ovvdpopo g HPFH €xouv fmo gavotumo
B-Bakacooupiag, odrynoe oTov oxXeSlaOUO Kat XPTIOT) POPEWY Y-OPALPIVIG e OTOXO TNV av-
&non g ovykévtpwong g HbF (Persons DA., PW. Hargrove et al 2003). Ot gopeig y-ogou-
pivng amodeiyOnkav amotedeopatikol oe kuTTapa Oakacooupkav acbevwy in vitro (Wilber
A., PW. Hargrove et al 2011). Opoiwg, oe kaA\iépyeleg epvBpwv aipoopaipiwv aobevav pe
Balaooarpia, amodeiyOnke amoTeAeopaTIKOG Kot 0 VEOG LOVWUEVOG AEVTUKOG POPEAG Y-OPal-
pivng, mov ovopdotnike GGHI. O gopéag avtog, mov oxedidoTtnke kat Snpovpyndnke amo v
opada tov N. IT. Avéyvou (Papanikolaou E., M. Georgomanoli et al 2012), métuxe avgnon tng
HbF oe Bepamevtid enimeda, tavd va amokataotioovy Ty gpubpomoinon in vitro, kupiwg
HEOW OTUAVTIKNG Helwong TG anontwong Twv epubpoPractwy.

H npwtn mpoomdOeia yovidiakng Oepameiag £ytve To 2007 oto [apiot oe Svo Bakaocoat-
pikovg aoBeveig and tnv opdda tov P, Leboulch (Cavazzana-Calvo M., E. Payen et al 2010).
O mpwtog aoBevrig, nAikiag 28 eTwv, ELPAVIOE TTAPATETAUEVT amhaoia omoTte amatthOnke
dueon petapooxevon pe pn StopBwpéva Sukd Tov kKbTTApa, Ta omoia eixav katayvxdei mpo-
Mntikd. O devtepog aobevnig, nhikiag 19 etwv pe HbE/B° Oalaocoaupio émaye va éxet avd-
YK pHeTayyioewy emti 5 xpovia petd and Tn Oepaneia. To 2012, £ytve ) mpwtn Bepameia oTIG
HIIA oe ndoyovta pe peilova B-6akacoaupia (Boulad E, X. Wang et al 2014). ITpéogata
avakotvwOnkav ta amotehéopata yovidiakng Oepameiag pe AevTuko petagopéa B-opatpi-
vng (BB305) o 22 aoBeveic, 12 éwg 35 etwv, e petayylotoeiaptopevn P-Bakacoaria. Amo
13 mdoxovteg pe AANovG ekt amd Po/Bo yovotimovg, ot 12 otapdtnoay va petayyilovrat
yla p€oo xpoviko Siaotnua 26 pnvav (evpog 15-42 pnveg). Amd aAlovg 12 maoxovTeg e

Bo/Bo yovotumo 1 opoluywtia ya 0 petdAAa&n IVSI-110, ot 9 peiwoav katd 73% tov
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HECO ETNOLO OYKO TWV HETAYYIOEWY, VW 3 Stékoyav Tig petayyioels (Thompson A.A., M,C.
Waalters et al 2018).

O kaBopiopog g PéATiotng S60ng Twv yevetkd dtopbwpévwy CD34* kuttdpwy, TG
KATAAANANG TTNYNG QUTOAOYOL HOOXEVHATOG, KAl KUPIWG 1) avdykn TpocBetwv puétpwy
aopdetag e§axohovdei va mpoPAnuariCet. ro voookoyeio I'. Ilamavikohdov, otn Ogooa-
Aovikn, epappoletat pe emrtvyia ovvdvaotikr peéBodog G-CSF - plerixafor yia v kivn-
ToToiNom Kat GLANOYH apXEYOVWY AUUOTIONTIKOV KUTTAPWY TIPOG YEVETIKI| TPOTIOTOINOM).
(Yannaki E., G. Karponi et al 2013; Psatha N., E. Sgouramali et al 2014).

H xpnotpomnoinon enavanpoypapatiopé vy CoHATIK®Y KuTtapwy (iPS) ot ua ohodv-
vapn (pluripotent) katdotaon opola He AVTAY TwV ERPPLOVIKAOY PAACTIKWV KUTTAPWY, O€
ovvvaopo pe tn yovidiakn Oepameia, avoiyel véeg Suvatdtnreg aoparéotepng Oepameiog

Twv yevetikav voonuatwy (Patel M. and S. Yang 2010; Papapetrou EP, G. Lee et al 2011).

A0pOwon petaAa§ng - yovidiax) tportomnoinon (gene editing)

Ta televtaia xpdvia avti TG mMpoobrkng @uotoloykod yovidiov, emiyetpeitat 1 Sop-
Bwtikr mapépPaon g petdAadng otn B¢on g PAAPNG, Omtwe StopBwon ™G netdAagng
070 Yovidio G B-o@aupivng 1 amevepyomnoinon KataoToAéwv Twv yoviSiwy y-o@aupivng
(BCL11A) kat av&non tng ovykévtpwong s HbF (Gupta RM. and K. Musunuru 2014).

O véeg teyvoloyieg enefepyaoiag Tov yoviSuwparog Pacifovtat otig vovkAedaoes da-
KTOAwV Yevdapyvpov ZENs (Choo Y. and A. Klug 1994), otig vovkAedoeg Tomov TALEN
(Bogdanove AJ., S. Schornack et al 2010) kat 071G vovkAedoeg Tov cuoTthpatog CRISPR/Cas9
(Jinek M., K. Chylinski et al 2012). Ot vovkAedoeg avtég €xovv T SuvatdTNTA Vol TEUVOUV
10 DNA, dnpovpywvtag priypata otn St élka (double-strand breaks) o€ ovykekpuéveg
Kol 0ToXevpéveg Béoelg Tov yoviSiwpatog kat va odnyovv oty emdopbwon g PAEPnG pe
TNV TPOoONKN, aQaipeot 1 AVTIKATACTAOT OLYKeKpEVWY aAAnAovxiwv Tov DNA. TTAeo-
véktnua tng pebodov eivat n amovoia Tov kivdbvov petalla&tyéveong mov oxetietat pe
HETaPOPd YOVISIOU [HEGW AEVTUKOD POPEWG. LOTOCO, TVUPWVA [E TIPOTPATEG AVAPOPES OTN
BiPAoypagpia, Sev éxovv akopa emAvOel tpoBAnpata acpaleiag ov éxovv mpokvyel (Edito-
rial, The Lancet Haematology 2021; Oikonomopoulou C., G Goussetis 2021).

SvpmAnpopatiki Aywyn
H xpnon avtiofeldwtikwv ovowwy, omwg 1 Prrapivn E, n kapvirivy k.d., @aivetat va

gxouv ovumAnpwpatikn Pordela oTn BepamevTIKY AVTIHETWTION, KUPIWG OTNV evIde-
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on Balaooatpia av kat ev viapyovy akopa emapkn dedopéva mov va To emPefatwvovy
(Borgna-Pignatti C. 2007). Xe acOeveig pe emPePaiwpévn EAAenyn BITapvay r txvooTolyei-
wv eival emPePAnpEvn ) Xopynon Twv avtioTotywv oupmAnpwpatwy. Eviektikd avagépe-
Tatn avaykn xoprynong yevdapyvpov kat frrapivng D. Kabnuepivr xoprynon tovAdytotov
1 mg @uAAIKOV 0&£€0G eivat oLVNOIOUEVT TIPAKTIKTY Yia TOVG aoBeveic, Ilaitepa TOVG ) pe-
TAYYLOL0EEAPTWUEVOG, [E OKOTIO TNV KAADYT TWV aVAYKWV TIOV TIPOKAAOVVTAL and T
évtovn epvBpomomnrikr Spdon (Kattamis C. and A. Kattamis 1995).

H eEeidikevpévn Bepaneia Twv emmAokdv TG VOGOV, OTIWE 1] AVTLLETWTILO TNG Kapdto-
néBelag, Twv eviokptvomadelwy, TG 00TeoNOpwWonG kKot A WY TpoPANHaTY, KaBws Kat n
Yuxoloyik} VTOOTHPIEN TwWV AcBEVOVY KAl TWV OIKOYEVELWDY TOVG, ATOTEAOVY amapaitnTeg
OVUTANPWUATIKEG EVEPYELEG YLAL TNV OAOKANPWHEVT] AVTIHETWTION TWV TAOXOVTWY e Ba-
Aaooaupio (Kattamis C. 1992).
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TO ANOZOITIOIHTIKO XYXTHMA XTH OAAAXIAIMIA

2t Balaooatpiia, ot SLATAPaXEG TOL AVOCOTIONTIKOD APOPOVY TOGO OTN XVHIKT 000 Kat
OTNV KUTTAPIKT avootakr) anavtnot). TIoAEG ueléteg éxovv amokalbyel €va evpl @ACHA TTO-
OOTIKWV Kat Aettovpyikav PAaav ov agopovv ota T kot B Aeppokvttapa, Tnv mapaywyn
AVOCOTPALPLVAY, Tot OVOETEPOPIAA Ko pokpopdrya, T xnpetotadia, kaBwg kat To cvoTNHA
Tov ovpmAnpwpatog (Farmakis D., A. Giakoumis et al 2003; Vento S., E Cainelli et al 2006).

O petaBorég ota T-Aepgokvtrapa nepapPavovy avénon tov aptBpod twv Pondnti-
kv T-Aeppokvttapwy (CD4), pe amotéleopa tn peiwon tov Aoyov CD4/CD8, kabwg ko
eAatTopatikr SpactnpldTnTa Twv Quotkwv kuttapoktovwy (NK). Ta B-Aepgokvttapa, xa-
paxtnpifovtat and avinpévo apBud ko SpaotnpLoTTa, Kat EAattwpatiky Stagopomoinon.
ITaBoloyikn Tapaywyr avocoo@apvav, pe avgnuéva enineda IgG, IgM, kat IgA éxet eniong
neptypagei (Dwyer J., C. Wood et al 1987), av kou Tt vprjpata ivat avTipatikd, kabwg éxovv
npoodioptoBei puotoloyikd emineda petald maoxovVTwy Ka paptdpwy idtag nAwiag (Valas-
si-Adam H., E. Nassika et al 1976). Exet Stamotw0ei pelovekTikOTTa Twv 0vdeTepo@ilwy Kot
HAKPOPAYWY e AmOTENEDHA TNV avemapKl) Xnpetotagia kat gayokvttdpwon (Skoutelis A.T.,
E. Lianou et al 1984), kaBwg kat peiwpévi AETovpyIKOTNTA TOL GLOTHUATOG TOV GUHTANP®-
patog, pe xapunAd emineda tov C3 kou C4 (Sinniah D. and M. Yaday 1981).

Ot avoooAoyikég avemapkeleg amodidovtat Tooo oTnyv idla 1 vooo, 600 kat oTig Bepa-
TEVTIKEG TIAPEUPATELG OTIWG TIG HETAYYIOELS, TNV LTIEPOIONPWOT) KAl Tr) OTANVEKTOU).

H Bahacoario, auth kaBavtr), pe T Xpovia avatpia Kot TNy oTikr vrogia amotelel
fa apeor) kat ovvexr Siéyepor Tov avooomnoinTikoy ovoTthpatos. H pn woppomnn ohvOeon
TV TOATENTISIKWY aAVOISWV Kot 1) KATAKPHUVLOT TG Tepiooetag ota mpodpopa epubpd,
gxouv wg emakoAovbo Aertovpytkég PAaPeg TG HepPpavng, Kat GuvexT} evepyomoinom Twv
HOVOKVTTAPWV/HAKPOPAYWV Yiat TH QayoKLTTApwoT) Twv aboloyikwv epuBpav. AmoTé-
Aeopa TG aENHEVIG PAYOKVTTAPIKIG SPACTNPLOTNTAG Eival HEWHEVT] IKAVOTITTA dpVVaG
évavti taboyovwv pkpoopyaviopwv (Wanachiwanawin W, U. Siripanyaphinyo et al 1993).

Ot svotnpartikég petayyioelg Oewpodvtal onuavtikog maboyeveTikog mapdywy avo-

coloykwv Statapaywv (Vamvakas EC. and MA. Blajchman 2007). H ovvexng aAoyevig
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Siéyepon Héow TWV HOVOKUTTAPWY, SuVATOV va amoppuBilet TV avocoloyikr| LlooppoTtia.
O emavethnupéveg petayyioelg £Xovv CVOXETIOTEL [e avTodvoon atpdAvor (Spanos T., M.
Karageorga et al 1990), kau Statapayég Twv T- kat B-Aeppoxvttdpwy (Lombardi G., R. Ma-
tera et al 1994). Zvyxpdvwg veioTatal kivéuvog HETAS00NG LWV [IE AVOTOKATACTANTIKEG LOL-
otnteg, onwg ot CMV, EBV, HCV kau HIV (Grady RW., AN. Akbar et al 1987).

H vnepodripwon anotelel onpavtikd emPopuvtikd mapdyovta avocoavendpkelag. O
0idnpog StabéTel avoooppuBIOTIKEG LOIOTNTEG, IOV OE TEPITTWOELG VTEPOIdT)pwong Suva-
TOV VA AVATPATIEL T AVOOONOYIKT] LoOppoTTia Ko va evvonBei i avamtuén Aopoyovwy op-
yaviouwv (Walker FM. and SM. Walker 2000). To yeyovog ott petd tnv evratikr Oepamneia
anootdnpwong €xovv meploploTel ot Aolwéels, anotelel woxvpr| anoddedn g PAamtikng
enidpaong tov odrpov. QoTo00, emonuaivetan 0Tt 1 Oeparneia anootdrpwong pe Aeogat-
pro&apivn (DFO) mpodiabétel oe hoipwén and Yersinia Enterocolitica. Ta eidn g Yersinia
Sabétovv e1dikodg vtodoxeis peplofaptivig (o1dNPoPOPa), TOL CUUTAOKOL TIOV TIPOKVTITEL
ano t déopevon Tov eAevBépov odrpov pe to DFO, €101 woTe €xovy TNV IKAVOTNTA Vat
eEao@alilovv Ti¢ ToodTNTEG O18TPOL TIOV XPetdfovTat yla TOV TOAAATAAGLAGHO TOVG.

H omAnvektopn, ektog and v mpodidbeon oe PAeYHOVEG amd eykeKLOTWHEVA PAKTN-
pidla, £XEL CLOXETIOTEL Pe TTOOOTIKEG SLATAPAXEG TWV AEUPOKVTTAPWY, XWPIG OHWG AelTovp-
yikn avemdpketa (Mandalenaki-Lambrou K., E. Vrachnou et al 1987), kaBwg kaut pe petowpé-
v avoooloytkn} kaBapon (Quintiliani L., A. Mastromonaco et al 1983).

XapunAd enineda yevdapyvpov emiong xovv CLOXETIOTEL pe dlaTapaxéG TwWV VITOTAN-
Buopwv Twv AepPoKLTTAPWY, kot avemdpkela TnG OupovAivig, oppovng Tov Bopov adéva
(Cunningham-Rundles S., RS. Bockman et al 1990).

TTapd o eVPOG TWV AVOCOAOYIKWV SlaTapaxwy, oL avapépdniay, aivetat mwg ot kKAL-
VIKEG ETUMTWOELG SEV eival onUavTiKéG 1) eival evkoAa Staxetpionpes. [apaderypa n amote-
AEOHATIKT KAl (LAKPOXPOVIOL AVTICWHATIKY ATEVTNOT) pe eUBOAAoHO EVavTt TOL AOPIAOL
NG Aovéviag maoxovtwy pe B-Oalacoaiplio, petd T SLamioTwon TNG HEWWHEVNE PUOLKNG

TOVG AVOOIaG, CUYKPLTIKA pe VYLelG papTupeg (Spoulou V., D. Tsoumas et al 2006).
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EITIBIOXH KAI AITIEX GANATOY
ITAXXONTON ME GAAAXIAIMIA

21 dexaetia Tov 1950, 6tav dev virpye kapia e1dikr Oeparneia, ) emPiwon Twv TacYO-
viwv dev Eemepvovoe v nhikia Twv déka etwv. Metd to 1960, ov apyioav va epappolo-
vtat ot petayyioels, n empinon €pbaoe ta 25 xpdvia, evad HeTd To 1970 pe TV epapuoyr
kat NG Oepaneiag amoodrpwong (DFO), onuewwvetal n mpatn avatpornr, and pio aviotn
HEXPL TOTE VOOO TNG TAUdIKAG NALKiag og Xpovio voonpa Twv evnAikwy, kabwg 1o 95% twv
naoxovtwy Eemepvaet Ty nAwkio twv 25 etwv (Modell B. and V. Berdoukas 1984).

‘Extote, n tpoodog ot Pertiwon tng emPiwong kat Ty motdtnta {wiig Twv macxovIwy
vmp&e paydaia. Ot 7o onpavTikoi TapayovTeg mov cuvetéeoay, nrav n Snpovpyia edt-
KOV povadwv voonheiag (Kartaung X., B. Aadrg kat ovv. 1976; Forni GL., M. Puntoni et
al 2009; Kattamis C., C Sofocleous et al 2013), ) BeAtiwon tng ac@dlelog Twv peTayyioewy
ano HeTaddOUEVa VOOTHATA KOt TA VEOTEPA ATIO TO OTOHA PAPHOKA ATOGIONPWONG, TTOV
BeAtiwoav T ovppopewon otn Bepamneia (Ladis V., G. Chouliaras et al 2010). Qg oAb on-
HAVTIKOG TtapdryovTag poodov, emonpaivetal 1) Xpron véwv texvikwv (MRI) ya v exti-
{NOT| TOL POPTIOL TOL OL8TPOL O€ SLaPOPeTIKA Opyava AANd Kot yia TV TapakoAovBnon
TNG AMOTEAEOUATIKOTNTAG KAl TNV TIPOoosappoyn Tov Oepamevtikod oxnuatog (Thomas AS.,
M. Garbowski et al 2010; Chouliaras G., V. Berdoukas et al 2011).

MeAétn g emPiwong maoxovTwy and Vo pueydheg ovades ot xwpa pag, empPePatm-
VEL TN OLVEXWG PeATIOVpEVT amoTEAEoHATIKOTNTA TG oVYXpOVNG Oepameiag. Ze 1.044 md-
OXOVTEG TNG HeAETNG, amd ahvolo Tepimov 2500 petayytotoe§aptipevwy Balacoapkwy
0Ang g EAAadac, ) ovvolkr mbavotnta emPiwong ya v nAwia Twv 50 £T@v volo-
yiletat 610 65% (Emoéva 32). Tia TNV opdda Twv TAcXOVIWV TOL YEVVIONKav mpty and to
1970, oe ovykpion pe avTovg mov yevvhOnkav to 1970-1980, kat avtovg mov yevviOnkay
10 1980-1990, 0 MpoaddKipo emPiwong ya TNy nAtkia Twv 30 etwv PeAtidvetat and 69%
070 80% kat aTo 85%, avrtiototya. Tia Tig vedTepeg yeviég Bprokopacte 0to 100% (Ekéva 33).
Ta anoteléopata avtd eivat ouyKpIoLa e ekeiva peydAwy evpwmnaikdv kéEvipwy (Modell
B., M. Khan et al 2000; Borgna-Pignatti C., S. Rugolotto et al 2004; Telfer P, PG. Coen et
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Exova 32. Ilpocdoxipo emPiwons perayyioroebaprapevwy Oadaooarpuxav péxpt Ty nlixio
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Eixéva 33. IIpocdoxuo emPiwons perayyioioeéaprapevwy Oalacoaypxay avi
dexaceTia yevvijoewy.
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Eixova 34. IIpocdoxiuo emPiwons puerayyroioeéaprapevwy Oadacoarpixay
avidoya pe Tov Pabud apootdrpwors.
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al 2006). TTepautépw avélvon tTwv Sedopévwy, Kataypdgel T Slapopd Tov TPOoadOKIHov
emPiwong avahoya e Tov Babud amoodripwong. fia Ty nAwia Twv 45 eTwy, n mbavotn-
Ta emPiwong TwV TACXOVIWY Pe OXETIKA XapnAo @optio owdrpov (Depprtivny <2.000 pg/L)
eivat 90,3%, evw o TAOXOVTEG pe YNAGTEpa PopTial (Pepprrtivn 2.000-4.000 pg/L kar Dep-
ptrivn >4.000 pg/L), ot mBavotnTeg peidvovTat ato 67% kat 45% (Exéva 34).

[apd ) Pertiwon Tov Tpooddxipov Tng empPiwong, o kivduvog mpdwpov Bavdtov oe oxé-
on e Tov yeviko mAnBuopd mapapévet vynAdg. O oxetikog kivduvog Bavdtov, and omotadn-
ToTe autia, Twv Taoxovtwy pe Oakacoatpio nAuiag 20-40 eTwv oe OXEOT e AUTOV TOV YeVI-
KoL MANBvaopoY, idtag nAikiag, and 28,9 meplocdTepeg Popeg Katd Tr Sekaetio 1990-1999 pet-
@Onke oe 13,5 popég otn dekaetia 2000-2009. AvtioTora, 0 oXeTKOG kivduvog Bavdtov and
Kapdiakr) avendpketa anod 322,9 peiwOnke oe 106,6 popéc. (Ladis V., G. Chouliaras et al 2011).

Me 1 Pektiwon Twv ouVONKWY AVTILETWTIONG TWV TTACXOVTWY KAl TNV EMUAKLYOT) TOV
npoodokipov emiPiwong, mapatnprOnke TPOTOMoINoT TNG CLXVOTITAG OPLOHEVWY auTiwy Ba-
VATOU, TNV eUPavion véwv TpoPAnudtwy, kabwg kot oTnv nAikio eméhevong Tov Bavarov.
H Siépteon nhikia twv maoxdvtwy mov anefiwoav petd anod to 2005 avfnbnke onpavtika oe
OX€0T pe auTWV Tty amd To 2005 (46,96+15,22 / 36,12+11,82 £, p<0.01) (Voskaridou E., V.
Ladis et al 2012). Ta anoteléopata tng IaveAiviag kataypagng Twv atiwy Bavatwy ma-
oxovtwv pe Badaooapia (Meilwv kat Eviidpeon) ya Svo xpovikég meptodovg, 2000-2010 kat
2010-2015 @aivovtat otov mivaxa 11 (Voskaridou E., A. Kattamis et al 2018).

Ilivaxag 11. Arrieg Oavatov nacyovrwy pe Oadaocoaipioc oty EAAdéda.
AITIEZ OANATON 2000-2010 2010-2015

Kapduakn avendpkela 50,99 28,14
Kapkivog nnatog 12,58 16,77
Ynaia 6.62 7.19
KakonBela 5.30 6.00
Hnatkn avendpkela 5,96 6.99
OpopBoepPoAkd enetaddlo 4,64 2,99
Awdpopa (Atixnpa, HIV) 596 8,38
Adleukpiviota 0 10,18
[Nveupovikn uBoAn 3.31 4,79
Ne@pikn avendpkela 0.66 4,79

[NoAuopyavikn avendpkela 0.66 1,20
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Znuavtkn Stagopomoinon eivat 1 peiwon g ovyvoTnTag Twv Bavatwy and kapdiaxd
aitia (50,99/28,14), n avgnon tov nratkod kapkivov (12,58/16,77), kaw 1) UPAVIOT) TEPL-

ntwoewv Bavitwy pe veppikr) avendpketa (0,66/4,79) petafd twv Vo meptddwv.
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B. APEITANOKYTTAPIKH NOXOX

IXTOPIKH ANAAPOMH

MeTtd v meptypagr) and tov Inmokpdrtn® (460-377 n.X.) “ ANy vodoog omAnvos. ... ke 660-
vou 6eiou. .. kod & TOV Quov, ke U0 THY dpomAdany...”, o JB. Herrick to 1910, kapSloA6yog
070 2iKdryo, Snpooievoe TV Tepimtwor evag gottntr amod v KapaiPukr pe ovpmtwpatoloyia
opoluyng Apenavokuttapikrg vooov (Herrick BJ. 1910). H meprypagn} mepiehdpfave avarpia,
TepLodiid dAyn kau iktepo, AAAG Ko Ta XapakTnpIoTIKG ek kou dpemavoetdr) epuBpd cupto-
o@aipla 0To TEPLPePLKO aipta. QoTO00, TTOAD Vwpitepa, To 1670, avapépeTat yia TIPWTH Gopa N
OVUTTWHATOAOYIAL TNG VOOOL o€ pua otkoyeveta oo T Ikdva (Konotey-Ahulu FID. 1973). To
1874, o N. Agpikavog oTpatiwTikog 1atpog JA. Horton, Teptypdgel pia TUTIKI SpemavokuTTa-
pur kpion (Horton JA. 1874), eviw SIAQOPeg AQPIKAVIKESG PUAEG AVAPEPOVTAV 0TI CUUTTWHA-
TOAOYiaL TNG VOOOL (e XAPAKTNPLOTIKY IOWWHATIKY) ovopaoia, omwg chwechwechwe, ahututuo,
nuidudui (Onwubalili JK. 1983). O cuoxeTiopog e £vOetag 0§uydvou e Ty eHpavion Tov @at-
vopévov g dpemdvwong avayvwpiotnke and tovg Hahn EV. ko Gillespie EB. To 1927 (Hahn
EV. and EB. Gillespie 1927), evw ot Scriver JR. kaw Waugh TR. 1o 1930, anédei€av in vivo ) Spa-
patkn) avgnor Tov T06ooToL TwV SPETAVOKLTTAPWY, artd 15% oe Tévw and 95%, pe T vrogia
70V TPOKANONKe peTd and otdon g kukhogopiag ot éva dékTulo etepoluywrtr (Scriver JB.
and TR. Waugh 1930). Ot Pauling L., Itano HA. et al to 1949, anédeiav 6tin Statapayrn) twv epu-
Bpwv aipooPatpicwv 0T SPEMAVOKLTTAPIKT] VOOO OPENOTAV OF avwHaNia TNG UUHOoPALPIVNG,
v HbS, n omnoia eixe Stapopetiir) nNAeKTPOPOPNTIKA KIVTIKOTNTA artd Tr) guotoloywkr) HbA
(Pauling L., HA. Itano et al 1949). Tov kAnpovopko xapaktipa G petéAAagng tov yovidiov
g B*-ahvaidag epiéypanye o Neel JV. 1o 1949 (Neel JV. 1949). To 1956 amotelei onpieio Topng
ot peétn tng ovvBeong g maboAoykng HbS, pe v avayvwpion and tov Ingram VM. tng
poplakng avwpaiag, SnAadr TV vIokaTdoTaon Tov yAovtauvikod 0&éog (Glu) and Bakivn
(Val) otn 6éom 6 g B-ahvoidag (Ingram VM. 1956).

6. O Immokpdrng é(noe kat aoknoe v latpikr| yla ToAAd xpovia otn Adpioa, Tieptoxr} evOnKr| g vocov, omov
kot éBave To 377 X,
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OPIZMOZ- TENETIKH

H dpenavokvttapikn vooog (SCD, sickle cell disease) amotelei €va ovvolo kAnpovopl-
KOV AHATOAOYIKDOV GUVSPOUWY, TWV OTI0IWY KOVO XAPAKTNPLOTIKO gival 1) tapovaia oTa
epuBpd arpoo@aipta dAlote dAAng moootnTag maboloyikng apoogaipivig S (HbS, o B°).
H rkAwvikr| eiova xapaktnpileton and enwduves ayyeloano@pakTikes KpIoels, xpovia avat-
pia n omnoia pmopei va emdervwBdei and tn ouviTapén AMAAoTIKOV 1] AHOAVTIKWY KPITEWY,
gumdBeta oTIg AowEelg kat amd xpovia PAAPN Twv opyavwy kupiwg veppol, OAIVAG, 00Td.

To yovidio HBB&""!, tov otnv opoluyo katdotacn mpokalel T ApemavoKuTTapIK
avaupia (B5/B°) eivar amotéreopa pag onpetakng HeTaAagng oto kwdikdvio 6 (17° voukAe-
0Ti610) Tov PuotoAoyikov yovidiov Tng B-alvaidag (HBB), mov avtikabiotd pa adevivn pe
e Oopivy (A->T). EnakodovBo avtrig g petaAladng eivou n) petatpomr) Tov kwdtkoviov
GAG o¢ GTG, mov telikd petagpdletat oe Paliviy avti Tov ylovtapivikov o&€og atn Béon
6 G B-alvoidag. H avtikatdotaon avtr evfovetat yia Tig Xapaktnplotikég IOIOTNTEG NG
HbS (Marotta CA., JT. Wilson et al 1977).

Enuetaxn petaAladn tov yovidiov tng B-alveidag (B°)

[11p15.5: HBB, cod 6(A » T) —» GAG —» GTG —» HBB#:¢* __» HbS (o pe)]

Onwg mpokvmtel and v avdlvon e evdovovkledoeg meplopiopot (RFLP) katd pn-
KOG TOV GUUMAEYHATOG TwV P yoviSiwv, N avwTépw peTAANAEN TPOéKLYE O TEPLOXES TNG
Kevtpikng Agpikng kat og dlagopetikovg amhotumovg. [Ipokettal yia mévte mapalhayég,
YvwoTég wg amhotumot Tov Kapepovy, Tng ZeveydAng, Tov Mmeviv, Tov Mmavtov kat tng
Apafinig xepoovrioov, anmhdtumog mov evtomiletan kat otnyv Ivdia (Pagnier J., JG. Mears et
al 1984; Nagel RL. 1994). @aivetau 0Tt ot £0TieG TNG VOoOL 0Tn B. Agpukn), Tn Zikelia, Tnv
EMaSa kat ) N. Tovpkia €xovv kotvr) mpoélevon, kabBwg n petdAhaln epgaviteton otov
amAOTUTIO TOL Mmeviv o€ dvw Tov 90% TWV XPWHOCWUATWY TWV TACXOVTWY TWV TIEPLOXWY
avtwv (Boussiou M., D. Loukopoulos et al 1991).

EINTAHMIOAOITA

H enintwon g SCD eivat vynAoTepn 0TIG TPOTIKEG TTEPLOXEG LUE TIOLKIAOVOA CLYXVOTNTA
otnv vrooaxapla A@pikn, T Ivdia kat 1 Méon Avatolr), v Kapaifkn kot tn NoTia ko

Kevtpikr) Apepikry. Ot petaxivioelg peydAwv oykwv mAnbuopod and meploxég pe vynio
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ETUTONAOUO O AANEG e XaunAG, £XxOLV aVEroeL SPapaTIKG TNV ELPAVIOT TNG VOOOL Kot O€
TIOANEG EVPWTIATKEG XWPEG, L€ CLVETEL OE KATIOLEG AT AVTEG, 1) ouXVOTNTA TG SCD vat éxet
Eemepaoet AAeg ouvnOiopéveg yevetikég mabnoels, Omwg n aupoppoPilia Kat 1 LVOKVOTIKT
v6006. O emmolaopds Twv etepoluywtwvy g vooov oty Kevipikny Agppikr| kupaiveta
petav 10 kat 40%, evw 1) cuxvotnta ot Bopeta kau tn NoTiae A@pikr| kupaivetat og 1-2%
(Ohene-Frempong K. and E Nkrumah 1994). Zti¢ HIIA, n péon ovxvotnta tov mabolo-
Y00 yovidiov petafd Twv AUepKavdy aQpIKavIKnG Kataywyng vtoloyiletou oe 9% (Ser-
jeant GR. and BE. Serjeant 2001). Eotieg pe vynkr oxetikd ovxvotnta gopéwv (5-20%)
gxovv Bpebei otn N. Itaia, v Tovpkia, Tnv AXyepia, To Ipdv k.4 (Serjeant GR. 1992).Exet
vmoloyloTel 0Tt To 2010 eixav yevvnOei mepimov 306.000 véeg mepintoelg pe SCD mayko-
opiwg (Piel FB., SI. Gupta et al 2013).

v EAAGSa, 1 péon ovxvotnta gopéwv tng vooou eivat mepimov 1-1,5% (e etepoyevny
KATOVOT). X& EAOVOOOTIANKTEG TIEPLOXEG OL OVXVOTNTEG KupaivovTal amd 6-23%. ITeployég
e vynAn ovyvotnra eivan n Xalkidikr (23%) ko o Opxopevog (20%), evaw xapnAdtepn
ovxvotnta (<10%) vrapyet otnv Kapditoa, Tnv Apta, Tnv HAela, T Meoonvia, tn Bopeia
EbvPota, T Afpvo kat T Mutihvn (Kattamis C. 1980; Loukopoulos D. 1996) (Exéva 12).
Zhpgwva pe IMaveAvia kataypagr Twv apoopapvomadeidv to 2015, Ppiokovtan 0T
{wn} 1032 mdoxovteg pe SCD, amd Tovg onoiovg ot 855 eivat Sumhoi etepoluywrteg HbS/B-
thal kou 177 opoQuywteg HbS/S (Voskaridou E., A. Kattamis et al 2018)

H vynAn ovxvotnta twv gopéwv tov B* yovidiov oe meploxég dmov evdnuobvoe n ehovo-
ola, odynoe otnv vrdbeon ot n mapovoia g HbS dpa mpootatevtikd otovg popeig Tng
vOOOU (Edva 35).

Exet amodetyOei 011 ot eTepoluywreg (A/S) mapovotdlovy oxeTikd pukpdTepn Ovirotnta

and v kakondn elovoaoia évavtt Twv guatoloykwv (A/A), wg mpog v HbA atopwv.

AKT petdddaéy Evlnpuxr edovooia

Eixova 35. Ileproyés ovvimapéng Spemavoxvrrapikhis uetéalns kot emdnuixis eEAovooiag.
Eaton JW, et al, eds. Sickle cell disease basic principles and clinical practice. N.Y: Raven Press Ltd. 1994.
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Q¢ mBavdTepoL unXavIopol TNG TPOCTATEVTIKNG AUTHG Spdong avagépovtal 1) emBpdduv-
o1 ToL TOAAATAACLAGHOV TOL £VE0ePLOPOKVTTAPIKOV TIapasitov ot TepPAAAoV xaunAwy
Téoewv o§uydvov ata epuBpokiTTapa Twv gopéwv P, n e§ovdetépwar| Tov HEow TG av-
ENUEVIG KATAOTPOPTIG TWV SPEMAVOKVTTAPWY OTOV OTIAN VA, KaBWG Kat avocoloyikég Sta-

gopomotroels Twv gopéwv (Williams TN. 2006).

KAINIKEX MOP®EX APEITANOKYTTAPIKHX NOXOY

Ext66 and tnv etepoluyo (A/S) kau tnv opoluyo katdotaon (S/S), ) SCD nepthapPave
HEYAAN TToIKIA i SIMAWV ETEPOLUYWTIKWY KATAOTACEWY, OTIWG CUVSVAGHOVG AUUOTPALPL-
vomdBetag S pe apoopaiptvonadeta C, D, E 1} O Arab. (S/C, S/D, S/E, S/O) kat katé kb-
pto Adyo tov ovvdvaopo pe B°, B, Sp-Oalacooupia (S/B° S/B*, S/6B, S/Lepore). EmmAéov,
propei va cuvdvaletat pe a-Balacoapia (SS/a-MA) 1 kat pe KANPOVORKT TApapovi Tng
euppuikng awpooatpivng (S/HPFH).

H ovyvotnra kat Bapvtnta twv kKAMvikwv ekdnAwoewv motkiAAet petad twv Stapopwv
yovotumwv aAAd kou petagd atopwv tov 18iov yovotumov. Bapitepn eivat 1) eova otouvg
aoBeveig pe HbSS kau avtovg pe HbS/B° mapd oe avtoig pe HbS/B* 1 pe HbS/Sp.

v EX\aSa, oL ovxvoTepes KAVIKEG LOPPEG TG SPEMAVOKVTTAPIKIG VOTOU eiva:

1. Etepoluyn arpoo@aprvonadeia S (HbAS)

Ta emineda g HbA eivau mepimov 60% wau g HbS uéxpt 40%, evw n HbA, xau j HbF
Sev emnpedlovtat. Kdtw and guotoloyikég ovvOrkes ofuyovwong, ta emineda avtd tng
HbBS eivar xapnhd yla va mpokaléoovv kAvikég ekONADOELS 1) EMTAOKEG, L' AUTO TUTIKA I}
eTepOluyn kataotaon Sev ovpmephapBavetar ota ovvdpopa g SCD. Qotdoo, poPAn-
paTa UTtopel va TpoKvoLV o€:

a) Kataotdoeig ehattwpévng tdong ofuyovov i oféwong, 6mov Suvatdv va eugavt-
OTOUV VEPPOAOYIKEG Statapaxés, OTws aduvapia CLUTUKVWONG TWV OVPWV Kat avén-
HEVOG KiVEUVOG EUPAVIOTG AULATOVPLaG.

B) Kataotdoelg vogiag, Omwg oe ouyyeveig KuavwTikég kapdiomddeteg 1) katd tn Sidp-
Kela avaloOnoiag 1) e peydAo VYOUETPO, OTIOL £X0VV TIEPLYPAPEL CTIANVIKA EUPPAKTA
KAOWG Kal oy YELO-AMOPPAKTIKEG KPIOELG.

y) Metd and £€viovn CoHATIKN KATATOVNOT, WOLUTEPO O ATOUA APPLKAVIKNG TIPOEAEV-
ong, £xovv meptypa@ei TOAAEG TIEPIMTWOELG HVIKNG toxaupiag kat papdopvoivong, 1

akopa kat apvidiot Oavartot (Tripette J., MD. Hardy-Dessources et al 2013).
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Oretepoluywreg apoopaupivorndderag S xapaktnpifovtat amod evepyomomuévo cOOTH-
po mr&ews, pe peyalvtepn ovxvotnta OpopPoepPolikwy enelcodiwy amd dropa pe G-
OLOAOYIKT) UHOTQALPivT). TEVIKWG, WG TTPOANTITIKA HETPAL GCLOTHVOVTAL I )Tl AOKNON 1)
1 SlakoTn TNG o€ MEPIMTWON KOMWONG 1} EUPAvIong kpapmag. Idaitepng onpaociag eivat
1 anouyn aguddtwong. Ofeieg kataotdoelg avtipeTwmilovtat pe evoopAEPa evuda-
Twor kat xoprjynon ofuydvov. H voonpotita mov avagépbnke apopd oe akpaieg ka-
TAOTAOELG Kat eV TIPETIEL VAL VTIEPEKTIHATAL OTAV apOopd 0TIG ouvrielg SpacTnpLoTnTeg
(Embury S.H. 1996).
2.  Opotvyn apoogatpivortddera S (HbSS)

H opoluyn xatdotaorn (ApemavoKLTTAPIKY avaupior) Tapovotalel LeYAaAn KAVIKT Kat
QUUATONOYIKT £TEPOYEVELQ HETAED a0BeV@V (1ag TTEPLOXNG, AANA Kat peTagd Slapopwy mept-
oxwv (Christakis J., N. Vavatsi et al 1990). X& vyelOVOLKA TPONYHEVEG XWPEG, 1) TUTIKT KAL-
VIKT] £KOVA TWV TTACXOVTWY ELVAL AUTH| HE HETPLA TIPOG GOBAPT AVOULIQL, [E OXETIKA AVEKTT|
notdTNTa (WG, Tov oV VA eTSEVWVETAL ATTO EWOVVEG KPIOELG.

Otam\oTumoL TG XeveydAng Kat TnG apaPIKiG XepOOVIGOL TTPOKAAOVY NOTEPES KALVL-
K€G ekONAwoelg art’ O,Tt oL hotmoi agpikavikoi amhotumot. [eveTikoi mapdyovTeg ov Tpomo-
TIOLOVV TN PAUVOTVTIKT) EKQPAOT] TNG VOOOL ival 1 tapovoia vynAwv emmédwv HbF kat n
a-0adaooaupio. YynAd enineSa HHF eAatt@vouy Ty auptdAvor), Ehatt@wvouy T ovuxvotnta
TWV AYYELOATIOPPAKTIKWY KPIGEWY, EVW OUVTNPOVV TN HeyaAoomAnvia. OeTikég 1) apvn-
TIKEG ETUTTTWOELG €XeL Kat 1) cuvuTiapEn a-Balacoatpiag [-a/aa (af), N -a/-a ko --/aat (a%)]
pe HbS. Agevog pev ehattwvel to MCHC, ov odnyei o€ avaoToAr Tov TOAVEPIOUOD TNG
HDS, pe amotéleopa peiwon tov Pabpod apolvong, Pektivwon tng avatpiog kot EAGTTWON
TNG OLUXVOTNTAG TWV EYKEPANKWY eTeloodiwy, apeTépov Je, avfavel Tn cuXVOTNTA 00TE-
ovékpworng kat enwduvev kpicewv (Platt OS., BD. Thorington et al 1991; Higgs DR., BE.
Aldridge et al 1982).

3. AurAi etepoluyn katdoraon HbS/B-thal

H nipwtn meptypagri Tov cuvpopov tng SuThr|g eTepOiuyng KATAOTAONG £YLVE AO TOVG
Itaholg epevvntég Silvestroni E. kot Bianco 1. to 1944-45 pe tnv ovopacia «Mikpodperma-
vokvttapwkn avatpio» (Silvestroni E. and I. Bianco 1944; Silvestroni E. and I. Bianco 1945).
H nepintwon agopovoe o€ évav acbevr| e ouvhTapEn epyacTNPLAKWY Kat KAVIKWY EVPN-
patwv dpemavokvttapiknig vooov kat B-Balacoaupiog. Xapaktnplotikr eivat i) mapovoia

SPEMAVOKVTTAPWY Kal VIOXPWHNG HKPOKVTTAPIKAG avaupiag, aAld Kat ot HopPOAOYIKEG



[TAGOTENEIA-AIATNQXH-®EPAIIEIA 101

avwpalieg Twv gpuBPOKVTTAPWY TOV TOTIOV TNG OTOXO-, TNG AVIOO- KAL TNG TTOKIAOKLTTA-
pwong (Emdva 36), 0€ OXEOT e T Lop@oloyia Twv epuBpwvy oty opdluyn dpemavokutTa-
ptiny avoupia (Eméve 37). H KAVIKT €lkOVaL TOV TACXOVTA ELPAVI(E CUVEVACHO XAPAKTHPWY
Twv SO0 alpoo@atpvonabeldy, OTwg xpoOvia AOAVTIKY avalplio kot HETPLO (KTEPO, NIaTO-
omAnvopeyalia, VTOTPOTHALOVTA TTVPETIKG eMelTOdI, XpOvia ENkn Twv TOSWY, enwduveg
00TIKEG Kpioelg kot e§Apaelg 0&€0g Kothtakov dlyoug. Zrjuepa yvwpilovpe 0Tt ot ovvBeteg
QUTEG KATAOTATELG EUPAVICOUV SLAPOPOVG KALVIKOUG KO AUHATOAOYIKODG PAVOTUTIOVG AV~
Aoya pe ) Bapdnta Tov Balacoapkov yovidiov.. H khvikn eiova Stagéper petald twv
dbo yovotumwy, S/B° omov n mapaywyn P alvoidwv éxet avaotalel TARpwg (.X. peTdAAa-
&n B°-39) kau S/B* dmov mapdyetau £va pikpo moad B atvoiSwy (m.y. petdAhafn IVS2-745,
IVS1-110, n peyakvtepo B+, IVS1-6). H ovvBeon evog mocootov guatoloyikng HbA éxet
G anmotéeopa v avaloyn Pektiwon g KAWIKNG eikovag petald Twv §0o yovoTomwy,
oA kau e ekeivn TG opoluyov Spemavokvttapikng avatpiag (S/S) (Choremis C. and L.
Zannos 1957; Voskaridou E., P. Kolia et al 1990).
4.  Awhoi erepoluywrtes HbS/3f-thal

Ta vynAd enineda g HBF mov Statnpodvtar, e§ao@alilovy pa kAWK eova fag
QUHOAVTIKNG avatpiag pe HETpLa omAnvopeyalia, ouvhBwg Xwpig Kpioelg dpemavokLTTapL-
kng avaupiog. H aipoopaupivn kopaivetat mept ta 10 g/dL pe ehagpig ehattwuévy MCH
kat MCV, kat fjiieg poppoloytkég alhotwoelg twv epudpwv (Russo C. and F. Mollica 1962;
Stamatoyannopoulos G., C. Sofroniadou et al 1967).
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Eicova 36. Mopgoloyia epvOpav arpocpaipiov Eicéva 37. Mo . , ;
g g . Mopgoldoyia epvOpav aipoopaipiawv
oty I-{bS/ B-thal: (a) p EMAVOKDTTOPA, oty HbSS (Awuaroloyixo Epyactiipio Noa.
(B) voxpwpa pixpoxvTTapik epvlpd, Meidwv “H Ayie: Spia”).
(y) otoyoxvtrapa (Auatoloyké Epyaotiipio
Noo. Iaidwv “H Ayia Zgia”).
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5. Auwmhoi etepoluywteg HbS/Hb Lepore (5f)+
H xhwvikr| etcdva ov €xel apXika meptypagei o€ 2 TAoXovTeG EAANVIKNG KATAYWYNS

TotkiAAEL, armd Tumk etkova Suthov etepoluywtn HbS/B-thal e emineda Hb 8,6 g/dL, HbS
79,3%, HbF 9.6%, Hb Lepore 10,2% ko HBA, 0,9%, uéxpt moAv fimia Katdotaon pie umoor)-
pouvopevn omnvopeyahio ko enineda Hb 12,5 g/dL, HbS 62,7%, HbF 25,0%, Hb Lepore
10,5% kot HBA, 1,8% (Stamatoyannopoulos G. and P. Fessas 1963).
6. Authoi erepoluywrteg HbSC, HbSD, HbSE

Epgavifouv rmia kAwikn koOva, Xwpig v amOKAEIOVTAL oy YELO-ATOPPAKTIKES Kot A\
\eg kpioelg. Aev eivat ovyvol oTov EAANVIKO XWpPO.
7. Au)oi etepoluywteg HbS/HbO Arab

Epgavifovv ovpmtwpatoloyia Papvtepn and v HbSC, pe pétpla mpog aoPopr) oupto-
ALTIKT) avatptia. ZTO TEPLPEPIKO QLA TIAPATNPOVVTAL APKETE OPETAVOKVTTAPA.
8. Auwrhoi erepoluywres HbS/HPFH

Epgavifouv fima kAwikn eikdva pe omdvieg ayyeloano@paxtikés kpioeg. H Hb kupai-
vetat o€ puotoloyika emtinmeda, pe HbS 60-70%, HbF 20-30% kat HbA2 <2,5% (Marsh A. and
E. Vichinsky 2016).

ITAOGOPYZIIOAOITA APEITANOKYTTAPIKHX NOXOY

H naBoguotoloyia Tng aupdAvong kot Twv ayyeloamoPpaKTIKOY QAUVOLEVWY, TIOL Xapal-
knpifovv v SCD, eivau pia oVuvOeTn Stadikacio TOV APoPd TN CUUUETOXT] Ko TNV aAAN-
Aemidpaot) TG TPLASAG @) KUTTAPIKWY OTOLKEIWY TOV AifaTog, B) TapaydvTwy Tov TAAOUATOS
Kat y) evdoBnhiov twv ayyeiwv, e anotéleopia Ti Sidpopeg KAvikEG ekSNADOELS TNG VOGOL
(Chiang EY. and PS. Frenette 2005). Av kat 0 pnxaviopdg e Spemdvwong €xet wg apetnpia
evdoyeveig apdyovteg Twv epuBpwv atpoopatpiwv (tolvpeptopog HbS), ot Stadikaoia e&¢-
NG g ayyetaxng and@patng cuppeTEXOLY Kat Ta SIKTLOEPLOBPOKVTTAPA, T CLOETEPOPL-
Ao, TaL HOVOKUTTOPAL, T ApOTETAMa, KaBWG kat evepyomompéva evdodnAtaxd kottapa. H
npoodevTik| PAAPN TNG akepaudTnTag TOL EVE0BNAiov TwWV ayyeiwy, [e T GLHHETOXT PAEY-
povwdwv ototyeiwv kat BpopfoPMkdv TapaydvTwy ToL TAAOUATOG, TTPOAYOLV TNV AYYELO-
néea kat emdervavovv Ty ano@pa&n. To gouvopevo Tng ayyelakng andgpadng evioxveta
Kal amo PeTaBoAEG TOL TOVOL TwV ayyeiwv Adyw avendpkelag Tov povogeldiov Tov alwtov
(NO). Zmnv naboyéveia tng SCD onuavTik eivat n Aok avootakwy unxaviopwyv (Teixei-
ra Cottas de Azevedo J. and K. Cristina Ribeiro Malmegrim 2020).
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2t ovvéyela, avalbovtat ot AAANAETUOPACELS TWV TAPAYOVTWY QUTWYV, Kat 1 Ttadopu-
olohoyia Twv ekdnhwoewv ov kabopilovv Tov aupolvTikd, Aeyprovwdn kat BpopPwtiko

xapaxtipa TG vooov (Schnog JB. and AJ. Duits 2010; Ware R.E. 2011).

IToAvpepiopog HbS

H §penavwon, wg anotéheopa molvpeptopod g amo§uyovopévng HbS (deoxy-HbS,
Kopeopog O, <85%), amotehel TNV kvpla autial eVBPAVOTOTNTAG KAl EAATTWONG TNG EVKAYL-
Viog Twv epuBpokvttapwy. H anmofuydvwon g HbS oupPaivet katd ) Siélevon twv Spe-
TIOVOKVTTAPWY amo Tr pikpokvkAogopia. (g agetnpia Tng dnpovpyiag Twv mMOAVHEPDV
popiwv Bewpeitat n mapovaia g VIPOPOPNGS Palivig avti Tov VEPOPILOV YAovTauvi-
KoV 0&¢og otn Béon 6 Tov auvotekol dkpov Twv B-alvoidwv e HbS (a2+p2). H
AVTIKATAOTAOT T KaBlotd To popto tng HbS mepiocotepo vdpdgoPo otnv emeaveid
Tov, e anoTéleopa Ty alloiwon tng otepeodoprs Tov. Ze mepBarlov évdelag O, ota
gpuBpoxvTTapa mov mepiéxovy HbS (deoxy-HbS) n ovvdeon dvo cupminpwpatikwy vépo-
PoPwv B alvaidwv yla ToV oXNUATIONO TOL TETpapepovs popiov (a,+f°,), evepyomotel tTnv
AVATTTLEN EMUNKWY TTONVHEPWY HOPIWV HE Tr Hop@T} EAkoedwY Seopidwv vy, ot omoieg
TApApopPeWYOLV Ta epuBpd TPOadIdOVTAG TOVG TO XAPAKTNPLOTIKG pemavoeldég oxna
(Schechter A. and C. Noguchi 1994) (Eixéva 38).

v kukAogopia, o ToAvpueptopog g HbS akolovBei pua Suvapukr) Stadikaoia, ov mept-

AapPaver évav davBavovta ypovo (delay time - dt), peta&v g anofuydvwong tng HbS kou tng

HbS (azﬁzs glurval)
‘Okv HbS -0, AedEv HbS
a[is AavBavwv
ap XPOvog
—_—
AtdAvpa TToAvpeptopog ISC;s

Eiova 38. Enaywyn dpemdvwons epvlpod arpoopaipiov.
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EUPAVIONG TWV TTOAVPEPWY, Kat TToL Kabopiletat amd o ypovo Siédevorg (transit time - tt) Twv
Spemavorvttapwy and ta Tpixoeldr}. Ot petafoAég 0to AavBdvovTta xpdvo ToAVHEPIOUOD Kat
g taybnTag Stéhevong and ta Tpiyoetdr) kabopilovv T oupTEPIPOPA TWV SPETAVOKVTTA-
pwV 0TM HkpokvkAo@opia. Av o AavBdvwy ypovos modvpepiopot eivan peyakhTepog amd tov
Xpovo mov xpetaletat To puBpd aupooaipto va emavofuyovwdel otovg mvevpoveg (15 sec),
16Te Oev Oa ipohdPel va moAvpepLoTeL 1) atprooatpivi Tov kat Sev Ba vrdpEet Spemavwor). Av
o dt moAvpepLopo eivau pkpoTepog Twv 15 sec, To epuBpo Ba Spemavwdei oto PAeiod okéAog
NG KUkAOQopiag xwpig Opws va ipokaléaet andgpaln, Aoyw Tov HeyahhTepov EDPOLG TWV
ayyeiwv. Av o dt moAvpepiopov eivat katw amd 1 sec, To epupo Ba dpemavwdei oTo TpLyoeIdég
kat Ba to amogpdet mpookapa 1) povipa (Eaton WA. and J. Hofrichter 1987).

O molvpeptopodg tng HbS, mépav g enidpaong tov oto oxnua tov epubpokvttapov,
UTIOKLVEL piot O€lpd KUTTAPIKWY OVOUAADV TIOU GUHUETEXOLY WG GVUVOAO OTNV

naboguotoloyia tng SCD (IMivakag 12).

Evdoxvttapikn ovykévtpwon tms HbS
Emavethnupévot kvkAot moAvpeptopod kat amomovpeptopon tng HbS (nepimov 6.000

POPEG TNV NUEPA), TPOKAAODY TTAPAUOPPWOT) TNG HEUPPAVIG Kl apLIATWOT) TOV KUTTA-
Ilivaxag 12. HaBoyéveia khvikwv exkdnAwoewy Trg SCD.

Agudatwpéva pn avactpéyipa
Spenavoxvrtapa (ISCs)

'

|

Ayyelaxn Evepyomoinon Awatapaxég Awpdivon
anogpadn ayyetakov embnhiov nnEewg ekw / evdoayyetakr
AnekevBépwon ITpookdAnon Evepyomoinon EAevfepn Hb mhdopatog
PAEYHOVWSWY KUTOKIVDV AEK-S TapayovIwy Evepyornoinon o&eidwtikwv pilwv
Kat popiwv TpookoAnong oto evdobniio mnews BA&pn kuttopikng pepPpavng

Enddvvn kpion <> AyyelomdBela /\A Avenaprela NO

08V Bwpakiko ovVSpopo

Agrtovpytkn) aomAnvia ¢ ¢
Ooteovékpwon
NegpondOeta TIvevpovikh vépTaon MetaBolég ayyelakod TévoL
[pramopdg

Ayyelaxd eyke@alikd enelcodia
Agppatikd €Ak
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pov. H kuttapikn aguddtwor, mov mpokaleitat and Tnv anoppvOion g opotdataong
TV KATOVTWY peTald e§WKUTTAPLOL Kat EVOOKVTTAPLOV XWPOU, £XEL WG ATOTEAETHA TV
av&nomn g evEOKLTTAPIKNG CLYKEVTPWONG ToAvpeptopévng HbS kat ) Snuovpyia mo-
Kkvav epuBpokvttapwyv-S (dense cells). Kbpieg odoi anwAelag kakiov kat v8atog eivat To
ovotnua ovppetapopas K-Cl, kat Tov Stavdov tov Gardos, mov evepyomolovvtat pe tnv
ntwor) Tov evdokvttapiov pH kat Tnv etopor) Ca** 610 KVTTAPOTAACHA AVTIOTOLXAL.

Ooo peyakvtepn n mokvotnta, 1000 Ppaxvtepog o dt molvueptopod mov gvvoei TN
dpemavwon. Ayotepo mukvd epvBpokvTTapa-S ival Ta veapd diktvogpvBpokvTTapa
(AEK). Ta mepioodtepa amd ta SpemavokOTTapa 0TO TEPLPEPIKO aipa Twv acBevav
pe SPEMAVOKVTTAPIKT VOOO €ival CUUTUKVWHEVA, UN avaoTpEyipa dpemavokvTTapa
(irreversibly sickled cells - ISCs), mov mapapévovv mapapop@wuéva Kat oTav akoun
éxouv mApws ofuyovwdei kat amomolvpepiotei. Ta ISCs avtimpoownevovy akpaia
HOP@N TTVKVADV gpLOPOKVTTAPWY-S, eival e€atpeTikd SVOKAUTTA KUTTAPA, [ ENAYLOTN
HbE, moAd vynho MCHC (45-50 g/dl) kat oA0 Bpaxd xpovo {wiig (Bunn HE 1997).

Xpovia arpoivon

H SCD xapaktnpifetat and xpovia e§wayyetakr kat evdoayyetakr apolvon. H péon
Suapketa {wrg Twv maBoloykwv epuBpwv eivar 17 nuépeg (guo. 120 nu.). O Pabuog g
alpdAvong eivan avaloyog pe tov apduod twv ISCs oto mepigpepikd aipa. To peyakvtepo
TOCOO0TO TWV SPEMAVOKLTTAPWY, Ta §Vo Tpita, Kataotpépovtan efwayyetakd (Bensing-
er TA. and PN. Gillette 1974). Ot pnxaviopoi mov ovppetéxovy eivat: a) dayokvttdpwon
amo Ta pakpo@dya Tov Siktvoevdobnhiakov ovotiuatog kat B) unxavikn mayidevon ko
KATAOTPOPT| TWV £VTOVA aPLOATWHEVWY Kal [ avaoTpéyipwy dpemavokuttapwy (ISCs).
MikpdTepo TOCOOTO atpolveTat evdoayyetakd kat amodidetan o€ atpoAvTikr Spdor Tov ov-
UTANPWOHATOG, AOYWw OMWAELAG Ao TNV EMPAVELX TG EpLOPOKVTTAPIKAG HepPpavng Tpo-
OTATEVTIKWY TIPWTEVWYV £VAVTL TOV GUHTIAN PWUATOG.

H evdoayyelaxny aupdlvon, 6mwg Stamotovetar pe ta avnuéva emineda tng atpo-
oQaLpivG 0TO TAACHA KAl TILO GLXVA He Ta avfnuéva emimeda TnG yahakTikng agudpo-
yovdong (LDH), a§lohoynOnke wg évag kpiotpog mapdyovtag tng maboguotoloyiag tng
SCD. H ptBuion tov ayyetakod tovov Paciletat o pia Aemtry woopporia petald peco-
Aapntwv Tov evdodnAiov, onwg eivan n ev8oBnAivn-1 (ET-1) pe ayyeioovomaotikr dpa-
0TNPLOTNTA, Kat Tov povogetdiov Tov alwtov (NO) pe Ty toxupr} Tov ayyeloSlaoTalTIK

Tov 1010tnTa. Exet mapatnpnOei 6Tt katd tn Sidpkela ayyetoamo@pakTikig kpiong to NO
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oto TMAdopa eivat pewwpévo, evaw 1 ET-1 eivar avgnuévn, pe anotéheopa va vmeployve
1 ayyeloovomaon kat 1 emBpadvvon g kvkAogopiag. H ovoyxétion tng peiwong g
BrodiaBeopotntag tov NO pe v atpolvon amodidetal kvpiwg otny kabapor| Tov and
Vv eAevBepn auplooatpivn o mPoEpXETaAL amtd TNV apdAvon, KaBwg kat TV anekevde-
pwoTn apyvaong twv epuBpwv oto TAAopa, TTov ekPuAilel TNy L- apywivn, evidpov mov
gvodwvet Ty mapaywyn Tov NO ota kvttapa tov evéodniov (Kato GJ., V. McGowan et
al 2006; Kato GJ., MT. Gladwin et al 2007). MetayevéoTtepeg HeAETEG IOV APOPOVY GTNV
emPiwon Twv SpemavoKLTTaPWY, apPLoPnTovy TNV evdoayyelakn aLoAvon wg LoXVPO

napayovta g maboloyiag g SCD (Quinn CT., EP. Smith et al 2016).

Oke1dwTtikég Sratapayés

H HbS xapaxtnpiletan amd petwpévn otabepdtnta tov popiov tng. Ot ouvexeis eval-
Aayég o&uydvwong kat amo&uyovwong, odiyodv oty mapaywyn pebapoogapivng S (Met-
HDbS) xau v anwAela aipng mpokalwvtag T yéveon o&eldwtikwv pilwv (0,, H,0,, OH)
(Carrell RW,, CC. Winterbourn et al 1975). H o€eidwtikn} petovoiwon tg HbS cvvreei
OTOV OXNUATIOUO Tapaydywv TnG apooatpivng (cupnypwpdatwyv Fe™, apoxpwpdtwv
Fe**) ta omoia ouvS€ovTat pe T StapepPpavikn mpwteivn 3, mpooehkvovy IgG avtiodpata
Kat CUUTAN pWHA EVAVTL AVTNAG, YEYOVOG IOV TIPOAYEL TH PAYOKVTTAPWOT] TWV SPETAVOKUT-
TApWV ard T HAKPOPAya.

To xpovio o&erdwtikd stress pokadei onpavtikr PAABN oty kutTapikn peuPpdvn n-
(ovpywvTag aotddeta NG @o@OATSIKNG TG Sopng Kat EKPpaon Twv ewoPolmdiwv
otnv e&wTepikr TAevpd TG pepPpavng Twv SpemavokuTtdpwy. Ot Slatapaxés avtég oup-
BaAAovv oTnY emTdyLVON TNG EVEOAYYELAKNG AUOAVONG, KABWG Kal OTNV evepyoToinon
napayovtwv g mEewg (Jain SK. 1984). H evanodeon Tov odnpov NG aipng oTn Hep-
Bpavn, and v aidAvon Twv SPEMavOKLTTAPWY, TTPoKaeL Tr yéveor pilwv vépouAiov,
IOV EMPAPVVEL AKON TIEPLOTOTEPO TO OEEIOWTIKO Stress Kat Tr AEITOVPYIKOTNTA TOV €VSO0-
BnAiov. Ztoyot g ofeidwtikng PAAPNG amotehovV Kat Ol TPWTEIVES TNG HepUPpavng, Omwg
1| OTIEKTPIVY, AYKUPIVY K.AL., € ATIOTENEDHOL TN OKATIPLYVOT] TOL TIPWTEIVIKOL OKEAETOV, TN
Heiwon TNG EAACTIKOTNTAG TOL Kot TNV emPApuvon Tng ayyelakns Kukhogopiag (Stuart M.J.
and RL. Nagel 2004).

T Ty avTipetwmnion Twv o§eldwTikdy Statapaxwy mpokaleital VITEPUETPT KaTavalw-
on Twv anofepdtwv avto&eldwTikwy evUWY, CUUTEPINAUBAVOUEVWY KAl TWV XAUNAOD

poptakob Papovg avTogeldwTikwy, 6mwg N ylovtabelovn kat ot Prrapives A, E kat C, pe
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amoTéNeopa TV avemdpkela TNG avTofeldwTIkng dpuvag Tov opyaviopot (Chaves M., M.
Leonard, et al 2008; Gizi A., I. Papassotiriou et al 2011).

O polog tov eviodnliov

Ta gpvBpokvTTapa-S £xovv TV 18LOTNTA VL TPOooKOAAWVTAL 0TO £vE0ONAL0 TwV aryyei-
wV, TTOAV TEPLOTOTEPO ATt O,TL Ta QUALOAOYIKA epvBpd. IStaitepn TPOTKOAANTIKT| IKAVOTHTA
eppavitouv ta veapd AEK, mpo@avwg Aoyw Statipnong oTny m@aveld Toug evepyonoL-
Nuévwv popiwv TPookOAANonG, ta omoia uotohoyikd dev ekppdlovtat ota wptpa AEK.
H mpookdAAnon twv dpemavokvttapwy, Twv AEK, addd kot Twv atpometalioy kot Twv
AevkokvTtapwy otny ev8odnAtakr pepfpdvn evvoeitat and evdobnAiaxd popLa TpookoA-
Anong, ta onoia ekppalovtal Emetta and Si€yepor Tov evSodnAiov and kutokiveg katd TV
evdoOnAwakr| evepyomoinon (Mohandas N. and E. Evans 1984; Hebbel RP. 1997).

H evepyomnoinon tov evéoBnliov eivat ave§dptntn amo Tig kpioelg TG vooov. Akopa Kat
0€ KATAOTAOT NPEpiag aviyvevovtal avgnuéva enimeda popiwv TpookOAANonG, Tpo- eAey-
povwdwv kutokvwv (CRP, TNE IL-1, IL-8) kat mpwteiviv o&elag gdong. Katd t Siapketa
TOTUKNG PAEYHOVWOOVG avTiSpaon§ 1) YeVIKOTEPNG AoipwEnG, 1) EKKPLOT) KUTOKIVWY TIPOO-
Sevtikd emayet TNV TPOOoKOAAN T WPLHWV epLOPWYV, SPEMAVOKVTTAPWY, AEVKOKVTTAPWY Kalt
awpometalioy, avgavovtag Tov xpovo SiEhevong Twv epuBpwv 0T HKpOoKLKAOQOpIa, e
anotéAeopa T SnUOVPYia (UKPOEUPPAKTWY Kat ouvOrKeg Tomkng vrogiag. (Makis A., E.
Hatzimichael et al 2000; Makis A., E. Hatzimichael et al 2000; Vilas-Boas W., BA. Cerqueira
et al 2010; Kanavaki I, P. Makrythanasis et al 2012).

Tétola popla PookOAANoNG, ekppdlovtat tooo ota AEK kat ota Spemavokirtapa
(CD36, obumheypa vTeykpivig), 000 Kat oTnv em@dvela Twv evoofnAlakwy KuTtépwv
(ICAM-1, VCAM-1, QuumpovekTivr), OeAeKTivn K.A.). ZTIG avTIOpATEL; TPOOKOAANONG Gup-
HETEXOLV Kal HOpLa TOL MAAOHATOG, OTiwg o Tapdayovtag von Willebrand, n Opopfivn katn

OpoppomhaoTivny Twv aponetakiov (Moore CM., M. Ehlayel et al 1996).

Awatapaxég tng mnEewg

Av ko Sev givat akoOpa yVwoTo Katd TOoov Katéxouvyv mpwtebovta poko otn dtadikaoia
Twv OpopPoepPorikwy enelcodiwy, 1 eivat EMPAVOHEVO TG TPWTAPXIKNS Stadikaociag Tng
Spemdvwong, ot Statapaxég g mEews anotehovv Evav emmAéoy mapdyovta g mabolo-
yiag g SCD (Ataga KI. 2009). H petwpévn BrodaBeoipdtnta tov NO Adyw tng atpdAvong

TV SPEMAVOKVTTAPWY, PAVETAL TIWG CUUUETEXEL TNV EVEPYOTIOINOT) TWV AULHOTIETAAIWV Kot
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¢ mgews (Solovey A., R. Kollander et al 2010). O evdoBnAiakdg totikog mapaywv (TE),
7oV ek@paletan oTa evepyoTompeva ev8oOnAiakd KUTTapa, Ta LOVOKDTTAPA, TA KPOOW-
patidia kat to vtoevdoBnAiako vtdoTpwa, cuvéeTal pe Tov mapdyovta VII g mgews.
2t ouvéxela, 0 evepyoTompévog mapdywv VII KvnTomoLel TOV KATappaKTn TG TNEEWS
Ko emravvel Ty mapaywyr Opoppivng mapovoia efwtepikevpévav popiwv pwopatidul-
oepivig, ov ek@palovTon Kupiwg oTn HepPpdvn Twv evepyomnomnpévwy atpometaliwy (Setty
BN., AK. Rao et al 2001). Tnv evepyomoinon tng Stepyaoiag tng migewg eviaxbovy mpoidvta
Aeypovig (kuTtokiveg), eevBepa popia aipng, av§nuéva eminedo OPOKVOTEIVIG, AVTL-Pw-
o@olmdikd avtiowpata, avEnuéva enineda epuBpomnomtivng, PAaPeg ano ) Siadikacia
oxaiog-emavofuydovwong, n Aettovpyikr) aominvia k.&. IIpookoAAnon epvBpokvttd-
pwV-S Kat AeVkwv aupoo@atpiv pe dteyeppéva evdodnAiaxd kvTtapa dSnpovpyovv vmep-
TAQGi0L TOV €0 YITWVA TWV ayyeiwy, Tapepnodiletot n opalr] KukAo@opia, e amoTtéAeopa
™ Snovpyia OpopPwv kaw T ayyetakn andogpagn (Ataga KI., MD. Cappellini et al 2007).

Tig Satapaxég g mEews emnpedalovy Kkat GANOL TIAPAYOVTEG. XTOVG TTAGXOVTEG e
SCD, ot avtifpopPwtikég mpwteiveg C kat S eival EAATTWHEVEG, ite ANOYw S€0uUEVOT|G TOVG,
eite katavdAwong 1 kat Nratikng avemdpketag (Schnog JB., MR. Mac Gillavry et al 2004).
Entiong, ta avgnuéva emineda optopévav Seiktav vwddivong, onwg ta D-dimer, kaBwg kat
T0 oOpmMAeypa TAaopivig-avTimAaopivg eivat evOekTikd vwdoAvong oe e&éhEn katd

Sapreta enwduvng kpiong (Tomer A., LA. Harker et al 2001).

Ta enineda Tng HbF

H vyn\i ovykévipwon HDF (>25%) BeAtiwver tnv kAvikn ekdva S0t avfavel to dt
TOAVpEPLOHOD Kat £TOL avaoTéNAel T Spemdvwon. H avaotoAn g obvBeong moAvpepwy
HbS ogeiletar otov oxnuatiops acduuetpwv HbS/HBF vPpidikawv popewv a By, kabwg
T0 apvo&d yhovtapivi otn 8éon 87 g y-alvaidag katapyei Evav mAayto Seopud oto Si-
TG vpdrtio g Spemavokvttapikig ivag (Goldberg MA., MA. Husson et al 1977). Eniong,
ta vynAd enineda g HDF epmodifovv v ékgpaocn twv pwogolumdiwv otny efwtepikn
TAELPA TNG HePPPAVNG TWV SPEMAVOKVTTAPWY, TieptopiovTag Ty evdoayyelakr auolvon
(Yasin Z., S. Witting et al 2003).

O poAog ¢ HbF wg mpootatevtikod mapdyovta TG Spemdvwong eivat KAVIKG EUQavig
oTtovg Suthoig etepoluywteg 8B-thal/HbS, mov Satnpodv vynd enineSa HbE Emiong, ota
Veoyvd ov tdoyovv and SCD, mov dev Tapovotalovy ayyeloamoPpaKTIKES KPIOELG, TOLAGXL-

oToVv pEXpLs 6Tov awénBei n HBS pe mv mpoodevtikn adénon g obvBeong twv B-alvoidwy
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Kau peiwon twv y-ahvoidwv (Watson J., A. Stahman et al 1948; Gill FM., LA. Sleeper et al
1995). Egpopov {wrig tpootacia mpoopépet n HPFH (Natta CL., GA. Niazi et al 1974).

H evntdBeia o Aopwierg

Zrovg maoxovteg pe SCD 1 evauoBnoia oe Aopagelg Oewpeitar avgnuévn. Amo Swkr| pag
Kataypagr Twv atiwv avarov yua Ti¢ apoopaiptvonddeleg katd Ty mepiodo 1975-2015,
Samotdvovpe 6Tt ot Bdvatol and hoipwén, peta&d evog ouvolov 51 Bavovtwy TaoxovTwy
ue SDC Ppébnkav oe mooootd 17,64%. H ovykpion firav Suvatr| évavtt mocootov 9,94%,
peta&d 352 Bavovtwy pe TDT kau 7,01%, peta&d 57 Oavatwy pe NTDT. H evndBeia armo-
Sidetat kupiwg oTNY EAATTWUATIKY AetTovpyia TOL OTANVOG, TNV e§aoBévnon TG oywvivi-
KNG SpaocTnpLOTNTAG TOL 0pOL KAt THV LOTIKT loXatptia. O eEAATTwpEVOG TITAOG AVTIOWHATWY
EVAVTL TOV CTPENTOKOKKOL TNG TIVEVHOVIAG, IOV TIAPATPEITAL YEVIKA LETA OO OTIANVEKTO-
pr}, LTOSNAWVEL OTL 1) OYWVLVIKT) aveTapkela opeileTal o€ Slatapayn TG TApAywyng gu-
OlKWV AVTIOWHATWYV Kat OLVOEETAL pe TNV LIToAeLTovpyia Tov omAnvog (Embury SH. 1996).

[apd to yeyovog ott ot Aowéelg ot SCD éxovv cvoyetiobel oteva e v amovaia
Tov omAva (Booth C., B. Inusa et al 2010), évag peydhog aptBuog AowEewv ekdnAwvetal
TOPOLVGia TOV OTATVA, LTTOSEIKVVOVTAG OTL Kat dGAAOL TTapdyovTeg evfhvovTtal yla Ty €v-
aoOnoia otig howéerg (Tamouza R., M. Busson et al 2007). O kpioiog poAog Tov avoot-
akov ovoTHpatog otny maboyévela g SCD avadeikvietat amod tn Stamiotwon aAkaywv
otov aplBuo kat t Aettovpyotnta twv T kat B Aepgokvttapwv (Nickel R., I. Osunkwo
et al 2015), aAAd kat and dAAovg avoooloyikovg SeikTeg, Omwg TNV maboloyikn Xnpetota-
Eia kat Ty avgnon Tov ouVOAKoL aplBoy TWV AEVKOKVTTAPWY Kat TwV 0uSeTEPOPIAwY
0€ KATAOTACELG XPOVLAG PAEYHOVNG Kot Poplds KAvViKAG ovuntwpatoloyiag (Anyaegbu C.,
I. Okpala et al 1998). Nedtepeg pehéteg amokaAOmTovy OTL TEPAV TNG YVWOTHG ONUELAKNG
petdAAagng tov yovidiov g B-alvaidag, kat dAAeg petarld&els oe opiopéva yovidia mov
oxetilovTat pe To avootakd cOoTNHa GUEPEANOLY TNV EKSHIAWOT GLYKEKPLUEVWY CUUTTTW-
patwy otn SCD. Iapdadetypa, Tolvpop@iopoi 0to ovotnua totoovpPatotnrag HLA tang
I1, xou avemapkng evepyomoinon TG eVAAAAKTIKNG 000V TOV CLOTAHATOG TOV CUUTANPM-
potog (C) oxetiovrou e avgnuévn evmdBeta oe howéelg (Tamouza R., MG. Neonato et al
2002; Johnston Jr. RB., AG. Newman et al 1973).
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KAINIKEYX EKAHAQXEIY KAI ANTIMETQIIIXH

Ot kAvikég ekdNAWOELG TNG SPETAVOKVTTAPIKNG VOOOL TIEPIAAUPAVOLY: &) TH YPOVIX l-
UHOAVTIKY avaupier, fB) TIG oY YelO-AmOPPaKTIKES KPIOELS, V) TIG xpovies PA&Pes opydvay, 6) THv
evndBeia oe Aoypwéels xou €) o yuyokowwvikd mpoPAruara ( Xprotdxng I kot E. Xaoamo-
1tovAov 1999; Rees DC., TN. Williams et al 2010).

a) Xpovia avoupia

H avaupio yivetat avtilnmer ouvifwg petd tov 2°-3° priva g {wne, kabwg ta emirne-
da tng HbF méprouv guotohoyikd evw avépxetat  HbS. Koplog pnyaviopdg g xpoviag
avaupiog eivat n apdivon. Ta epuBpd aupooaipia otnv SCD eivar ebBpavota kat e av-
ENuévoug ofeldwTikovg TTAPAYOVTEG, IOV ETUTAXVVOLY T YIPAVOT] TOVG, e ATOTEAETHA 1)
TIOPAOVT] TOVG OTNV KUKAOQOPIa VoL LELWVETAL TIEPITIOV GTO €VAL TETAPTO TNG PUOLONOYL-
KNG Twv 120 nuepav. H avaupia eivan Bapvtepn oty HbSS ko tnv HbS/Bthal (6-8 g/dL),
ehagpotepn Oe otnv HbS/B*thal, Tnv HbSC kot o116 mepimtwoeig 6mov cvvundpyet a-0a-
Aaooatia. ITapd t xpovia apdAvon, oe pn petayyLlopevoug maoxovteg dev mapatnpeitat
vnepodnpwon (O'Brien R. 1978). Ta kVpla epyaoTnplakd VPHHATA TOV GLVOOEVOLY TNV
avapia, givat  adénon twv AEK ota 3-15%, d&vodog g éppeong xolepubpivng (1,2-4,0
mg/dL) kot to vynAa enineda LDH. Zto mepipepiko aipa avevpiokovtat Spemavokvttapa
(ISCs), owpartia Howell-Jolly kau dAAeg popgoloyikég alowwaoelg Twv epuBpwv. Zrnv HbSS
Ta epuBpd eivat opBOXpwpa, evad 0TIG Slapopeg ovVOeTeG kKataoTaoelg pe Tn P-Bakacoaupia
(HbS/B*thal ko HbS/B°thal), 1} 6tav ouvumdapyet oidnpomevia eivat voxpwpa. Ta emineda
¢ HbF eivat avgnuéva (2-20%). Ta Aevkd kot to atporetéAia, Waitepa otnv HBSS, eivau
ovviBwg avEnuéva.

O Babuog apdAvong kat ot AHATOAOYIKEG TTAPAPETPOL eival OXETIKA 0TAOEPES, EKTOG av
npokLYeL kamota emmAokr. Ta aitia oV pmopovv va mpokalécovy emdeivwon Tng avait-
plag eivat Kupiwg or amdaoTikés kpioeis, 1 eKTETAUEV VEKPWOH TOV HVEAOD TwY 00TWY, 0L

kpioeis eykAwPiopov aipatos 0TOV oAV 1] TO HTIOKp:

o AmlaoTikés kpioeig
Ogeilovtat oe mpoowpvr) avaotoln Tng epubpomoinong kat xapaktnpilovrat and
anoTopun eAATTWOo™ TG atpooaupivng (3-6 g/dL) kat oxedov ekagavion twv AEK oto
TEPLPEPIKO aipa Kat Twv epuBpoPAacTwV 0ToV HVeld Twv ooTwv Stdpketag 7-10 nue-

pwv. Attieg amlaotikv kpioewv ota maudid eivat ot Stdpopeg Aowielg, Omwg amod oak-
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HOVENQ, TIVELHOVIOKOKKO Kat Tov 10 Epstein Barr. H ovuxvotepn hoipwén eivat anod tov
napPoio B19, o omoiog Spa kutTapotofikd 0Ta TPOyoVIKA KUTTApA TNG epLBPAg Oelpdg
nov Ppiokovtat o @aor moAamiactacpov (Serjeant GR., JM. Topley et al 1981). H
avantugn IgG avtiowpdtwvy évavtt Tov TapBoiod TpooPépel WOOPLA TpoTTATia ATd
véa enelodSia. Avtipetwmniletat pe dueon petayylon epuBpwv apoopatpiowy, epoOcov
vmdpxovv oneia vto&iag. Me Aoipwén and mapPoio B19 cuvdéetat kat n vékpwon Tov
poeov. Eivau Papia emumhokr pe andtoun emdeivwon tng avatpiog. Epgavifetat ouvi-

Bwg katd ™ dapketa pag emwdvvng kpiong.

o Kpioeig omAnvikov eykAwpiopod kot eykAwpPiopod oto nmap

[Mapatnpobdvta ouvhBwg oe pikpd moudid 6-12 pnvay, kupiwg pe HbSS (Topley M., DW.
Rogers et al 1981) kou omévia peta Ty nAikia twv 6 etwv (Emond A., R. Collis et al 1985).
Xapaktnpifovtat and ofeia enwdvvn Stdykwor Tov oTANVOG, AmOTON TTTWOT] TOL QUpaL-
Tokpitn (2-6 g/dL) kat viooykauptia. Ta AEK kat ta gpmdprva epubpd oty kukhogopia
etvau av€npéva, eva Ta apometdMa eivar petwpéva kabwg maydevovtat oTov oA va
padi pe ta maBoloya epuBpd. Ogeiletat e GLYKEVTPWOT) HEYAANG TTOCOTNTAG AUIOTOG
otov om\va, Thavwg Adyw evOooTANVIKNG atpoppayiog kot TOAMAmA@V epgpaewv
ano Spemavokvttapa. Ta eneloodia pmopei va mupodoTovvTat amod LoyeveiG AOMDEELS.
Amouteitou EMEyOLOA AVTILETOTIO [E OKOTIO TNV eVLSATWOT) TOL acbevovs, Tn xopryn-
on O, Kal TN HETAYYIoT CLHUITUKVOUEVWY epLBP@Y. AlagopeTikd, odnyel ot TepIPepIKT
KUKAOQOPIKT) avemdpkela Kat TOAEG @opég aTov Bdvato. Adyw Tov ktvduvouv vrtepylot-
OTNTOG UETA TNV EMAVAKVKAOQOpia TwV TayldeLHEVWY EpLOPOKVTTAPWY, XpetdleTau ipo-
ooxn ot petayyioets, wote 1 Hb va Statnpeitou o emineda péxpt 8-9 gr/dL. Emti tupeto,
xpetaletau apeon yoprynon avtiProtikng aywync H kpion eykhwpiopov votpomddet
070 50% TWV TMEPIMTWOEWY, YU AUTO HETA TV TlapéAeoT) Tov 0&gog emteloodiov evoeikvu-
tat 1) omAnvektopr] (Wright JG., IR. Hambleton et al 1999). Zvotnuatikég petayyioeis,
He OTOXO TNV amo@uyn omAnvekTopns, dev amodeixOnkay arnoteheopatikég (Kinney TR,
RE. Ware et al 1990). IToAD peydAn onpacio 0Ty TpoAnyn Kat €yKatpn oavTIHETWTION Té-
TOLWV eMELCOSIWV EVaL 1] EVIIUEPWOT) TWV YOVEWY YL TN ONHATIA TOV TTUPETOV, TG WYPO-
TNTag Kat 1) eknaidevon Tovg o YnAdgnon tov omArva.

Kpion mapopola (' autriv Tov omAnvog pmopei va ouuPel ToAd omavidtepa oTo Hap.
Xapaktnpiletat and enwduvn SLOYKwOT TOL HIATOG KAt ATOTON TTTWOT) TOV ALUATO-

KpiTn. AvtipetwmiCetat pe AUeoT) HETAYYLOT CUUTUKVWUHEVWY EPLOPWV.
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o Aldec autieg
Arydtepo ovyvd, xpovia emdeivwon Tng avatpiag Hropei va mpokalécovy 1 Ppadeia
awpolvtikn avtidpaon, n oofapr| Aoipwén, n EANkenyn guAAkov oféog, n odnpomevia,
1 XPOVLAL VEPPIKI] AVETIAPKELQL KA 1] ETITAOT TNG AUPOAVONG (apodvTikéG kpioels), N\oyw
ovvoTtapéng avendpketag tov G-6-PD 1] KANpOVOIKNG 0QaupoKLTTApwOonG. AvEnuévn
epuBpomoutikn SpacTnpLOTNTA TOL KaTavaAioket YUAAKO o0& pmopei va odnyroet o€
peyohoPraotikr kpion. Zidnpomevia pnopei va avamntuxBei A\oyw evoayyetaknig aupo-
Avong. Xpovia BAAPn Twv veppwv umopel va emPapdvet Ty avatpio Aoyw eAATTWONG

napaywyng epvBpomnomntivng (Embury SH. 1996).

B) Ayyeloamo@pakTikeg Kpioelg

Ot ayyeloamo@pakTIkéG Kpioelg pokalovvTat and anod@paln eite evog NG HKPOKL-
KAo@opiag eite oe peyalvtepa ayyeia. Or enwdvves kpioeis, 1o 0§ Bwpakikd abvSpopo, Ta
ayyelakd eykepalid emeloodi, 0 TPIATIONOS Kot T eufBolikd emeloo6dier ammd Aimog 1 pveAd

TWV 00TWY ATOTEAODV TIG OTUAVTIKOTEPEG KPIOELG.

o Enwdvves kpioeig

Amotelovv TNV Mo GLX VN Kal XapaKkTnpLoTiky KAvikr ekdnAwon tng SCD. Amodi-
dovtat otny emPpdaduvon g kvklogopiag and taboloyikr pvOuULon Tov ayyetakold
TOVOV, WG anotéheopa évdelag Tov povoeldiov Tov alwtov (NO). H naboloywn por)
TOL adpaTog emPapivetal kat and Ty avfnor g yAoldTnTag Tov AilaTog, Tov o@Ei-
Aeta otnv avdnpévn mapovaoia taboloykwv dkapntwy dpenavokvttapwy. Ta vea-
pd dxapmta SpEmMavokLTTApA TPOooKOAAWVTAL 0TO £v80OnALo TwV Tpixoeldv yia va
akoAovBrioeL 1) evepyomoinon OAov Tov unxaviopov g anogpagng. H ominvektoun
Bewpeitan emPapuvtikog mapdywy, kabwg n amovoia ayidevong anod Tov oTANVIKO
NOHO Kat KUKAOPOpIa KATAAOITWY KATEGTPAUUEVWY T} CUYKOAANEVWY SPETAVOKUT-
Tapwv Kat AAAwv pikpoowpatidiwy, evvoei T Stadikaoio g andgpagng (Crary SE.
and GR. Buchanan 2009).

Enwduveg kpioeig pmopei va epgavicovv and tny nAikia Twv 6 unvav Kat 6Tr ouve-
XELA KT aKAVOVIOTA XPOVIKA SLAOTHHATA, AV KAl Eival TILo GUXVEG og e@TiBoug Kat
veapoUg evnAikovg e Tdon peiwong oe peyakbtepeg nAikieg. Ymoloyiletat 6Tt Aot
ot tdoyovteg and AKN Oa vrootovv enwduvn kpion, Tovhaylotov pia @opd otn {wn

Tovg. Ot kpioelg ovviBwg eivat agvidie, xwpic avayvwpiown attia, 1 eupavifovrtat
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pe poodevtikn emdeivwon. H ovpmtwpatoloyia mepthapfdvel movoug ota dvw Kat
KATw dKpa, Tov Bwpaka, Tr omovSVALKn oTHAN Kat T kKothtd. Tig meplocotepes opég
0 TTOVOG epPavileTal TavToXpova o€ TOANG Onpeia, popel va cuvodedeTat amod TomL-
KGL KO YEVIKA CUUTITOHATA OTIWG OISNHa, TTUPETO, VTIEPYPWOT) OVPWY, VAUTICL KAt ELE-
Tovg, kat Stapkei mepi Tig 10 nuépeg, pe motkiAn Bapvtnra. Ot enwduveg kpioelg eiva
ovxvoTepeg o aobeveis pue parvotvmovg HbSS 1 HbS/Bthal, pe vynAd awpatokpitn,
xopnAd emimeda HbF kot katd tn Sidpketa eykvpoodvng 1} apéowg petd. To yoxog,
OWHATIKY KOTWOT), N apudatwor, ot Aotpwéelg, n vrofia, To cuvaoOnuaTIKo 1) Yo-
XOAOYIKO stress K.d. amoTeAovV eMPApUVTIKOVG TAPEYOVTEG YIa TNV EUPAVIOT) EMW-
Suvwv kpicewv. Tomkd epyaotnplakd evprpata dev LITAPYOLV. ZvxVvd avevpiokeTal
avEnon mpwteivwy ofeiag eaong atov 0pod, avgnon g YaakTikng agudpoyovaong
(LDH), tov mapdyovta vékpwong Twv 0ykwv (TNF) kat tng tvrepAevkivng-1 (Platt
OS., BD. Thorington et al 1991).

EnmavahapPoavopeves kat Baptég emwduveg kpioelg KabloTovv avaykaia Tr VOCOKOLEL-
aKI] AVTIHETWLON Kat TV Yuxohoyikn otrpEn. Xopnyovvtat dgBova vypd evSophe-
Biwg (looTova dtakvpata Yhwptodyxov vatpiov, mepi ta 3 L nuepnoiwg) kot avakynrikd
(mapaxeTapon, ketompoaivn). Evéexopévwg Ba xopnynbovv kat ayxolvtikd. Otav
Ta CLHPATIKA AVaAYNTIKA OeV EMAPKOLY XOPNYOUVTAL (1] OTEPOELST) AVTIQAEYHOVWDON
1 omovxa (popgivn 0,15 mg/kg .o. YA 1} E® Bpadéwg ava 3 €wg 4 wpeg), av kat amod
pia TuxUoTOMUEVT HEAETT SEV TIPOEKLYE ONUAVTIKO OPENOG CUYKPITIKAL [E TNV Ke-
tompo@aivr (Bartolucci P, T. El Murr et al 2009). H neBi8ivn dev anotelei mhéov to
avaAYNTIKO EMAOYNG Kat TIPETEL VL XPTOLOTIOLEITAL [LOVO Ot EALPETIKEG TIEPITTWOEL.
Enti Aowpwewv xopnyovvtat avtiflotikd kat yevikd avTipetwiletat To aitio mov Tuxov
ouvéBale oty eugdvion g kpiong. Otav n kpion eivat Papid, epapuolovral apaipa-

EopleTayyioels. ZnpavTikr TpoAnmrik mapéuBacn mpoo@épet 1) vEpo&vovpia.

o O& Bwpakixoé cvvépopo
Eivau oxetucd ovxvr emmhokr) kot amotelel Tnv kbpia autia Oavdtov g SCD petady
peyaAvtepwv aoBevwv. Xapaxtnpiletat amo apvidio kot évTovo Bwpakiko Tovo e -
PETO, PriXaL, AVATIVELOTIKY) SUOXEPELD, XWPIG 1) HE AKTIVOAOYIKA EVPTHATA (TIVEVHOVIKEG
dnOnoeig, mukvwor). Zrovg arttohoyikovg Tapdyovteg Tov cuvdpopov mepthapPpdvo-
vtat ot Aotpwéels kupiwg ota maudia (HukomAaopa, YAapvdia, TVEVHOVIOKOKKOG, atpto-

QLAOG TNG LVPAOVEVTOAG), 1) BpOUPwWOT) HKPOD 1) HECOV HeYEBOVG TIVEVHOVIKWY apTh)-
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LV, 1) eLPOAr amo o@atpidia Aovg 1) LOTOTEUAXLA LUEAOD TWV OOTWV Kal 1| avamtud
EUPPAKTWY 0Ta 00TA TNG OwpakIkng poipag TG omovOVAIKNG OTAANG, TIG TAEVPES Ko
10 otépvo (Vichinsky EP, LD. Neumayr et al 2000). Xvxvd mapatnpeitat wg emmAokr
&AAnG oxetikng pe v SCD katdotaot, Onwg katd n Sidpketa enwduvng kpiong. Av-
Enuévog kivouvog BpopPoepfolikwy enelcodiwy otovg Tvedpoveg éxet tapatnpndei oe
naoovoeg pe SCD katd To TehevTaio Tpipnvo Tng KVNoNG.

H avtipetomon mepthapPdver evpéog @aopatog avtipotikd, PpoyxodiaotaAtikd
Kat xoprynon o&uyovov. Zrovg acBeveig pe SOo 1) meplocdTepa enelcdSia cuoTHVETAL
Bepaneia pe vépo&uovpia. Zvvhbwg xpetalovtat petayyioelg 1 kar AOM oe Bapiég
kataotaoelg (Vichinsky EP, LD. Neumayr et al 2000). H AefapeBalovn Suvatov va
BeAtiwoet TV KAWVIKT elkdva oe TaudLd, av Kat 1) Xprion TG eivat TepLoptopeévn Aoyw
EMAVAKAUYNG TOL TTOVOL HeTA T Stakomtr TG Oepameiag kat T cuvOTapén Aowwée-
wv (Bernini JC., ZR. Rogers et al1998).

Kevpiko vevpiko ovotnua

Ot vevpoloyikég emmhokég Slakpivovtar oe 1) Ayyelakd eyke@alikd emeloodia,
2) Eykepalwr| aupoppayia kat 3) EmAnmntikég mpooPoAés.

To ayyeiaxd eykepalikd emeioodia amotehodv pia and TG Papvtepeg eMMAOKES TNG
SCD (Ohene-Frempong K., S]. Weiner et al 1998). ZvpBaivovy kvpiwg oe maudid pe
péon nhikia 8 £tn kat o€ evnhikovg avw Twv 30 etwv. Ogeilovtal oe OpopPwon Tng
g0w KapwTidag 1 TNG LEONG EYKEPANIKNG apTnpiag. Xe TOGOOTO dvw Tov 20% TwV
TaoXovTwv avevpiokovtat PAafeg pe amewkovioTikég pe@odovg, omwg MRI, MRA
kat TCD, evOelkTikéG ACVUNTOHATIKOV eYKePaAKDV ep@pdkTwy (Miller ST., EA.
Macklin et al 2001). Zvvh0wg cvvundpyel evpeia TapdmAevpn kKukhogopia, yeyo-
VoG Tov e&nyei To VYNAG TOCO0aTO avavnyng mov mapatnpeitat ota Tadd. QoTo-
00, ACVUTITWHATIKA EUPPakTa TwV Tpdobiwv AoPwv €xovy ouvdedei pue vevpohoyt-
K€G Kat vonTikég PAdPeg (Switzer JA., DC. Hess et al 2006). Zwwmnmpd eyke@alika
guppakTa gival o ovyxva oe moudld nAikiog kdTw TV 4 £TOV Kot PEXpL 14 etwv
(Wang WC., JW. Langston et al 1998).

Ta teplocodTepa enelcdSLa epPavifovtat auTopaTa, pe o&eia KAVIK ELkOVa IOV TIEPL-
AapBaver SuoapBpia, Evtovn kepalalyia, PETOVGS, NUTAPEDT), apaoia, EMANTTIKOVG
OTIAOHOVG, Kat KO, ZuvdéovTat pe Stapopovg mpodlabeatkovg TapayovTeg, OTwg o

yovotunog HbSS, ot Aowéelg, viéptaon, emdeivwon g avatpiag, xaunAd enineda



[TAGOTENEIA-AIATNQXH-®EPAIIEIA 115

HbE, endduveg kpioelg, stress vrofiag (mvevpovia 1} katé ) Sidpkela avaiobnoiag),
am\aoTIKn Kpion 1 To 0§D Bwpakikd ovvdpopo. TIpdSpopa cLUTTOHATA EYKEPANL-
KoL emeloodiov eival Ta Tapodikd Loxalpkd eneloodia 1y ot eoTiakoi onaopoi. To 15-
20% twv ayyelakwv enetoodiwv eivat Bavatngdpa kat o 70% voTpomaiovy evtog
3 etwv. Meta&d EAAvov acBevav pe SCD ta eyke@alikd emetoddia givan oxeTikd
ondavia (Xprotaxng I. kat E. XacamonovAov 1999).

H evdoxpdvia aupopparyio tpokaeitar amo prén avevpoopatog oe Béoeig mapdmhevpng
eyke@alkng kvkhogopiag. Mmopei va exdnAwbei oe omoladnimote nhikia, eivat Opwg
TIO OLX VT 0€ TTAoXoVTeG NAkiag 20-30 eTwv. ExdnAhwvetow aipvidia pe €vtovn kepalal-
yia, Svokapyia Tov avyéva, pwtoPopia, EUETOVE, CLYXVTIKI KATACTAOT) 1) Kat Kwpa. To
50% TwV EVEOKPAVIWY AHOPPAYIDV givat BavaTnQopeg.

O é\eyyog G TaxvTNTOG poniG oTa eyke@alikd ayyeia (TCD) pmopel va amokavyet
TePIMTWOoELG LYNA0D KivdOvov. TToudid pe xpdvo pong = 200 cm/sec Slatpéxovv moco-
0706 KIvdhvov 40% va eLPAvVIooVV EYKEPAAIKO EMELOOSLO TaL EMOHEVA 3 XPOVIAL. ZVOTH-
vetat o éAeyxog pe TCD va yiveta pia gopd Tov xpdvo yia maudid nhikiag 2 péxpt ko
16 €TWV Kat OL MEPITTWOELG LYNAOV KIVEUVOL Va EVTACTOVTAL OE TTPOYPALA CLOTNHA-
TIKWV peTayyioewv pe otoxo TN datripnon g HbS katw and 30% (Fullerton HJ., RJ.
Adams et al 2004).

AoBeveig e ovpntwpatoloyia eykepalikov eneicodiov Oa mpémet va vofdAlovtat
dueoa oe éNeyyo pe afovikn 1) kot HayvnTikn Topoypagia yia t Stapopikr| Sty vw-
on petagd mapodikov toxatukol enelcodiov, BpouPwong 1 cupoppayiag. Ieprotatikd
pe eyke@alikd enelocddia vrrofarlovrar oe AOM 1} akolovBovv mpdypapipa XpOviwy
HeTayyloewy yia 5 XpOvia TOLAGXIOTOV, 1) avaAoya [e Ta EVprHaTa TwV EAEYXWV TNG
TayvTnTag pong ota eykepaikd ayyeio (Enninful-Eghan H., RH. Moore et al 2010). H
vdpoduovpia mpoteiveTal wg evalaktikn mpoAnmrikr Oepaneia. Eni eyke@alkng at-
poppayiag, n avTETWTILON £ival VEVPOXELPOLPYIKT), e PTwXN Tpoyvwor) (Ohene-Fre-
mpong K., S]. Weiner et al 1998).

o Ilpiamouos
Me tov 6po avtdv xapaktnpiletar n abéAntn mapatetvopevn enwdvvn oTHON TOL
TEOVG TIOL ep@avifetal oe madid kat epnpovg, mov vooovv and SCD kupiwg agpt-
Kavikng kataywyng. H emmhokn eivan omavia peta&d EAvov acBevav (Chris-
takis J., N. Vavatsi, et al 1990; Mantadakis E., JR. Cavender et al 1999). Ileptypagpo-
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vtat §bo tomou: a) Ppayéa mapodikd eneloodia Sidpketag 2-4 wpwv, Kat ) TAéov
napatetapéva enetoodia, didpketag 24 wpdv Kat avw, pe PapyTAT CUVETELA TN
HOVLUN aVIKAVOTNTA 0TO 25% TwV MepIMTwoewy. Zovn0éoTepa, 1 CLUPOPNOT APO-
pd TaL o PAYYWON CWHATA KAl OTIAVIO LOVO CUHUETEXOVV TO OTIOYYWOEG GWHA KAL)
BaAavog (Adeyoju AB., AB. Olujohungbe et al 2002).

H Bapvtnta tov enetoodiov kabopilet to eidog g Bepamevtikng avTipeTwnIong.
H ¢ykaipn mpooéhevon (<4 wpeg) eivat {wTikng onpaciog yia emtvxn ékfaon katd
v avTipetwnion o&éwv mpooPfolwv. Xe mpwto 0Tddo xopnyovvtal vypd, evdo-
PAEPLa avakynTikd 1 emokAnpidia avatobnoia, evw eni eppovng Sokipddetan ma-
PAKEVTNOT TWV ONPAYYWIDV CWUATWY, AvappOPnon TOL aitatoq Kat EKTAVOT Ue
@uoloAoyiko opd (Mantadakis E., D. Ewalt et al 2000). Ot petayyioeig aipatog 1
ot AOM éxovv apgioPntndei wg mpwtng ypaupng avripetwmon (McCarthy LJ., J.
Vattuone et al 2000). AoTvyia TwV avwTEPWw HETPWYV OONYEL OE XELPOVPYIKT AVTLHLE-
twmion (Noe H., J. Wilimas et al, 1981). ZTi¢ TpOoQUAAKTIKEG PAPUAKEVTIKEG Ay WYEG
nepthapPdvovrat n StalBvlootiABeotpoin kat n yevdoepedpivn (Kinney TR., MB.
Harris et al 1975; Bivalacqua TJ. and AL. Burnett 2006).

o EuPoliké emeroodia amo Aimog 1 Tepayidia pverod Twv 00TWY
Mrnopei va ovppodv kata T Stapketa enwduvng kpiong, ovvhbwg e EVTovo TOvVo
01N paxn kat dvomvota. Avvatov va mpokalécovy coBapés PAaBeg 0TOVG TVEDHOVEG,
TOV EYKEPANO 1] TOUG VEQPPOUG, pe Bavatngopo TOANEG Qopég KaTtdAngn. Amatteitat
enetyovoa avtipetwmion pe xoprynon O,, vypwy, Napivng Kat 0€ OPIOUEVES TiEPL-

ntwoelg apatpatopetayyon (Diggs LW. 1967).

y) Xpovies Prapeg opyavwv
[TephapPdvovtal xpovieg ekSnAwoelg amd Ta Slipopa Opyava Kat GUOTHKATA 1) ATOTE-

Aovv eEENiEn oplopévwy 0wy emmAoKwY.

o Negpoi
H veppomdBeia amotehei pia anod 11§ mo onpavtikég emmhokég g SCD. H aupolv-
o1 KAt 1 ayyelokr ano@pagn anoteAovy TouG KPLoVG TaBOYEVETIKOUG TTOPAYOVTEC.
g kKAwvikeég exdnAwoelg mepthapfavovtan omelpapatikn kot cwAnvaptakn PAGPN, pe
aaTOLpIA Kol TPWTEVOLPIa, IOV OLUYVA KaTalyel oe TeAko oTadiov Ve@pikn ave-

napkela. Meta&d twv mpawy cLPTTopdtwy cupmepthappavovtal 1 vepduidnon, n
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vnooBevoupia, Tov akolovBeitat and mpwteivovpia, OVAEG 0T @Aowwdn poipa Kot 1
EAATTWOT) TNG 0§IVOTIOINONG TWV 0VPWY.

H anogpaln twv evbéwv aptnpidivv ot poedddn poipa twv veppwy, pe enakolovbo
TNV TOTUKN oXAla, Hmopel va TIpokaAéoel Slatapayn TG IKAVOTNTAG CUUTOKVWOTG
TwV 0VpwV, TTov emdetvavetat pe v mapodo tng nAwiag (Francis YE and HG. Worth-
en 1968). Auto odnyei o€ TOAVOLpiaA Kal VUKTOLPIA 1} VEKPWOT] TWV VEQPIKWY OnAwv,
pe anotéAeopa Ty apatovpia. Avtipetwmiletat pe apBova vypd evoAefiwg, aka-
Aomoinomn twv ovpwv Kat ev avdykn agatpoagopetayyton. Ipoodevtikn yipavon twv
OTEELPAPATWYV UTTOPEL VO TTPOKAN Ol amtd amdppagn Twv ayyeiwv otn @Aowwdn poipa, pe

ATTOTEAEOUA TIPWTEIVOVPIA KAL XPOVLAL VEPPLKT] AVETIAPKELAL.

o Ilveduoveg
Kvpiotepn exdnAwon eivat n ypovia mvevpoviky ivwon mov pmopel v avantuybei oe
£dagog mponyovpevwy OpopPwtikwv eneicodiwy. Eviote umopei va odnynoet o mvev-
povikn vréptaot (>25 mmHg) n omoia anodidetal otn Xpovia atpdAvon mov ekAveL
eAevBepn awpoo@atpivn, pe emakolovBo TN peiworn Tov povogetdiov Tov alwtov Kt

xpovia ayyetoovomnaot). Ilpoteivetal n) xopriynon vdpo&uovpiag 1 petayyioelg.

o Kapdik
Ewdwn xapdopvondbela tng Spemavokuttapikng vooov dev meptypagpetat. Opwg n)
xpovia vro&ia kat to avénpévo épyo tng kapdidg odnyovv oe mpwipn peyéduvon twv
KapSLlaKkwV KONOTATWYV Kat LIepTpoPia Tov pookapdiov. Eva pukpd mocootod maoyo-
viwv ekdnlavel deld kapdiakr| avemdpkela katd T Sdpketa 0&€og Bwpakikov ouv-
dpopov (Mekontso Dessap A., R. Leon et al 2008). Exovv emiong meptypagei mepimtw-
0e1G 08€0G EUPPAYHATOS TOV OKAPSiov XwpiG Vo LTIAPXOLY AANOLDOELG TWV OTEPA-
viaiwy, evEeXopévwg AOyw avenapkoig ayyeiwong Kat 0§UYOVwonG TOL LTIEPTPOPLKOV

pvokapdiov (Serjeant GR. 1992).

o 'Hrap xat yoAngopa
Adyw G xpoviag apolvong Snovpyovvtat xohepvOpivikoi Aibot. H xohohbiaon €i-
vat ovx v and Ty epnPikr akopa nAtkia. Zvvidwg eivat ACLUTTWHATIKT, HTOPEL OpWG
va ipokaAéoet enetoodia dAhyovg oo §e€lo voxovSplo, xYohokvaTtitida 1) xohayyeiitt-
da. Eni emavadapBavopévwy enecodiwv empBarletat n xohokvotektopr} (Al-Mulhim
AS., FM. Al-Mulhim et al 2002).
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Ot emmhokég and To fmap mepthapPfdavovy: 1) v kpion eykAwPiopov aipatog oto
frap, 2) to kakondeg yohootatikd avvdpopo, 3) Tn Papid evéonmatikr xoAdaTAOT) Kot
4) ™ xpovia nratikn vooo. H xpovia nratikr vooog oe acbeveig pe SpemavokuTTapIk
vO00 ogeiletat katd kKOpto Aoyo ot efwyeveig Tapdyovtes, OTwG oyeVveig nratitdes,

ALHOTLONPWOT), PAPAKA, AAKOOALKT Kippwon, K.d.

Zadgvag

O om\rvag anotelei Bactkd Opyavo Tov Aep@ikov kat oteva ouvdedepévov e to St-
kTvoevdoOnAtakd cbotnua (AEE). Katd tn Sipketa tng epfpuikng (wrg kat péxptL Tov
6° UrvaL TNG KVNOTG EivaL EMPOPTIOHEVOG e TN AELTOVPYia THG AUUOTIOMONG, EVW HETA
TN YEVVNON AELTOVPYEL WG OPYAVO ATIOUAKPUVOTG TWV YEPAOTUEVWY EPLOPOKVLTTAPWY
Kat payokvTtapwong Paxtnpdiwv. Amotelel Opyavo pe onpavTiki avocoloyikn dpa-
OTNPLOTNTA, IOV KIVNTOTIOLEL Kot UVEeL Tr) un eldikr| pe Ty emiktnTn e1dikr avoooa-
TOKpLOT EvavTt Twv Tadoydvwy.

Zrov omMijva 1otodoyikd Siakpivovue, ) Tov epvBpd modeo, mov eivau vredBuvos yia
™Yy k&Bapon Twv yepacuévwy kol maBodoyikwy epripwy apooPaIpiwy, Kl HEow TwV
UAKPOYEYWY YIo THY OYWVIVOTIOIN 0N Kaul PayoKVTT&pwot] Twv maBoyovwy, f3) Tov Aev-
k0 OAQO, mov OYETI(eTOU pE THY EMIKTHTH AVOTIX Kl TIOPAYWYH AVTIOWUATWY, Koul
y) T SiaywpioTixy (v, mov ovvdéel Tic Aerrovpyies Twv 8vo mepioywv. Aroteleitan amé
paxpopdya ko B Aepporvrtapa. Ta B Aeupokitrapa ¢ SiaywploTikis (wvhs mapd-
YOUY QUOIKE XVTICWUATY, KUpiws IgM avoooopaupives, e onuavTiko podo oTny Taein
QVOOIXKY] ATIGRVTHON EVAVTL TWY EYKEKVOTWUEVWY PaKThpidiwy OTwS 0 OTPEMTOKOKKOG
THG TIVEVHOVIOG, 0 UnviyyITidoKokkos kot o aupogilog B 116 wglovévroas (Brousse V., P
Buffet et al 2014; Golub R., J. Tan et al 2018).

>tnv SCD o omArvag giva To Tipwto Opyavo Tiov vgioTaton PAAPN, Aoyw emavelAnppEvwy
EUPPAKTWY KAl LOXAUAG. 2TOVG TEPLOaOTEPOVG aoDeVeiG, S TPty amd Ty nAwkia Twv 12
UNVW@Y, TIAPATNPELTAL TIPOOSEVTIKI] ATPOPIt KAl AEITOVPYIKT] AOTANVia IOV YeVIKeDETaL
péxpL v nAkia Twv 5 etwv. Ooo eviovoTepn 1) ApOAVOT), TOOO TILO TIPWITN 1) AEITOVPYIKT
aomAnvia (S/S > S/Bthal > S/B*thal). H Aertovpyikr) aomAnvia €xet EMITTWOELG TOOO OTN
BTk avoTNTA, 600 KAt 0TNY avocoAoyIKr GUUPBOAN Tov oTAfva, He amoTéAeopa
ooPBapd kivéuvo kepavvoPorov onpaipiog dtaitepa ot TAUdId KATW TwV 3 ETWV.

H Aertovpyikn} avemdpkela Tponyeital TnG atpo@iag Kat (TOpEL Vo CUVUTIAPYEL e

omAnvopeyalia, Waitepa otnv maudikn nAwia. H omAnvopeyaiia otn SCD anodi-
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detau otV mpoodevtikn mayidevon dpemavokvTtdpwy oTov epBpd TOAPO (Serjeant
GR. 2001), kaBw¢ kat oe Aopddelg mapayovTeg, 6Twg n ehovooia. H napovoia HbF
Kot 1 ouvonapn a-Bakacoatiag, EAATTWVOLY TN CLUXVOTNTA TWV AYYELOATIOPPA-
KTIKOV emelcodiov kat emrtpémovv T datrhpnon ¢ peyaloonAnviag (Higgs DR.,
BE. Aldridge et al 1982). Otav o omArjvag mapapével SOYKwUEVOG, Ot ETUTAOKEG TTOV
pmopel va eppaviotovv eivat ) kpion eykAwPiopot kaL o ypovios vEPOTANVIOUOG O
omoiog xapaktnpiletat ano mepartépw Ppayvvon g {wiig Twv epubpwy, Aevkomevia
kau BpopBomnevia. Kat yia tng dvo emumhokég evdeikvutat n omAnvektour (Stuart MJ.
and RL. Nagel 2004).

. Ooté

Ot PA&Peg oTa 00TA TIPOKANOVVTAL APEVOG HEV ATTO TNV LTIEPTAATIA TOV HVEAOD TwV
00TWV AOYw TNG SLapKovG ALIOTIOINOTG, APETEPOL e ATO EUPPAKTA KAl VEKPWOT AOYw
TWV AYYELOATOQPAKTIKWYV Telcodiwv. XapaktnploTikn givau 1 kabilnon omovéviwy
Kal 1 AONTTN VEKPWOT| TNG KEPAANG Tov pnptaiov ootov (ANKM), mov amotelei
ovxvoTepn 0oTikn avwpalia. Ot vekpwoelg cuviBwg evtomifovtat kovtd oe apBpw-
OELG, OTIOL LTIAPXEL HeyaAVTepT LTTOEia Kot ] TAPATTAELPT) KUKAOQOpia elvat avemapkng
(Diggs LW. 1967).

To aVvdpopo Xepwv-modwv eivau GLXVE TO TPWTO CVUTTWHA artd Ta 00Td oty SCD.
Ogeiletat o€ ofgia ayyeLOamoQPaKTIKT| Kpiom o€ TaudLd AKiag KATw Twv 7 £TWV, Kupiwg
6 pnvav éwg 2 etwv. IpooPdiiet Ta 00T TwWV SAKTUAWY TWV AVW Kot KATW AKPWY, Ta
omola TEPLEXOLY AKON EPLOPO VEND TWV OOTWY, TIPLY VIO TPAPEL O WY PO O HeyahbTe-
peg nAikies. KAvikd eppaviCet 00 kat emwduvo oidnpa evog 1} meptocdtepwy SakTuAwy,
Ue TIEPLOPLOPO TNG Kiviong kau ouvodod TVPETIKT Kivon Kat AevkokuTtapwor (Serjeant
GR., MT. Ashcroft et al 1973; Karpathios T., P. Nicolaidou et al 1977). Ta nepioootepa
eneloodia Sapkovy mepimov pia efdopada, evw peta amod 2 efdouddes eival eppavig
AKTIVOAOYIKA 1) Ttaparywyn véov ooTith totov (Almeida A. and I. Roberts 2005).

Zmdvia To oVVEPOpO XePWV-TTOSWY Umopel va 0dnynoeL o€ mpwipn 6OYKALOT TwV OV-
(evkTIKDV XOVOpwWY, He anoTéAeaa PpaxVTePOLG TOL PuaLoAoyIkol SakTvAovs. H dwa-
@opikn Sidyvwon mepthapPdvel Ty ooteopveitida, Tn Aevxatpia kot AAAeG Aowdelg
Kat pAeypovwdelg kataotaoels. H avTipetmon eivat Katd Kavova CUUTTOHOTIKT Kat
0TOXeVEL TNV EVUSATWOT, TNV AVOAYNTIK aywyr Kol TV KATamoAépnon mbavrg ov-

VUTIdpXOLTaG AoipwEng pe avTiBloTika.
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Og¢Oaluoi

H onpavtikdtepn PAAPn otovg opBalpovg eivat i vrepmAaotikn appiBAnotpoetdo-
naBeta, 1) omoia pmopei va pokaAécel apoppayia péoa oTo varoeldég pe Tapodikn
Satapaxn ™G dpaong i anokdAAnon Tov apPPANcTPoeldovs Kat Kivouvo OpLOTIKAG
TOPAwonG. ANeg Statapayég mepthapPdvovy Ty eikoeldn} mopeia Twv ayyeiwy Tov
ETUMEPUKOTA, toYaupia Tov pdadiov Balapov, atpogia g iptdog, amdppagn g Ke-
VIpIKNG apTnpiag Tov ap@iBAnotpoeidois, ko apoppayies (Emerson GG. and GA.
Lutty 2005). Ta o@BaApoloyikd mpoPApata gival mo ovxvéd 0TOVG TAOXOVTEG e
HbSC kat HbS/B* mapd o€ avtovg pe HBSS.

Aépua

Ta xpovia deppatikd €Akn amotehovv TV Kupla emmAokr and To déppa. Eivar mo
ovxVvd oe dvpeg peyakbTepng nAkiag, eva ivat o omavia oe ATopa e cuVLTIApEN
a-0akaocoaupiog, oxetuca vy ohkr) Hb kat HbE Epgavifovtou avtopora iy peté and
Tpavpa, evromiCovTtat 0To SEpa TwV KVIHWYV Tévw amd Tov £§w 1} é0w aQuPO Kal givat
Suvatdv va empolvvBovv kat va mpokalécovv ovotnuatikr Aoipwén. AkoAovBei ua
nopeia evaAAaywv eMOVAWONG Kat LTOTPOTG €Tl TOAAG £tn. H avtipetwmion tovg i-

vat ovvtnpntikn (Serjeant GR. 1974).

Evdoxpivoloyixa mpoPAjuata

Ot evdokptvohoytkég Statapaxés otnv SCD amodiSovtar kupiwg otnv ogeldwtikn
BAAPn, mov mpokaeital and TNV TOEKOTNTA TOL O181POL AOYW XPOVIWY HETAYYi-
0ewV, AAAd Kal OTIG OLXVEG AYYELOATIOPPAKTIKEG KPIOELS, TNV emakoAovdn oTikn
oxaupia, Aeypovy kat SvoAertovpyia Twv evdokptvav adévwv. Ot To oLXVEG ev-
Sokpvohoyikég kau peTaPoAikég Statapayég mov avapépovtal oe pia HeAET pe 52
naudid kat €pnpovg pe SCD, frav n avendpketa tng vit. D (84,7%), avtiotaon otnyv
tvoovAivn (11,5%), avemdpkela avntikng oppovng (3,8%), vokAvikdg voBupeoet-
Siopog (3,8%) kat vroyovadiopdg (1,9%) (Mandese V., EE. Bigi et al 2019). Zvykpt-
Tk} peAétn petald petayyooefaptopevwy macxoviwy pe opoluyo Balacoarpio
Kat petayylopevwy taoxovtwy pe SCD, €dei&e peydaAn Stagopd otn ovxvoTnTa TV
Statapaxav, viép v Balacoapkwy acbevav, Onwg cakyapwdng Stafrtng 13/2%,
vnoyovadiopog 40/4%, vmoBupeoetdiopdg 10/2% kat vohetmopevn avantvgn 33/7%.

Qo1600, Tapd o avgnuévo Qoptio O8NPOL TWV HETAYYI{ONEVWV TTACXOVTWY e
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SCD, 8ev vrrp&e Stagpopd o€ oxéom pe Toug pn petayyiopevoug maoxovteg pe SCD,
YEYOVOG IOV LTTOSNAWVEL OTL 1] VTTOKEIPEVT] VOOOG SUVATOV Va eTSPA TIPOOTATEVTIKA
EvavTL TNG evOoKkpvoloyikng PAaPng mov oxetiletau pe Ty ToIkOTNTA TOL OIdTIPOL

(Fung E., P. Harmatz et al 2006).

o MaevTikd kot yvvaikodloyika mpofAfuata

Ot yvvaikeg pe SCD avtipetwmnifovv coBapois kivdhvovg oe TepinTworn eyKupHoov-
VNG, evw o€ kivduvo tibetan kat ) {wr) Tov epPpvov. Ot emmAokég Tov agopody aTnv
vyeia TG eykvov mepthapPdvovy avgnuévn ouxvotnta Aowéewy, OpopPoepPoAt-
KWV kpioewv, 0§ Bwpakiko ovvdpopo kat tpoekAapyio. Ot emmAokég and o éuPpvo
ogeilovtal Kupiwg o€ Slatapaxeg TnG pong Tov aipatog otov mAakovvta. Ilepthap-
Bavouv avtodpateg amoPfolés, emPpdduvorn g evourtplag avantvéng yévvnon
vekpov epfpdov 1 veoyvos pe edattwpévo Bapog. H mpogulaktikr xopnynon pe-
TaYYloEwV alaTog UMopel Vo EAATTWOEL TT) VOOT|pOTNTA TNG EYKDOV, XWPIG OpWE Va
Betiwvet Tig emmhokég and To EpPpvo. EuPpua untépwv pe alloavoosomnoinon ano
petayyioetg, evééxetat va avantofouv Baptd apovtikn avoupia (Villers MS., MG.
Jamison et al 2008; Malinowski AK., N. Shehata et al 2015).

8) Aowpwierg

Ot Mowéelg amotehovv pia anod Tig kOpLeg attieg voonpotntag kot Ovnréotnrag otnv
SCD, iaitepa ota matdid. O mupetdg anotehel pwtevov ovpmtwua évapéng Tng Aoipwéng,
YU avto mpémet va afloloyeitat pe iaitepn mpocoxn. [upetdg mov ovvodedetan amd movo
dev mpémet ef oplopov va anodidetat oe ayyeloamo@pakTikn Kpion, uéxpt va amokAetobei n
Aoipw&n. Zuxvotepeg KAVIKEG OVTOTITEG eivat ) onyaupia, 1) pnveyyitida, 1) Tvevpovia kat ot
00TIKéG evTomtioels. Ta ouyvoTepa idn Twv taboydvwy mov Tpokalovv Tig Aowielg eivat:
O welovéviag tomov f, ov mipooPdael peyavtepa maudid. H prveyyitida xel wg Baowkr
QUTICL TOV TTVEUUOVIOKOKKO KAl TOV Unviyyitidokokko Kat TipooPdidet kupiwg Ppéen kot pi-
Kkpa oudid. H mvevpovia anotelei to ouvnBéotepo aitio o&éog Bwpakikod cuvdpopov ota
naudLd pe ovxvotepa maboyova To pukdmAaopa THE TVEVHOVING, Ta YAauDdie, TOVG LoUG TOV
avamvevoTikov Kat Tov mvevpovidkokko. H ooteopwelitida anotehei cofapry Aoipwén pe
ovvoTepo Taboyovo aitio T oadpovéda. AkoAovBovv o TVeUpoVIOKOKKOG, 0 OTAPUAOKOK-
koG, 1o kKodofaxthpidio, k.&. AopwEelg Tov ovpomoumTikod ovvBwg opeilovtan oe Kodo-

Baktnpidio kat aAAa gram apvntikd Baktnpidia. H onmtikn apBpitig eivat oxeticd omdvia
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(Booth C., B. Inusa et al 2010). Xe evdnuukég meploxég yia Ty eAovoaia, mapd T OXETIKN
npooTacia évavTt Tov Thacpwdiov falciparum mov dtabétovy ot taoxovteg pe SCD, 1) Aoi-
Hwé&n €xet ovoyxeTioTel pe emdeivwon Tng avapiag kot avgnpévn voonpotnta kat Bvnrotnta
(McAuley C., C. Webb et al 2010; Makani J., AN. Komba et al 2010). Xeyuonpo@Olaén éva-
VTL TNG eEAovooiag evOeikvuTal yla TOVG TAoX0VTEG TIov {ovv 1} oL Tagidebovy o€ evanLKkeég
nepoxes (WHO 2010).

H xprjon TOL avTUTVEVIOVOKOKKIKOV, VTILNVLYYOKOKKIKOD eufBoAiov kat Tov gpfoAiov
EVOVTL TOV AUHOPIAOV, 0€ GLVOVAGHO e TNV TIPOPUAAKTIKT) XOprynon mevikiAivig (100.000
UI /kg/d péxpt ta 10 kg B kou 50.000 UI /kg/d dvw twv 10 kg XB), peiwoe onpavtikd 0
voonpotnta and howwéelg (Gaston MH., JI. Verter et al 1986). Ze al\epyia otnv mtevikihivn
ovothvetat epuBpopkivn (500 mg Svo @opég v nuépa). Extog and efapéoerg (omAnve-
KTOWN), ] TPOPUAAKTLKI} Xoprynon mevikihivng dev éxet amodetyOei 0Ti eivat amoteAeopartt-
K1 HETE& TNV NAKia TwV 5 TV, Kat Sev uItdpXovV TeKUNpLwpéves odnyieg ov va kabopilovv
Tov Xpdvo Stakomrig g xeonpopvlagng (Hirst C. and S. Owusu-Ofori 2012). Zvotrive-
TaL ETHOLOG AVTLYPUTIKOG EUBOALAOHOG.

H avtipetomnion twv acBevav pe Oeppokpaocia mvw anod 38° C, mepthapPfavel epmetpikn

Xopnynon avtipioong evp€og PAoHATOG AUECWG HETA TN ANYN KAAALEPYELWY.

£) Yvxokowvwvika npofAnuata

Téhog, dev mpémel va ayvonBody ta Yyuxokovwvikd TpoPAfuaTa oV UTopel va Tpo-
KUYOLV 0Ta TAAOLa TOV XPOVIOL VOOTHaTOG. 20TO00, Ol IEPLooOTEPOL aobeveis Tpooap-
polovtan otn vooo. Yrapyouvy Opws apketol kivduvol eupaviong katabiwyng, atobnpatwv
petovegiag kau kovwvikng anopdvwong. H vootnpiEn and vy owoyévela, ) forbeta anod
TO LATPIKO Kal VOOTAEVTIKO TPOOWTIKO Kol EVEEXOUEVWG 1) TAPEUPAOT] KOLVWVIKHG VTN PE-

olog eivaw emBePAnpévn.
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EPTAXTHPIAKH AIAINQXH THX APEITANOKYTTAPIKHX NOXOY
Ot khaotiég epyaoTtnploié pébodot yio tn Sidyvwor) Twv SpemavokuTTaptkwyv ovvopod-
uwv eivou (Traeger-Synodinos J., CL. Harteveld et al 2014):

o Tevikn aipatog, emixplopa yia t poppoloyia twv epubpwy, StktvogpudpokvTTapa,
xoAepvbpivn, LDH.

o Aoxkpacia Spemdvwong (mpoadrjkn petadiBeiwdovg Na 2% oe evauwpnpia
ePLOPOKVTTAPWY KAl PHETATPOTIT) TOVG OE SPEMAVOKVTTAPQ).

o H)extpogpdpnon awpooeatpivng oe ofetkry kuttapivn (pH 8.4) 1) ayapodln (pH 6.2).

«  Yypn xpwpatoypagio vynAng andédoong (HPLC).

o Ioon)extpikr| eotiaon (IEF).

o Alvodwth avtidpaor molvpepdong (PCR).

H Siagopir} Sidryvwon petafd twv etepoluywTdv Kot TwV KAVIKOV HOPQOV TG VO-
oov, Ba BacloTel 0TOV TOCOTIKO TTPOTSLOPIOUO TWV AULHOTPALPLVIKWY KAAOUATWY TTov Bt
SLaxwpLoTOOV GTNY NAEKTPOPOPNOT Kat aTNY avalitnon Twv petaA\d&ewv e poplakég
TexVikéG. OL T000OTIAIEG AVAAOYIEG TWV AUHOTPALPLVWY Vit TOVG GLVADELS PatvOTUTIOVG
0TI XWPA HAG aVapEPOVTAL CUUPWVA HE TO ALaTOAOYIKO gpyaoTrplo Tov Nocokopeiov
[Maidwv "H Ayia Zogia". (Mivakag 13).

Ilivaxag 13. Aspatoloyixé ket HAeKTpo@opyTIKG EVPHURT TWV APETAVOKVTTAPIKWY CUVEPOUWY.
S/0, S/D, S/E, S/C: amé A. Marsh and E. Vichinsky, in Postgraduate Haematology, 7" Edition by V. Hoffbrand et al 2016.
HAEKTPO®OPHZH AIMOZ®AIPINHE (%)

FONOTYNOE Hb*  MCV
HbS  HbA  HbA, HbF*™* ‘AMnHb
S/A ® ® | 3550 5060 23 24
SIS 80 ® | 809 0 23 5-30
S/p° 83 1 |25 o0 45 2-15
S/p 115 | | 6075 1030 45 520
S/5p° 90 | | 608 0 02  10-15
S/Lepore (5p)* 110 I 6075 0 23 3540 Lep: 10
S/HPFH ® oAl | 6080 O <25  20-40
s/0,.., 80 ® | 4550 0 47 0,45
S/D 82 ® | 4050 0 23 255  D:50
S/E o | | 5060 0 45 E.30-35
s/C 110 | | 450 0 14 C:40-50
SS/a° (-a/-q) 85 | |79 o 34 10-20
SS/a* (-a/aa) 90 I |79 o 34 10-20

*Méon tun: g/L ** Ot ieg tng HbF dlagoponotlouviat avaoya pe tnv nAki{a. @: @ualohoyikd enineda
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OEPAIIEYTIKH ANTIMETQIIIXH APEITANOKYTTAPIKHX NOXOY

H xpovidotnta kau n) armpoPAentn eEMEN Tng kAwvikng etkdvag s SCD emPdAovy 1600
Vv KaBEpwon Kavovwy TPOANYNG Twv Kpioewy, 600 kot TV evOedetypévn OepamevTikr
Toug avTipeTmior. IIpodmobeon pag ohokAnpwpévng Staxeiptong Twv TpoPAnpaTwY oL
Ba tpokvyouy, eivau 1) Evtadn TwV TACXOVTWY 08 TIPOYpAppaTa Tapakolovdnong amd opd-
da eldikdv. Zvotrvetal 1) Tapakolovdnon va yivetat avd piva Katd Tov TpwTo XpOovo TG
{wne, kaOe 2 prveg péxpL TV NAKia TWV 3 ETWV KL 0T CUVEXELL AVANOYQ e TNV KALVIKT
eEEAEN. Axkdpa kat av 1 vOoOG TApAUEVEL PAUVOUEVIKA ACVUTTWUATIKT, EMPAANETAL TOVAA-
xtotov 1 81d Piov eTrota TapakoAovOnon’.

AT TG TpWTEG EVEPYELEG lval 1] EVIIUEPWOT] KAl EKTIAUOEVOT) TWV YOVEWY ylaL TV €yKal-
P AVAYVDPLOT) TWV CUUTTOHATWY Kat avadiitnon watpikng BoriBetag. Evdektika, avapépe-
Tat 1 dpeon atpikny e&étaon oe kabe eumbpeto enelcddio (38,5° C), dmwg kau 1) expddnon
™G YNAagnong Tov omAnvog ano tovg yoveig (Telfer P, P. Coen et al 2007).

Ot mpooeyyioelg Tov epappolovTal oTjHepa OTOXEVOVY TOOO 0TI YEVIKOTEPT) AVTIHETW-
TUOT| TNG VOOV, 600 Kat otny eldikr| Ogpareia Twv emmAokwY OTwg avapépdnke ota avti-

oToLxa Kepaata.

Metayyioeig Aipatog

Ot petayyioeig epuBpwv atpoogatpiwv and euotoloyikots doteg Stopdwvovv Ty avau-
pia, kataoTéAovy T ovvleon kat pewwvovy To mocooto g HbS, Bedtidvovtag €tot Tig
KAWVIKEG ekdnAwoelg TG SCD. Xopnyouvtal ite wg amAég petayyioelg eite wg agatpa&o-
petayyioelg (ADM). Me v ADOM emrvyxdvetat Tayeia peiwon Tov mocootov tng HbS
(<30%), xwpig va StaktvSuvevetat avgnon tov Het kat Tng ylowdtntag Tov aipatog, 1 n
ovykévipwon odnpov. fia Ty anoguyn Tov Ktvdvvov LIteEpYAOLOTNTAG, 0 OYKOG TWV [e-
Tayyopevwv epubpwv dev mpémel va eivar peyakbrepog twv 7 mL/kg kou p Hb petd and
am\n petdyyton 1 AOM va pnv vrepBaivet ta 11-12 g/dL. Ot AOM ovvBwe egappolovat
0€ TEEPITTWOEL BAPLEG KL TIAPATELVOUEVNG ETWEVVIG KPIOT|G, 08 0&Ea aryyeLaKd EYKEPAAIKA
eneloodia, Kal oe mMpoeTolpacio ya avaiodnoia kot xepovpyikr emépPaot). Exovv emiong
xpnotpomownOei katd To TEAEVTAIO TPIUNVO TNG EYKVHOOHVNG YLoL TNV TIPOANYT EMMAOKWY

OTN HUNTépa Kat Kupiwg yia Tn peiwon e Ovnopotntag tov pPpvov.

7. National Institutes of Health. The management of sickle cell disease. NTH Publication No 02-2117;1984.
Revised June 2002.
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Ot petayyioeig dev amotelovv otabepn Bepancia oty SCD omwg otn Balacoapia,
oA pHOVo el GLYKEKPLUEVWY 0EEWV 1) XPOVIWY KaTAOTACEWYV (IMivakas 14), av Kat o PiBAL-
oypagia avapépovtat StapopeTikég evOeiEels avaloya pe TNV TPOEAEVOT) TWV TTACXOVTWY
(Rees DC., TN. Williams et al 2010).

Iivaxag 14. Evdeileis yia petdyyion 1 apapaouerdyyion oty dpemavoxvrrapixii véoo.

I. O=EIEX KATAXTAZEIX Il. XPONIEX KATAXTAZEIX
Eykepahikod enetaddio - AOM Metd and eyke@aAko eneladdlo
Aw6Auon, coBapn avaia MNawa pe TCD>200 cm/sec
AnAactikn kplon [Nveupovikn unéptaon
Kplon onAnvikoU eykAwBLopou Kunon (Het <10-11 g/dL)
0&U Bwpakikd auvdpopo (00Y) - AOM EnavaAapBavépeva eneigddia 00

Avendpkela opydvwy: (NMATKA VEQPLKNA,

[MoAuopyavikn avendpkela - AOM ; p
KapdLaKn, avanveuoTikn)

Aupiofntolpeveg evosEelc:
[Npogyxepntikd - AOM (ouxveg EAK, EAkn Kvnpwv, NpLantopac,
donmtn VEKPWAON KEQAANG pnplafou)

Enwduvn ayyeloano@paktikn kplon (EAK)
Ynawuia > AOM

Anocdnpwon

H naBoyéveia g arpoodnpwong otn SCD Sagépet and avtn otn Oakacoarpia, pe
1O1atTepdTNTEG TOOO GTOV HETABOAIOHO, 60O Kal 0TV avakOKAwaGT Tov odrpov. Ztnv
SCD, 6nwg kat otnv evitdpeon Balaooatpia, Tov oL petayyioelg Sev eivat cuoTnUATL-
KEG, | AOPPOPNOT TOL OLOMPOL yiveTal KVPIWG aTtd TO EVTEPO. ALAPOPEG LTIAPXOLY KAl
WG TPOG TOVG LOTOVG IOV TTIPOOAApBAVOLY GidN PO, Kat dpa Kat WG TPOG Ta dpyava mov
veiotavtat BAaPn. Hapadetypa n omavia otdnpwon tov puokapdiov Kal N HKpOTEPN
ovxvotnta evéokpivomadelwy, mov mapatnpeitat otnv SCD (Wood JC., JM. Tyszka et
al 2004; Vichinsky E., E. Butensky et al 2005; Porter JB. 2009). H diag@opetikr) mpo-
oAnyn otovg toTovg anodidetal otnv enidpaon Twv VYNAWV emédwv PAeypoOvVWSWDVY
Kutokivwv otnv SCD, nov Bewpeitat 61t evodwvovy v TpdoAnyn odrpov and Ta
pakpo@aya kuttapa oto AEX kat ta vepd, og oxéon pe tn Oakacoaipia mov o aidnpog
amoBnkeveTal KVpiwg 0Ta TAPEYXVHATIKA KOTTapa Tov fratog (Walter PB., P. Harmatz

et al 2009).
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T v ektipnon tov @optiov Tov CIdNPOL givaw TpoTdTEPN 1 aloAdynon tov LIC
EVaVTL TNG PeppLtivg, kKabwg ta emineda tng Tehevtaiag ennpealovtat and GAeYLOVWSELS
KATAOTACELG TIOV OXETICOVTAL e TIG Ay YELOATIOPPAKTIKEG, OEELOWTIKEG KOl UUOAVTIKEG ETTL-
mAokég TG SCD (Walter PB., EB. Fung et al 2006).

Qg xpurnpo évaplng Bepamneiag amoodnpwong €xovv mpotabei ta emineda tov LIC,
Otav vrepPodv Ta 3 mg/g dw. O Oykog TwV peTayyioewy amotelel aglOMOTO Kat XprioLHo
SelkTn yla TNV eKTIUNOT TOL POPTIOL TOL GLONPOL. ZTOVG TACKOVTEG TIOL peTayyifovTat pe
ovumukvwpéva gpuBpa >120 mL/kg b.w., 1} >1 xpdvo pe pnviaieg petayyioeig, evoeikvutain
évapén Bepaneiog (Walter PB., P. Harmatz et al 2009). T600 1 amOTEAEGUATIKOTNTA, 00O KA
N ao@deta Twv XNAKOV ovotwv Sev Stagépovy and avtég yia T Badacoapio. Emgulaln
exppaletat otn xprjon e Segepactpogng (DFX) oe mdoxovTeg pe veppoloytkda mpoPArpa-
Ta, Tov eivat ovxva otnv SCD (Aydinok Y., A. Kattamis et al 2014).

ImAnvektoun

Me Sedopévn tnv e&éhiEn tov omhrva oty SCD, mov odnyei oe Aettovpyikr) aomAnvia,
OTIG TIEPLOCOTEPEG TIEPIMTWOELG eV LTIAPYEL AvdyKn Xelpovpyikng emépPaonc. IIpoPAnua
OTANVEKTOUNG Oa TPOKVYEL OE TTEPIMTWOELG CUUMTWHATWY VTIEPOTANVIGHOD IOV EMHUEVOLY
1] O€ TEPIMTWOELS EMELTOSIWV 0E€0G OTANVIKOV eyKAwPiopov. To epwtnua mov TiBetal givau
To péyebog Tov kvduvov 6oov agopd oTig AomEes, kat 1 nAkia ov Ba mpoPovye oe
omAnvektour. Znpepa pe T BeAtioon Tng voonpotntag, pe Tn Ponbeta Twv epfoliacuwy,
TNV TPOANTITIKN XPonN AVTIPIOTIKWY KAl TNV 0pYavwpévn Tapakolovdnon twv acbevav,
dev kaBopiletar otn PiPhoypagio amayopevTikd nAKako 6plo, kabwg ekel Tov vIapxe
oa@ng £voelgn omhnvektoprg pémet va yiver. H anogaon Paciletoun oe e€atopuxevpéva kpt-
pta otabpifovtag Toug Kivdhvoug £vavTt Tov 0PEAOVG.

EvaAlaxtikr mpoonaBeta peptng omANveKToung oe pkpd maudid e otoxo Tn Statn-
pnon kamotov Padpod avooiag, Sev €édwoe kKaAbTepa anoteAéopata oe OXEOT Ue TNV OAKN
omAnvektopr| (Svarch E., I. Norder et al 1999). Zfjuepa n pébodog emAoyng eivau ) Aamapa-
OKOTIUKT) OTIAIVEKTO).

ZuviOn APATONOYIKA EVPTHATA UETA TH OTIANVEKTOM €ivat 1| AEVKOKLTTAPWOT) KAt 1|
OpopPokuTtapwon Ta omoia KATA Kavova EMavEPXOVTaL 0Ta apXIka Tovg emineda oe Ot-
dotnpa gvog étoug (Brouse V., P. Buffet et al 2014). Xta wpipa epuBpd mapatnpovvtan ta
owpdtia Howell-Jolly. Eivat evdokvttaptkd £yKAeloTa, KATAAOLTA TOL TTVPHVA, TTOL QUGLO-

Aoytkd amopakpvvovtal (Pitting) amé tov vy omAva (Buffet P, G. Milon et al 2006).
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Enaywyn Eufpvikng Atpoogaipivig

H apoogatpivn F apepmodifet tov molvpeptopod e HbS kou 1y mapovoia tng oe vynid
OXETIKWG TTOOOOTA GUVEETAL e NTILOTEPT) EKPpaoT) TG vooov. Eival yvwotod o1t oe kata-
0Taoelg S1Eyepong TNG Aomoinong Hetd and adivon 1 amhaoia avédvouy ta emineda
¢ HbF oto mepigepikd aipa, mbavotata Aoyw emrayvvong g wpipavong twv mpoPad-
uidwv g epvBpag oepdg (Elford HL. 1968). Ta dedopéva avtd odiynoav otn xpnoto-
TOINOT OPLOUEVWV KUTTAPOTOEIKDV QAPUAKWY TIOL HTOPOVV V' avfoovy Ta emineda Tng
HbBE onwg n 5-alakvtdivn, n fovcovdgdavn kat i vdpo&vovpia (vpofukapBaidn). Ano
avTég, 1 vdpovovpia (HU) anedeixbn wg n kataAAnAdtepn kat ac@aléotepn ovaoia, Ka-
B¢ eppaviCet xapnAr tofudtnTa Kot Taxéwg avaotpéyipn pvehotokataotor (Lanzkron
S., JJ. Strouse et al 2008). Xtnv Auepikn £xet eykpiOei o 1998 (FDA) kat otnv Evpwmnn to
2007 (EMA). H HU Bewpeitat péxpt onpepa wg n KVpLa 9ApUAaKOAOYIKT ovaia, TTov Umopei
Vo TIpooTatevoeL and Tig emmlokég TG SCD, va Pektidoet Ty motdtnTa {wig kat va av-
&noetL to mpoodokipo g emPiwong twv acbevav (Brawley OW,, LJ. Cornelius et al 2008;
Voskaridou E., D. Christoulas et al 2010). ZnpavTikog aplOpog acbevawv otovg omoiovg xo-
pnynOnke HU avgnoav tov aptBud twv epubpav mov nepiéxovy HBE 1o ouvolkd mocootd
¢ HbF kat g ovvolikng aupoo@aupivig mov kukAo@opei. 1o 50% Twv MepmTwoewy
napatnpridnke eAdTtwon Twv avaykwv Tovg ot petayyioelg (Charache S., ML. Terrin et al
1995). Emmpoofétwg, n HU elattavet Tov apBpd twv ovdetepogilwy kot AEK, pewwvet
TOV KivLVO VITEPTNKTIKOTNTAG KAt TWV avTISpAcewy CUYKOAANONG TwV KUTTApWY, StabéTel
avtipleypovwdelg 1dotnteg (Costa E and K. Fertrin 2016), kaBag kat av&aver tn Prodiabe-
opotnta tov NO (Gladwin MT., JH. Shelhamer et al 2002).

H euneipia amo t xprion s HU o€ vima kat peyaAvtepa maudid, av ko givat oxeTid
TepLopLopévn, ovpBadiel pe avtryv Twv eVIAIKWY 0G TPOG TNV ACPAAELR KAt TIV AmoTeNE-
opatkoTnTa G Oepaneiag (Kattamis A., E. Lagona et al 2004; Wang WC., RE. Ware et al
2011). Ze pia oudtatpikr| KAk peAétn mapatnprOnke afloonpeiwtn peiwon g ouxvo-
™Tag Twv enwduvwy Kpioewv oe TOAD pikpég nAikies, 9 unvav (Ferster A., C. Vermylen et al
1996), evw ot pia &AAN @avnie ) evepyetikn emidpaon g HU otny mpoAnyn eykepalikwv
eneloodiwv oe maudid pe maboloyiko TCD (Adams R]., VC. McKie et al 1998).

Ot evdeiteig xopriynong g HU, n Socoloyia oe evnhikoug kat moudtd kat 1 mapako-
AovOnon ao@alelag Kat amOTEAESHATIKOTNTOG TNG Oepameiag avapépovTaL GUVOTITIKG OTOV
Hivaxa 15 (Qureshi A., B. Kaya et al 2018).
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Iivaxag 15. Oepamneia pe vépo&vovpia o1y dpemavokvTTApIK] VOGO,

Evéeierg xopriynong HU: 3°

« e evnhikovg pe HbSS 1} HbS/Bo mov vméotnoav tpeig 1) meploootepes, HETPLES
1 0oPapég enwduves Kpioelg o€ SLIAOTNUA EVOG £TOVG,.

«  Xeevnhikovg pe HbSS, HbS/Bo 1) HBSC ko xpdvio movo 1§ ooPapry avaupia,
mov epmodiovy Ty kabnueptvi) Tovg SpacTnPLOTNTA KAt EMPAPUVOLY TNV
notoTNTa {WNg TouG.

o ZeevnAikoug pe HbSS 1 HbS/Po kau o€ 1 emavakapPfavopevo Bwpakikd
o0OVOpopLo.

o ZeevnAikovg pe HbS/B+ 13 HBbSC mov vréotnoav tpeig ) meploodtepeg,
HETPLEG 1) 0OPapég ayyeloamoPpaKTIkéG 1) enwOVVEG kpioelg oe SlaoTnpa
€vog étovg kat Tov epmodifovy v kabnuepvry Tovg SpacTnpoTHTA KAt
emPapvvovy Ty mototnTa (wng Tovg, culnTrhown n xpron HU.

o ZePpépn 9 unvawv kot VAT WG 42 Pnvay, aveEapTnTa and Ty KAWVIKY
BapvTnTa, cvothvetat tpoAnmrikr xopriynon HU.

o e peyahbtepa moudid, >42 pnvav, pe HbSS 1 HbS/Bo ko
emavahapPavopeves enwduvves kpioelg 1 Tov vEaTnoav d00 1| TEPLOTOTEPA
o&éa Bwpakikd emelcddia.

o Zepeyahbrepa maudid, >42 unvav, pe HbSS 1) HbS/Bo pe vro&outio,
npwteivovpia, emPapvpévn TCD 1| onpavtikr xpovia avouptio (Hb<70 g/L),

TIOV GLVTPEYEL KIVOLVOG ETIPAPVVONG TWV OPYAVWYV.

Zyxetkny év8eiEn xopriynons HU amotelei o mplamopog Kot i) TVELUOVIKT LTEEPTAOT), Ka-
Bwg kat og aoBeveig e 10TOPIKO ayyelakoD eykealikoD eneloodiov mov advvatovv 1 dev

emBupovv va akoAovBrioovy mpdypappa peTayyioewy.

8. Standards for the Clinical Care of Adults with Sickle Cell Disease in the UK, 2nd Edition, 2018.
9. Sickle Cell Disease in Childhood: Standards and Recommendations for clinical care. 3rd Edition, Nov. 2019.
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Aocoloyia HU:

« Evap&n Bepaneiag oe evyhikovg, 15 mg/kg nuepnoiwg pe fabpuaia avénon,
av XpelaoTel, katd 5 mg/kg nuepnoiwg avd Staotnpata 8 efdopadwy. Méon
doooloyia 25 mg/kg kat uéyiotn 30-35 mg/kg nuepnoiwg

o  Emiveppikig avendapkelag, 5-10 mg/kg nuepnoiwg.

»  Evap&n Bepaneiag oe vima kou pkpa moudid, 20 mg/kg npepnoiwg pe avatepn
doon ta 500 mg.

IMapaxoAovOnon ac@alelag Kat ATOTEAECUATIKOTNTAG:

o ApXikOG epyaoTnplakog ENeyxog pe yevikn aipatog, AEK, enineda HbF kat
Broxnuukog éheyxog AettovpykdTnTag nratog kat veppwv. Emavéleyyog
YEVIKIG QilaTog ava prjva PEXpL OpLOTIKOTIO oW TG doooloyiag. Xt
ovvEéxela emavéNeyxog avd 2-3 prves.

o Xt0x06 NG Oepameiag eivau n avgnon twv emmédwv g HBE o0 apbudg twv
ovdetepo@ilwv 1.5-2.0 x 109/L, kau 0 andAvtog aptBpuog AEK 100-200 x
109/1.

o YynAd apyxikd enineda HbF Sev avaotéAovv v évapén tng Oepaneiag,
epOoOV LITApYEL EvEeld).

«  Awaxomr Tng Oepameiog av Ta ovdeTepdPha eivan </= 1x109/L, Tt
awpometaAta </= 80x109/L, n Hb <45 g/L 1 peiwon >20%, kat AEK
<80x109/L, péxpt va amokatactabovv ot TIuég.

»  Enavévap&n Bepamneiog pe xapnAotepn So6on katd 5 mg/kg nepnoiwg anod tmv
Tehevtaia Socoloyia.

o Khwvixn avranoxpion otn Oepamneia avapéveton petd and 3-6 uéxpt kat 12
pveg amo v évapén.

o Mn avgnon tov MCV 1) ¢ HbF dev anotedobv évdelén un avtamokpiong
otn Oepameia.

o Xvotrvetau ) Stakomn) g HU oe On\d{ovoeg pntépes.

Zug avemBounteg evépyeteg mepthapPavovtan n puelotodikotnta (ovdetepomevia,
OpopPomevia), av&nuévn ovxvotnta ohtyoomeppiog 1) alwoomeppiag, yt'autd cuoTveTAL N
@ONagn oméppatog ipty and T xoprynon HU (Berthaut I, D. Bachir et al 2017), yaotpevte-
pikég Statapayég (Charache S., ML. Terrin et al 1995), Suvotpogia ovixwy, TpYOTTWON Kat
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mBavwg TpokAnon atovwv ekkwv. Agv vrapyovv enapkeig evoeiels ov va vootnpilovv
Aevxapoyovo dpaon (Steinberg MH., WE McCarthy et al 2010). Exet Stamotwel onpa-
VTIKI EAATTWOT) TOV OAKOD aplBpod Twv Aepupokvttapwy, Twv CD4 kat Twv pvnuovikwv T
AeUPOKVTTAPWY, O€ CUYKPLOT] e TToxovTeg oL EAafav etkovikn (placebo) Oeparneia, xwpig
auTd va Snpovpyel onpavTikég avoooloyikés Statapayés. H xopriynon vdpofvovpiag dev
ennpedlel TNV avTIoWHATIKY amdvTnon oTo eufolo évavTt Tov vevpoviokokkov (Leder-
man H., M. Connoly et al 2014). Av kat Sev €xet avagepBei To§ikdTnTa 08 £UPpLa, cvoTrve-
Tat aVTIOLAANTITIKY TTPO@UAaEN TO00 o€ yuvaikes, 600 kat og avdpeg, Tov Aappavovy HU
(Ballas SK., WE. McCarthy et al 2009).

AM\eg ovoieg mov endryovy v HDE Bewpntikd ac@aléotepes wg pn KUTTAPOTOEIKES,
eivat Ta tapdywya Tov Bovtupikod 0&£og kat dAAa Atapd o&éa Bpayeiog albaov. Ot ovoieg
QUTEG TIPOAYOLV TNV £KPPAOT] TOL Yovidiov Twv y-alvoidwv ota Tpoyovikd KOTTapa NG
gpuOpdg oelpdg (Stamatoyannopoulos G. and AW. Nienhuis 1992). Ta anotedéopata and
TN Xop1ynon avaldywv tov Bovtuptkov 0&€og oe acbeveig (e SPEMAVOKLTTAPIKT VOO 1)

eviiapeon B-Oalaocoapia eivat avTiQaTikd Ml TOL TAPOVTOG,.

AXoyeviig Metapdoxevon Awpornomntikev Kvtrapwv

H petapooyevon apxéyovwv aponomntikdv kvttapwv (MAAK), mapapéver n povn
Oepaneia iaong g SpemavokvTTapIkng vooov, e v mpoindbeon eacpdAiong ovy-
yevikov ovppatod §otn. Adyw TG pn mpoPAéyiung e&ENEng g vooov apyikd vinple
OKEMTIKIOHOG Yo TN evpOTepn anodoxn e pebodov (Davies S. 1993). H npatn Oepa-
nela pe petapdoyevon oe SCD €yve amo gvtuyr ovykvpia to 1984 oto Memphis tng
ApEpPIKTG, OTAV EQAPUOCTIKE YA TNV AVTHETOTLON 0&eiag Aevyauptiag o€ pia acBevry pe
SCD (Johnson FL., AT. Look et al 1984). Xtn cvvéxela epappootnke oto Bélylo to 1988
(Vermylen C., EE Robles et al 1988), kau otn TahAia to 1993 (Bernaudin F, G. Souillet et
al 1993). Ta amoteréopata mAéov eivat evBappuvTIKd, KaBws To T0000TO emPiwong me-
vtaetiag, xwpig vooo, avépxetat 0to 82, 86 kat 91,4% Twv MEPIMTWOEWY CUUPWVA [E TNV
avtioton PrpAoypagia (Bhatia M. and MC. Walters 2008; Freed J., J. Talano et al 2012;
Gluckman E., B. Cappelli et al 2016). Qot600, Tapd TOV TEpATTIO AplOpd TAoKOVTWV e
SCD otov koo (~280.000 yevvrioelg eTnoiwg) £xovv avagepbei mepimov 1200 mepintw-
oelg petapooyevoewv (Bhatia M. and S. Sheth 2015). Ano peydAn moAvkevTpikr| peAétn
TPOKOTITEL OTL 5% TwV acbevwy mebaivouv and emMmMAOKEG TWV HETAHOOXEVOEWY KAl EVal

10% éxet amoppiyel TO HOCXEVUA E EMATPOPT OTNV TPOTNYoLUeVH KatdoTaor (Walters
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MC., M. Patience et al 2001). [a Tnv ac@dheta Twv acBevav, £xovv mpotabei avotnpd
Kpurnpla (Mivaxag 16) (Fitzbugh C., A. Abraham et al 2014), To 8¢ Bpetavikd forum moudia-
TPIKNG APATOAOYIAG CUVIOTA TN HETAUOOXEVOT| O ATOHA NALKIAG KATW TwV 17 ETWV, HOVO
yta coPapég emmhokég TG vooov, mov dev avtamokpivovtal atny vdpofuovpia, OnwG

eivau Ta eykealika emelocddia (Olujohungbe A., L. Bennett et al 2008).

Ilivaxag 16. Evdeileis petapdoyevons aipomomikdy KUTTdpwy 011 SPETAVOKVTTAPIKT] VOGO,

AMOAEKTEX AMO®IZBHTOYMENEX

Y1wnnpd €UEPAKTA N KAl Pe VONTIKA

AyyElaKS eYKEQOAKO eMELOGDL0 Suoheoupyla

TCD>200 cm/sec YUnAS poptio owdripou
YUuxveg Endoduvec Ayyeloano@paktikec Kploelg Hnatkn BAGRN opedpevn otn SCD
EnavaAapBavépeveg kploelg nplaniopol Negpkn avendpkela e avaykn aodldAuong

O&U Bwpakikd cuvdpouo

H Apepwavik) Awatoloyir} Etoupeia meplopilet tig evdeifelg petapodoxevong AAK
OTIG TIEPMTWOELS eyKePalikol emelcodiov 1 maBoloykod TCD, kat og ovxVéG emwduveg
AYYELOATIOPPAKTIKEG Kpioels, Tov dev avtanokpivovta otnv HU kat Tig vedtepeg papua-
KevTikég ovaieg L-Thovtapivn, Crizanlizumab. Emonpaivovtat eniong ta kaAbtepa amote-
Aéopata yla TIG NALKieg KATW TwVv 16 €TV Kat TN XprjoT LOCXEVUATOS OUPAAiOV Awpov o
OXéOT| He HUENO TwV 00TWV."

Av ekapéoovpe ta tpoPAnjpata advvapiag epappoyng e petapdoxevong AAK oe xw-
PEG XAUNAOD LYELOVOUIKOD TIPOUTIOAOYLOHOV, OL TIEPLOCOTEPOL TIATXOVTEG OV dlabéTovy oL
Botd ovyyevikd dot. H xpnoomoinon pn ovyyevikov Sotwv avgavel T Ovnopodtnra kat
VOOTPOTNTA, TIOL OXETILETAL [E TIG TIOPEVEPYELEG ACVUBATOTITOG Kol KUPIWS amdppLyng Tov
Hooxebpatog, meplopifovtag £Tot TV aANOYEVY] HETAUOTXEVOT) Tty KVPLO BeparevTikd péco
(LaNasa G., E Argiolu et al 2005).

Tovidiaxn Oepansia
H avtohoyn petapooyevon yevetika tponomomnuévwv MAAK 1 n 8t6pBwon g pe-
taA\adng otn 6éon g PAAPNG, cuykataéyovtat peTagd Twv Sla@opeTikwy SuvatoTriTwy

napéuPaong oe yovidiako eninedo.

10.  American Society of Hematology (ASH), Blood Advances 5(18), Sept. 2021.



132 AIMOXZOQAIPINOITA®EIEZ

o Metagopa kot IlpoaOnxn uaiodoyikov yovidiov — AevTukoi Qopeis :
H 816pBwon g AKN pe yovidiakr| Oepameio amattel TNy amoTeAeOUATIKT] AVTIKATA-
0TaoT ToL TABOAOYIKOV |LE TPOTIOTIOHEVO YOVIOIO HECW UKWDY LETAPOPEWY (AEVTUWDV)
oe AAK kat Tn @uotoloyikn €k@paot) Tov oe epuBpomoinTikég oelpég. Ta yevetika Stop-
Bwpéva AAK emavemoikiCouv Tov puedd twv 0oTwv kot eEgAicoovTaL € GUOLOAOYIKA
npoyovika epuBpd (Chandrakasan S. and P. Malik 2014). ITocooté 20-30% pn Spema-
VOKUTTAPIKNG AUPHOOPAUPIVIG OTNY KUKAOQOPpia Eivat apKETO DOTE VAL TPOTIOTIOL|OEL TOV

KAWIKO patvoTuTo.

o AwbpOwon petaArans - yovidiaxt tpomomoinon:

Znuavtikn Oepanevtikn mapépPaocn yia v SCD, anotehei n mpoonddela emavepyo-
noinong g HBF péow tng yovidiakrg enegepyacios. Onwg avagépOnke, n adénon
Twv emmédwvy ¢ HbF oty kukhogopia mapeunodilel tov molvpepiopd e HbS. H
npoomdeta auTr) emiyelpeitat: a) pe Tn peloppvdiuon (downregulation) Tov yovidiaxov
napayovta BCL11A o omoiog givau vmevBuvog yia v katamieon g HbF petd
yévvnon (Chang K., S. Smith et al 2017; Frangoul H., D. Altshuler et al 2020), B) tnv
EVEPYOTIOINOT) TOL LTIOKLVITH TNG €KPPAOT|G Tov Yovidiov NG y-opatpivig oe Pdpog
™G P-opaupivng (Wilber A., U. Tschulena et al 2010) kot y) Tnv avamapaywyrn Tng pe-
taA\adng mov evBvvetan yia Ty HPFH pe amotéleopa ta avgnuéva enineda tng HbF
(Traxler E., Y. Yao et al 2016).

Neotepeg Oepanevtikég IIpooeyyioeig

Neotepeg Oepanevtikég uébodot €xovv avantuyBei pe 0Tox0 TOLG TABOPLGLOAOYIKODG
UNXAVIOHOVG TG AUHOAVONG, TWV AYYELOATIOPPAKTIKWY KPIoEWV Kat TwV AAAWY ETUTAOKWY
mov xapaktnpiovv tn vooo (Steinberg M. 2006; Torres L. and C. Conran 2019; Rai P. and K.
Ataga 2020). AQopolv 0TV avaoToAr Tov moAvpeptopol (voxelotor), ot peiwon Tng epo-
OpoxvtTapikng aguddtwong kat 0T BeAtiwon NG Porg TOL AiAToE, TNV AYYeLOSLAoTOAN
(IV MgSO, apywivn), T peiwon e eAeypovig (simvastatin), Tnv katactolr e Siéyep-
01§ Kal GVOCWPEVONG TwV atpomeTaliowv (prasugrell), Ty TpoAnyn twv BpopPoepfolikwv
eneloodiwv (apixaban), TV TPOANYN AYYELOATOPPAKTIKAOV QAVOUEVWY HEGW AVOOTOANG
TPOOKOAANONG TWV AeVKWDV apoo@atpiwv oto evioBnAto kat peiwon g toTiknig vo&iag
(IVIG, crizanlizumab, rivipansel), tn peiwon g ofeidwtikng PAapng (L-glutamine, N-ace-

tylcysteine) k.d. IToAEG and avtég Tig Oepaneieg, eite XPNOWLOTOLOVVTAL CUUTANPWHATIKA
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Kupiwg pe tnv vdpovovpia eite Sev amodeixOnkav kAwvikd anoteheopatikés (Hagar W. and
E. Vichinsky 2008).
Meta&h TwV vEWY QAPUAKEVTIKWY OLOLWV TPELG EXOLV TIAPEL EYKPLOT YL KALVIKT) XPTOT:
L-Thovtapivn eivat éva anapaitito apvo&d mov Spa wg avtio&eldwtikdg mapdywy pe
anoTé\eopia TN peiwon Tng TPookOAANoNG Twv SpemavokuTTdpwy 0To £v8oBnAio Twv ay-
yelwv, peiwon Tov enwduvev kpicewv Kot TG ouxvoTnTag o&éog Bwpakikod cuvpopov
(Niihara Y., WR. Smith et al 2018). Emnpoobeta, ovppetéxet otn BloovvBeon g aipng
pe amoTENEOHA Vo BEATIOVEL TNV TIEPLEKTIKOTNTA TwV £pLOPWV OF atpoopatpivn. Av kat 1
emidpaot| TnG 0TV peiwon Twv eNOSVVWV KpioewV eival OXETIKA WKPT), ] YAouTapivn €xet
eykpBei (FDA 7 Jul. 2017) yia Ty avTipeTomon twv o&éwv emmlokdv og eVnAIKovg Kot
noudtd avw Twv 5 etwv. Xopnyeitaw and to otopa 0.3 g/kg. B.Z. avd 6o, oe dvo dooelg
nuepnoiwg (uéyotn nuepnota déon 30 g.) oe Stdhvpa pe poenua. Zvvrdelg avtidpaocelg
etvat Suoko\oTNnTa, vavtia, ke@alalyia, Owpakikog, KOAAKOG Kot OOKEAETIKOG TTOVOG.
Crizanlizumab. Eivai éva efavBpwmomomuévo povoklwvikd avtiowpa évavtt tng
P-oelextivng. Ot oehekTiveg amotedovv LOpLa TPOOKOAANONG OTNV ETUPAVELL TWV EVEPYO-
ToMUEV@V eVOOBNALIKWY KUTTAPWY Kal AHOTIETAAIWY, 1) ATEVEPYOTIOINOT) TWV OTIOLWY £XEL
w¢ anotéleopa va euntodileL TV TPOOKOAANON TwV KUTTAPWV aTnV ev8oOnAtakr pepBpdvn
(Ataga KL, A. Kutlar et al 2017). Exet népet €yxpion (FDA 15 Nov. 2019) pe évdeln v
eEAATTWOT) TNG CLXVOTITAG TWV AYYELOATOPPAKTIKWY KPICEWV 08 TTACXOVTEG Avw TwVv 16
etwv. Xopnyeitat pe ev8oA£Pia éyxvon 30 Aentwv oe doon 5 mg/kg. B.X., pe pia apyikn
doom, pia devtepn doon petd amo 2 efdopddeg kat o ovvéxela ava 4 efSopades. Avtidpa-
O€1G IOV KaTaypdgnkay eivat vavtia, apBpalyia, paytakyia kat mopetikn kivnon.
Voxelotor eivat éva [ikpo popto pe allootepikn pdot, Tov cuvdéeTal pe TNV a-akv-
oida TG awpooapivng kat avEdvet Ty tkavotnta Séopevong pe to O, pe anotéleopa
va epmodilel Tov mohvpuepiopo g HbS oe kataotaoelg viogiag. Ze mohvkevTpikn uehétn
(HOPE) didpxetag 72 efdopadwy, pe maoxovreg nAikiog amo 12 éwg 65 eTwy, mapatnpn-
Onie avdnon g apoopatpivng katd 1.0 g/dL petd and xoprynon 1.500 mg. o€ pia Soon
nuepnoiwg and o otopa (Howard J., K. Ataga et al 2021). H enidpaon otn cuxvotnta Twv
enwduvwy kpioewv dev €xel akopa tekpnprwdel. Qotdo0, N GLYXOPYNON He VOpo§LOL-
pla eivar ao@ane. Exet mapet éykpion (FDA 25 Nov. 2019) yia eviAikovg kot matdid avw
Twv 12 etdv. Ot o oV VEQ avTidpdoelg mov avapépbnkav eival kegaladyia, Sidppola,

KOWALaKOG TOVOG, vawTia, e§avOnpa, KOTwWoT Kat TUPETIKY Kivion.
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EITIBIOXH KAI AITIEX GANATOY
YTH APEITANOKYTTAPIKH NOXO

Me tnv nédpodo tov xpovov kat Tn Pektiworn TG TapexOHeVN§ LATPLKnG @povTidag, 1
avapevopevn emPiwon éxet avgndei evrvnwotakd. H opydvwon edikwv kévipwy mopa-
kolovOnong, n éykaupn Sidyvwon kot 1) evedetypévn Bepamevtikn avtietwmnion, kabwg
KAl 1] €QAPUOYT TIPOYPAUUATWV TIPOANYNG TWV EMMAOKWDY, CUVETEAECAV OTN HeiwoT NG
voonpoTNnTag kat Tng Ovnopotnrag, Wiaitepa yla tovg maoxovtes madiknig nAwiag. O ep-
BOALaOpOG EVAVTL TOV TTVEVHOVIOKOKKOV, TOV aipd@idov THG vplovéviag Tomov B kau Tov
pnviyyrmiddxoxkov C kau B, dmwg emiong 1) mPOANTTIK XOpIynomn MeVIKIAVIG, N Xprion TG
vdpolvovpiag kat 0 EAeyxog Tng pong ota eykepakd ayyeia pe TCD, anotedodv Tovg
KUpLOVG TlapdyovTeg PeAtiwons.

To 1973 n péon emPiwon kataypdpetal ota 14,3 £tn, pue 20% twv Bavatwy va cvp-
Baivouv ota 2 mpwta Xpovia TG {wng, evd To 1994 1 péon emPiwon avépyetat ota
42 ¢t yua Tovg avopeg kat ota 48 étn yla Tig yovaikeg (Platt OS., DJ. Brambilla et al
1994). Xe pia oepd maudwv mov yevvinkav katd tn xpovikn nepiodo 1983-2005 oto
Aovdivo, n avapevopevn emPiwon yia Ty nAikia Tov 16 eTov ATav 99% yia TAoXoVTES
pe HbSS (Telfer P, P. Coen et al 2007). BeAtiwon, eniong, Twv mocootwv empinong yia
Vv nhikia Tov 20 eTV, kataypagnke to 2005 ot pia oelpd madwy pe HbSS, petady
aUT@V oV yevvhOnkav mpv and to 1975 and 79%, oto 89% avtadv mov yevvronkav
peta 1o 1975 (Powars DR., LS. Chan et al 2005). To 2010, n avapevouevn empinon yia
v nAia Twv 18 etwv, avfndnke 010 93,9% Ta dedopéva mov agopovv oty emPiwon
npoépxovTtal kKupiwg and peydAa kévipa twv HITA kat tng AyyAiag kat meptdappdvovy
TAOXOVTEG SLAQOPETIKIG KOLVWVIKOOIKOVOULKIG KAl YOVOTLTIKNG cVVOeoNG, kKabwg kat
Oepamevtikig aywyng. Qotooo, yia Tovg TANOVOUODS TWV XWPWV TNG VITOCAXAPLAG
Agpikng, n Bvnrotnta mov oxetiletan pe tn SCD mapapével vynAn, 1000 wote T0 50 pe
90% twv TSIV OV TAGXOLVY, va tebaivovy mpv and Ty nAikia twv 5 etwv (Grosse
SD,, I. Odame et al 2011).
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Ot artieg BavdTov Stagépovy avaloya (e Tr YOVOTUTIKY cVVOeoT, Tr Xpovikn Tepiodo
Kat TNV nAkiakr opdda yla Ty omoia avagépovtat. ZApepa, OTN HETA TV EQAPUOYN TWV
euoAiov kot Ty enoxn TG vEpo§uoLpIaG, KATAOTACEL IOV Oev OXeTIOVTAL deda (e TV
naboyévela Tng dpemdvwong, Omwe kapdlomvevpovikd mpoPAnpata 1} xpovieg PAAPeg Twv
0PYAvWY, TEVOUV VAL LTIOKATAGTHOOVY TIG KAAOIKEG 0&eieg autieg OavdaTtov, Omwg n onyarpia,
0 OTIANVIKOG eYKAWPLOHOG 1} Ta amo@pakTika ayyetakd eneioodia (Fitzhugh CD., N. Lauder
et al 2010). Ta amotedéopata and tnv IaveAAvia kataypagr] Twv SNHOYPAPIKWY OTOLXEL-
OV TV alpoo@atptvonadeldy, Tov agopoly oTig attieg Bavatwy maoxovtwy pe AN yia dvo
XPOVIKEG TiepLodovg, 2000-2010 kau 2010-2015 @aivovtat otov mivaxe 17 (Voskaridou E., A.
Kattamis et al 2018).

Ilivaxag 17. Arties Oavatwv tacyoviwy pe Apenavokvrrapiky Noco otnv EAM&da.

AITIEX GANATON 2000-2010 2010-2015
OpopBoeuBoAikd enetaddlo 15,56 1343
Hnatkn avendpkela 1444 11,94
[Mveupovikni euBoAn 11,10 7.46
Kapdiakn avendpkela 8.89 14,93
Kapkivog nnatog 10,00 2.99
Ynawia 7.78 7.46
KakonBela 7.78 597
Awdpopa (Atuxnua, HIV) 7,78 7.46
Adleukpiviata (Avakonn) 6.68 11,94
Ne@pkn avendpkela 4,44 8,96
0O&U Bwpakikd cuvopouo 0 597

Apenavokuttaplkni kpion 338 0

[NoAuopyavikn avendpketa 222 1.4
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I KAHPONOMIKH ITAPAMONH EMBPYIKHX
AIMOXO®AIPINHXE

H kAnpovopuxn mapapovr g epfpuikng apoogapivng (HPFH) opiletou wg pio kako-
16ng katdotaon, ) onoia ogeiletan og PAAPN TNG AEITOVPYIAG TOV UXAVIOUOD TOV UETAA-
Adxtn (switch-off, -on), pe amotéAeopa va ovveyiletal n oOvOeon g epPpuikng aoopou-
pivng kat petd ) veoyvikry mepiodo. H HPFH yapaktnpiletan and onpavtikn ad&non g
eUBPLIKNG AHOTPaLpivIG GTOV EVIALKO, XWPIG Kaptiar AAAN cupatoloyikn 1) KAvikn Statapa-
x> o€ avtifeon pe ™ SP-Balacoapia, Tov Ta avEnpéva enineda g HHF cuvodevovta
Ao HOPPOAOYIKEG aAhoLwoels Twv epuBpwy kau avaupio. Ot etepoluywteg yia HPFH éxouvv
Puololoyikovg Oeikteg epubpokuTTdpwy, Puotoloyikd emimeda HbA, kat Siatnpovv v
HbF oe emnineda 5-30% Ztovg opoluywteg, | HbF aviyvevetat oe mocootda péxpt kat 100%
HLE TIALYKUTTOPLKT] KOTAVOLT), oV Kot VTTAPXOVY OpLopéveg peTadNdgelg mov xapaktnpifovrat
ard ETEPOKVTTOPIKI] KATOVOUT).

H BA&Pn amodidetat kupiwg oe peyala elAeippara (13-86 kb), oto 3'dkpo tov ov-
pmAéypatog tov P yovidiov oto xpwpoowpa 11p15. Ta elkeippata avtd ennpedlovy Ty
gk@paon kat Twv 6vo y yovidiwy, péow etepoétnong (juxtaposition) evioxvTikwv mapa-
YOVTWV 0TNV TepLoxn apoTtépwy Twv Sy kat Ay yovidiwy, e anotéAeopa Ty evioxvon
G ék@paot|s Tovg (Kosteas T., A. Palena et al 1997). Méxpt orjuepa éxovv meprypagei
okTw Stagopetikwy peyebwv eXAeippata, HPFH-1 (Black African), HPFH-2 (Ghanaian),
HPFH-3 (Asian Indian), HPFH-4 (South Italian), HPFH-5 (Italian), HPFH-6 (Vietnam-
ese), HPFH-1(Kenyan), SEA-HPFH (Southeast Asian) mov 0dnyobv o€ maykvTTaptkov
tonov HPFH.

Extog and ta eMkeippata, éxovv Samotwdei kat onpetaxés petaAAagelg tng meploxng
TWV LTIOKIVITAYV, O€ TPELG OVYKeKkpLuéveg B€oelg 0To 5'akpo eite Tov %y 1) Tov Ay yoviiov )
Kat Twv SV0, e anotéAeopa TNV avgnuévn €kQpact) Tov evog 1} kat Twv dvo y yovidiwv. Ot
petold&eis pe oxetikd xapnAa emineda g HBF (3-10%) xapaktnpifovtal and etepokut-
Tapikr| katavopr (EABeTikog TUTOG), evw ot petaAldelg pe vynAa enineda HBF (15-20%)
xapaktnpifovrtat and mayKuTtapiky Katavopr ota epuBpd apoogaipta. O eEAAnvikog To-
nog HPFH mpokaleital and onpetakr| petaAlagn otn 6éon -117 tov*y yovidiov kat xapa-

kTnpiCetar amo enineda HbF 10-20% pe naykvttapkr katavopr (Forget BG. 1998).
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ITPOAHYH AIMOXO®AIPINOITAGEIOQON

Tig TeAevtaieg SekaeTieg, | CUXVOTITA TWV YEVVIHOEWY TTACXOVIWY E ALHLOTPALPLVOTIAL-
Oeleg, 0€ VYELOVOUIKA TIPOTYHEVEG XWPEG, EXEL TIEPLOPLOTEL ONUAVTIKA AOYW TNG EMTUXNHE-
VING EPAPHOYNG TIPOYPAUATWY AVIXVEVOTG TWV ETEPOLLYWTWY, TTPOYEVVITIKOD EAEYXOL Ka
yeveTikng ovpPovAevtikng oe TANBVOPOUG pe avénuévn emtvduvotnta (Cao A., M. Fur-
betta et al 1981; Angastiniotis M., S. Kyriakidou et al 1986). Ztn xwpa pog n epappoyr EOvi-
ko ITpoypappatog ITpdAnyng Twv Aoogatptvorabeiwv, dpyioe to 1974 ko emextddnie
10 1976-77 pe v £@appoyn Tov TpoyevvnTikov eAéyxov. H epappoyn tov mpoypdppatog
napéxetau Swpedv amnod 22 e€eidukcevpéveg povadeg mpoAnYng, maveldadikd StaokopTiopE-
VEG Kl IOV AELTOVPYOVV KATW QO TNV EMOTTELA KAl TOV GUVTOVIOUO Tov Kévtpov Avago-
pdg TIpoAnyng ®alacoatpiag ko Apemavokvttaptkiig Nocov tov Adikod Noookoyeiov
(Loukopoulos D., A. Kaltsoya-Tassiopoulou et al 1988; Loukopoulos D. 1996). ITpoAnyn
Twv Apoogatpvonabetwv kat AAAwv yeveTikwv madnoewy mapéxetal ano to Epyaotripio
Iatpung Fevetikng Tov [Mavemotnpiov ABnvav kat aMa Epyaotripia, kupiwg iduwtikd.

To mpoypappa tpoAnyng mepthapPavet:

a)  Evnuépwor - EvaioBnromnoinon tov mAnBuopov kat twv emayyeApatiwv vyeiag.

B) Epyaompuakd éleyxo yu TV €vtomon etepoluywTdV 0TOV avamapaywyKo
TANOLOO.

y) Tevetkn kaBodrynon - evnuépwon yla mbavotnta kivdvvov mdoxovTog maudLov.

8) IIpoyevvntikod éAeyxo pe avaAvor) yeveTikob DAKOD Tov epppvov, mov AapPdve-
Taw pe apviokévtnon t 16n-17n efdopada (1976), 1) pe Poyia xoprovikwv Aa-
xvawv 11 10n-12n efdopada (1982), 1} orjuepa mAéov amod euPpuika KOTTAPaA Kat
DNA amnd 1o mepi@eptid aipa Tng untépag, mpty and tnv 8n efSopada tng kvnong
(1989).

e) IIpoepgutevtikn Sidryvwon (1998), pe mheovEkTna TNV EMAOYT VYELWV EUBPLWY,
Vv amo@uyr| Slakomng Tng kvnong kabwg kat T duvatdtnra emAoyng HLA ovp-
Batod euPpvov yia tn Bepamneia maoyovtog adedgov (Kanavakis E., C. Vretou et
al 1999; Traeger-Synodinos J., C. Vretou et al 2003).

ot1) Avvardtnra Stakomng konong npooPePAnEvov euPpvov.
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EPTAXTHPIAKH AIEPEYNHZXH ENTOIIIZMOY ETEPOZYTQTQON

Ot Seikteg Twv epBpwv Kat 1 avixvevon TaboAoyIKOV APHOCPALPLVDV ATTOTEAOVV Tal
Baowkd oTowyela yia 1 Stdyvwon twv etepoluywtwy. Ta evprjpata Tng YEVIKNG aipotog
Kal TNG NAEKTPOPOPNONG TNG aLpooatpivng, eite Ba pag amopakpvvovy eite Ba pag ka-
tevBivouy oty emhoyn eEetdikevpévwv eketacewy, Omwg n poplaxn pelétn tov DNA,
ylo TV TepaUTEPW SLEVKPIVIOT) TOV TUTIOV TNG ALHOCPAUPLVOTIAOELAG.

Tevun aipatog

Ot apdyptetpot Tov a&todoyodvTat ivat n AposPatpiv, 0 aptopdg Twv epubpwy, o peé-
006 0ykog gpuBpawv (MCV), n péon meplekTikdTnTa atpoopaipivig avd epudpo (MCH) 1
Kat To €DPOG KATAVOUNG TOL OYkoL TwV gpuBpwv (RDW).

AvEnpévog apBuog epuBpav aoo@atpiwv amotelel avTippomOTIKO UNXAVIoHO TNG
xapnAng MCH twv etepoluywtwv alacoatpiog. O avTippomioTIKOG auTog UNXAVIOHOS
dev eivat 1000 £kdnlog oe mepIMTWOoElG pKpn§ peiwong Tg MCH, kabwg kat o€ avemdp-
kel QUAAKOD 0&éog. Tiueg MCV <79 fl kou MCH<27 pg eivar evSeiktikeg etepoluyng Ba-
Aaooapiag (JUKPOKVTTAPWOT), VTOXPWHIA), APOD AOKAELOTEL 1] GLOTPOTIEVIKT| AVaLpia.
H\ektpogopnon aupoogarpivig

[ v avixvevon mabBoloyikdv aoo@atpvawy 1 nAekTpoopnon e dtagopeg pedo-
dovg [oe akkahko pH 8,6 oe ki apdrov 1| oe pepfpdvn o&ikng kutTapivig, oe 6&vo
pH 6,0 oe yéAn ayapolng, N kiTpkod ayap, 1 woonAektpikr| eotiaon (IEF), 1§ vypn xpw-
patoypagia vynAng mieong (HPLC), i tpixoedny nhextpopopnon (CE), 1 kot ovvdva-
opovg avtwv] anotekei khaowkn e&étaon (Stephens AD., M. Angastiniotis et al 2012). Ta
nAektpo@opnTikd Staypdupata Twv KupLotepwv atpooatpvonadeidv oe opnofuyn kat
eTepOluyn Katdotaon anekovifovtar oty Eméva 39.

Iocotikog tpocdiopiopdg HbA,

Ot pébodot mov xpnotponotovvtal TePIAapBAVOLY TN XPWHATOYpAPia 08 UKPOOTH-
Aeg pnrivng, n HPLC, n) CE, evw 8ev ovotrivetat n nAektpogodpnon s Hb (Stephens AD.,
M. Angastiniotis et al 2012). Ta enineda g HbA, o€ puotoloyikd atopa ovvnbwg kv-
paivovtat ano 2,0 éwg 3,3%. Emineda >3,5% eivat evOewktid etepoluyng p-Bakacoaupiag,
evw emineda petafd 3,1-3,5% eivat oplakd kat emParlovv mepaitépw Siepevvnon (olw-
nnpol yovot B-thal). EAatrtwuéva enineda HbA, (1-2%) eivau evderktikd a-6alacoarpiag.
ITocotikog mpoodiopiopog HbF

A&omoTteg pébBodot yia tov moootikd mpoodiopiopo g HbF nepthapfdvovy tny adka-

Mikny petovoiwor (Pembrey ME., P. McWade et al 1972), ko TG veotepeg pebodovg HPLC
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Awoogpaipwvon. H

Etepod. B-thal

Opéguyog B-thal

Etepod. dpenavok.
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Apenavok./B*-thal

Apenavok./B°-thal
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Eixova 39. HAexktpogopntixd Sicyphupara ovvijwv arpoopaipvonadeiav oe ueuPpivy ofixig
xvrrapivys (pH 8.4 - 8.6).

1| CE, mov mapéxovv peyakvtepn axpifeta (Stephens AD, Angastiniotis M, et al 2012 b). Ta
guatohoyika emineda g HbF petd tnv nAwia twv 2 etwv ovviBwg eivar <1%. Ze evnhi-
Kovg pe emimeda >2% emParletat mepautépw Stepevvnon.

Ze Tumkovg etepoluywtes B-Badkacoaupiag (LynAn HbA ) kat etepoluywreg HbS, Ta
enineda g HBF ovvrBwg Bpiokovtat evTog Twv QUOLOAOYIKWY Opiw.

EKTOG TV KATAoTAoEWY IOV OEV AQOPOVV OE TIEPITTWOELS aupoopatpvoradelwv (kom-
on, Ay vdpo&uovpiag, kakorBeta k.4.), avEnuéva emineda HbF (~7-8%) cuvBwg ogeilo-
VTat o€ GLYKANpovopnon kat AAAwv petodd&ewv (Tpimlactacpiévo a yovidio) 1 amhoto-
Twv TV yovidiwv TG opddag Twv B-alvoidwy (Xmn-1 moAvpHop@Lopog).

Enineda HbF>5%, oe cuvévaopo pe puotoloyikd 1 xapnAd enineda HbA, xau xapnhovg

epuBpokvtTapkois deikteg, oxetiCovtan pe etepoluyn 8p- 1 ydP-0alacoarpia.
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Yidnpog

H vpiotapevn katdotaon Tov idfpov 6Tov 0pyaviopo pmopei va ekTipnOei pe tnv ma-
paxolovBnon Slapopwv TaPApETPWY, HETAED TWV OTIOIWYV OL ETUKPATETTEPES Elval 1) PeppL-
Tivn) 0poD Kat 0 Kopeopdg TG Tpavopeppivng. Eni oidnponeviag, mpokeévov éva dropo va
eAeyxOel yia etepouyn Balaooapia, cuvioTdTat vo TIporyndel AmMOKATACTACT TWV ETLTE-
dwv Tov odrpov.

T v mAnpéotepn Stepedvnon Twv eTepoUYWTWY XPOLHOTOLOVVTAL ETUTAEOV GL-
UTANPWUATIKEG EPYAOTNPLAKES EEETATELS, OTIWG Eivat 1) wopporoyia Twv epvbpwy, Ta Oi-
kTvoEPVOpoKUTTApPR, T éykAeioTae HDH, 1| wopwtiky avtiotaon twv epvBpav, n ovveon
TWY 0QaUPIVIKGY advoidwvy, 1 Sokipacio Spemdvwans, | kaumvdy amodéopcvans okvyd-
vov k.&. Tt v akpiPny Stayvwotikr) mpocéyyion dev apkei n afloAdynon pepovopévwy
ePYAoTNPLaKWY eEeTAoEWV AANG XPELACETAL 1) CUVEKTIUNOT] TTEPLOGOTEPWY TIAPAUETPWY.
EE&A\ov, tapopota pyacTnplakd vpripata Uopei va apopovv o€ meplocotepes mba-

VEG KATAOTAOELG, OTIWG TL.X.:

o Mewpévotl epuBpokuTTapikol SeiKTeG (e PUOIOAOYIKA EVPTIHATA
oty nAektpogopnon g Hb eivau evpripata: (a) owdnpomeviag, (B)
eTepOluyng a-Baacooupiag, (y) etepoluyng B-Balacoarpiog tomov 2, ()
ovykAnpovounon etepoluyng 8- kau f-Balacoapiag.

o Duaooloykoi 1 Mewwpévol epuBpokvttapikoi Seikteg pe avgnuéva emineda
HDBEF (>5%) kot puotodoyikd 1) xapunAd emineda HbA2, eivau evprjpata
eTepOluyng 8P-Balacoatpiag, evaw guotoloyikoi epuBporvttapikoi Seikteg Ko
HbF>5% etepoluyng HPFH.

o Duololoyikoi 1) oplakd pewwpévot epuBpokuttapikol Seikteg e avinuéva
enineda HbA2, eivau evpriparta: (o) ovviomapéng a- pe B-0alacoaupia, 1) ()

eTepoluyng B-Balacoarpiag kat avemapketa QUAAKOD 0&éog 1 Prrapivig By,.

Ze TETOLEG TEPIMTWOELG, O €AEYXOG TWV YOVEWV 1) TOL EVPUTEPOV OLKOYEVELAKOV
nepBAAAOVTOG eival SlaPWTIOTIKOG,.
Moprakég TeEXVIKEG

Zhpepa n akpiPrig Slyvwon Twv YEVETIKWY VOOUATWY YIVETAL [E HOPLAKEG TEXVIKEG
7oL akoAoLOOVV BVO SLAPOPETIKEG TTPOCEYYIOELG: A1) TNV AHEOT] ATTOKAAVYT TNG HOPLAKIG

PAAPNG (peTadNdEewg) kau B) TNV Eppeon Sidyvwor pe TV avedpEoT] TOAVHOPPIKWY Set-
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ktwv. Kat ot §0o mpoaceyyioelg pmopovv va XpnotponomBouvv yia Ty anokaAvyn @opéwy
KAl Lot TIPOYEVVITIKO EAeyx0 amd apviako vypod 1} Tpo@oPAdoTtn. Zxedov oleg ot pébodot
Tov éxovv xpnotpornomBei yia t Sidyvwon twv arpooatptvontabeiwv Pacifovron otny Te-
xviki} TG aAvodwtig avtidpaong molvpepdong (PCR, polymerase chain reaction) omwg
etvar) ARMS, n RE-PCR, j real-time PCR, n gap-PCR k.d.. H emAoyn twv pefodwv mov Ba
xpnotpomnonBovy, BaciCetat otov THmO TNG PAAPNG TTOL EAEYXETAL, [LE VEOTEPEG TEXVIKEG TV
aAANAoVXIOT) ETOPEVIG YEVIAG YLa TIG OTHelake peTaANdEelg kat T multiplex ligation-de-
pendent probe amplification (MLPA) yia tig eAewppatikég petalagelg (Traeger-Synodi-
nos J., CL, Harteveld et al 2014).

AITIOTEAEEMATIKOTHTA ITIPOAHYHZX

Me mpwtoPovlia tng EAnvikig Etatpeiag Iaudiatpikng Aatoroyiag-Oykoloyiag,
Kataypagnkav and tnv opada epyaciag Tov TURHATOS Apoopaiptvontabetwv Oeg ot
yevvnoelg, kabwg Kkat ot attieg amotvxiag TPOANYNG VEWV TEPLOTATIKWY HE ALooPaLpL-
vomnaBela, oe maveAAnvia kAipaka and Ty 01/01/1980 uéxpt tny 31/12/2019. L Trv me-
piodo Twv 40 eTwv TNG pueAéTng, pe Pdomn Tn péon ovxvoTnTa Twv eTepoluywtav (B-Thal:
8%, SCD: 1,5%) kot Tov ouvolko aplOpd Twv yevvinoewy, avapévovtav 6862 véeg yev-
VroeLg pe petayyiotoe§aptwpevn B-Balacoaupia kat 2718 pe Spemavokvttapikr vooo,
av dev epappolotav mpdypappa TPOANYNG. AVTi AUTWY, OL TIPAYUATIKEG YEVVIOELS TTOV
Kataypaenkav frav 1.097 pe B-thal kat 351 pe SCD mov avtioTotxei o€ peiwon Twv VEwv
yevvnoewv katd 84,0% (Emova 40 , B) kat 87,0% (Emova 41 a, B), avTioToL . ATO TIG VEEG
yevvnoelg pe B-thl kot SCD, to 17% kat 25%, avtioToiya, apopd e aAlodamovg Tov yev-
viOnkav otnv EAAada. Avtiotoyn pelétn, mov €yive anokAeloTikd o mAnbvopd otn B.
EA\G&Sa é8ei&e yio tn Sekamevtaetia 2001-2015, OTLEVW OL AVAUEVOUEVES YEVVIOELG OAWY
TV THUMWV TV apoo@atptvortabelwv eival mepimov 45 £Tnoiwg, Kataypdeovral T€ooe-
PELG VEEG TIEPITTWOELG Balaooalukwy TaoxOvIwy eTnoiwg, peiwon katd 90,0% (Theo-
doridou S., N. Papas et al 2018).

EvdelkTixn elkova TG amoTeAEOUATIKOTNTAG TG TPOANYNG VEWY YeVVIoewy aAAd Kat 1)
BeAtuwpévn emPiwor, amoTumwveTal He Tr SLapopoToinoT TG NAIKIAKHG KATAVOWNG TwV Tta-
oxovtwy pe B-Balacoaupio otn povada nuepriotag voonAeiag g A’ Iadatpiing KAVIKNG
Tov [Tavemotnpiov ABnvav, pe v mépodo tov Xpovov (Eméva 42). To 1965, o 100% Twv
TAoXOVTWV ixav nAikia k&tw twv 10 eTdv, To 1985 pewwbnke oto 50%, pe paydaia peiwon

HEXPL 6,5% T0 2015, eva 1) péon nhukion aw&rBne aro ta 2,5 £tn, to 1965 ota 35 £t to 2015.
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Ecova 40 o, B. Ilpaypatikés évavt avauevouevwy yevvhoeis («), kat poOuds yevvioewy
(B) véwv macyoviwy pe perayyiooebaprapevy B-0adacopio amd 01/01/1980 uéxpr 31/12/2019.
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Ewova 41 a, . Ipaypaticés évavtt avauevouevwy yevvioess (a), kot pvOuog yevvijoewy
(B) véwv maoxovrwy pe Spemavoxkvrrapik vooo amo 01/01/1980 uéxpr 31/12/2019.
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Eixova 42. Aixypovikn nhikiaxs] katavout] Twv macyoviwy ue f-Oadacoaipio ot Movada
Huepniorag NooyAeiag 6 A’ Ieudiatpixiis kAvixns EKIIA (1965 - 2015).

To aitia_mov odnyovv o€ véeg yevvnoelg maudiwy pe Atpoopatptvonddeteg avape-
povTtal oToV mivaxa 18. H kataypaen éywve avd dekaetia amd to 1980 éwg kat o 2017
oe Seiypa 903/1658 EAMjvwv TaoxOvVIwy, woTe va gavei n Tuxov dtaxpovikr Stago-
poroinon Twv atiowv. Me oelpd ovxvOTNTAG, 1] AYVOLX AQOPA OTIG ULOEG TTIEPIMTWOELG.
Me v mépodo Tov XpOVOL LTIAPYEL CHAVTIKE TTPO0JOG WG TTPOG TNV EVIUEPWOT), e
peiwon Twv TepmTwoswy anod 65% otn dekaetio Tov 1980 010 17% petd To 2010. Ako-
AovBovv Ta gpyactnprakd Aadn 1 ot avemapkeig EAeyxot pe ad&non tng ouxvoOTNTAG
TouG a6 12% oe 35%. Méxpt mpoo@ata, o éAeyxog Twv petallagewv Tov a-yovidiov
dev amotelovoe kKavova yia OAa Ta epYacTrpLa, yU avTo Kat 1) avoSiKr Topeia Twv yev-
vrjoewv ennpedletal and nepmtwoelg a-Balacoaupiac. Eva onuavtiko pepidio apopd
OTNV EMAOYN TV YOVEWY, VTTOTIOETAL HETAE ATIO CWOTT) EVILEPWOT) IOV TOVG £YLVE KALT|
acTtoyia TnG yeveTiknG ovuPovAng mov ToANEG PopEg éxel Sobei amd LaTpovg Xwpig kAL-
ViKr| epmelpia, ovvnlwg og O,TL AQOPA 0TV ATWTEPT VOOT|POTNTA TWV HTIWV HOPPWV
Balaocoatpiag. Néog Stagatvopevog kivduvog eivat ot yevvroel pe emponBovuevn yo-
vipomnoinon xwpig éAeyxo. Exovpe kataypayel 16 mepmtoels, TOAAEG ek TWV OTOIWY

NV Tehevtaia enTaetia.
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Ilivaxag 18. AITIEX TENNHZEQN NEQN MNEPLUITOZEQN AIMOZOAINOIMAGEION
LE AEIF'MA EAAHNQN AZOENQN

1980-89 1990-99 2000-09 2010-17

AITIOTIA n % n % n % n % )3 %

EAAEIMHY ENHMEPQYH | 278 65 | 99 45 | 48 20 | 14 17 | 439 49

ANEMAPKHYE EAEMXOX
(LETAMGEELC -a, Hb S) 2 12 | 32 15 | 6l 3 | 28 35 | 173 19

EMIAOMH TONEQN
(uetd and evnuépwan)

ATTOXIA FENETIKHS
SYMBOYAHS 29 7 |19 9 |33 185 11 14| 92 10

& 8 30 14 | 24 135 17 22 | 104 115

YIOBEYIA MONOIONEIKA 16 35 | 17 8 5 3 4 5 42 45

NABGOX MPOFENNHTIKOY
EAEFXOY 18 4 14 6 4 2 1 1 37 4

IVF-PGD 1 05 | 7 3 3 2 5 6 16 2

427/920 218/378 178/259 80/101 903/1658

Amo v kataypagn tTwv atiwv véwv yevvioewv eEatpéBnke n opada twv alhoda-
WV, ovuneptlapBavopévwy kat Twv Popd, wg mAnBuopov pe e1dtkd xapakTnpLoTika Kot
eVOEXOUEVWG HELWUEVT TTPOOBACLUOTNTA OTIG VYELOVOLLKEG LTINPETies. Av Kal 1] peiwon
TWV YEVVIOEWY VEWV TAOXOVTWV eival emtuxne, empParietal mepaitépw npoonabela
Behtiwong, kupiwg pe evratikonoinon tng evnuépwong kat kabodrynon Sevépyetag
Tov eAéyyov ota eldkd kévtpa (Ladis V., M. Karagiorga-Lagana et al 2013).

Zhpepa pe TNV KaADTEPT KATAVONOT TNG KAVIKNG €KPpaonG Twv HeTaAAdEewy, &L
SwoTEPA TV A-YOVISiWY, Ol YVWOELG HAG ELVAL TILO TATPELG VLAt TILO EUTIEPIOTATWHUEVN

yevetikn odnyia kat TpOAny.
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AEEIAOTITO OPQN

Aipn: Eivou mpooBetikn opdda tng Hb kat dAAwv avanvevoTikwy mpwTeivay, 6Twg ot
. , . o b "
Hvoog@atpives, otnv omoia Seopedetal To O,. epiéxet éva dropo Fe.

Awpolvon: H kataotpoer Twv epubpwv arpoopaipiov kat 1 €£080g g apooatpivig anod
avta.

Awoceaipivi (Hb): Anotehei 1o Paoctkd cvoTtatikd Tov epubpol atpooaipiov. To poépio tng
ALLOTPALPIVIG ATIOTEAEITAL ATIO TO TPWTEIVIKO KAAOUA, TT OYALPIVI KOl TEGOEPA HOPLAL
aiung. Kopia Aerrovpyia tng atpoopaipivig eivat n petagopd O, amd Tovg mvedpoveg Tpog
TOUG 10TOVG, OToL anmehevbep@vetal pe avrdAayua to Sto&eidio Tov avBpaka (CO,).

ApooparpvonaBeies: Xapaktnpilovtat ot yevetikég Statapayég tng Sopng kat tng ovvBeong
NG o@atpivng.
Aprocidiipwon: Yreppoptwor Tov opyaviopo e oidnpo.

AX\oavocomnoinon: H avamntuln avtioopdtoy évavtt avitydvev g engavelag twv epubpwy,
TWV alponeTaNioY 1} TV AeVKWV Apoo@atpiwv dTav avtd eloéABovy otnv kukAogopia
TOV A\TITN He TN HeTAYYLOT.

AX\oyeviig 1 eTepoloyn petapoosxevon: H petapooyevon twv KUTTapwy, IOTOV 1} 0pyavwy,
o€ évav SEKTn oo évav YEVETIKA U Tavtoonpo 8§6tn Tov tdiov eidovg.

AN\ooTepikég 1d10tnTeG: Ot digpyaoies yia ) Séopevon O, mov pubuilovral amo
aAnAemudpaoeig StapopeTikwv Tapayovtwy oe StapopeTikés Béoelg Tov popiov ¢ Hb.

Apwvo€éa: Ta apvoléa amotelovv ta Pactkd Sopkd otoigeia Twv mpwTeivwy Tov kabopifovv
KAl TIG XApaKTNpLoTikéG IOLOTNTEG TovG. Tlepiéxovy pia TovAdxiotov kapPovikr opdda (amo
Ta kapPovikd o&éa (RCOOH) kat pia TovAdytotov apvopada (-NH,).

Avoooloyikn kaBapon: H emtéyvvon Tng amopdkpuvong evog avTiyovov and tnyv
KukAogopia.

AmAoTvnog: O ovvSvaopog opadag Yovidinv Tov evog XpwHOCDUATOG TTOL KAPOVOHODVTAL
amo Tov £vav yovéa.

Anoodiipwon: H Stadikacia anopdkpuvong tng nepiooetag otdrpov and Tov opyaviopo.

Apxéyova Awporromtikd Kotrapa: Eival mohuduvapa KUTTapa Twv {wikdv 0pyavioudy, Tov
Statnpodv TV tkavotnta va Statpodvtat kat va dtagopomnondolv mpog onotovénmote
KUTTapIKo TUT0. Tat aupromonTikd PAACTIKA KUTTAPA TOV OUPAAOTTAAKOVVTLAKOD ApATOG,
TIOL UTOPOVV va Xpnotponolnfodv we alpomonTIKO HOTXEVHA, EVAANAKTIKA TOV (VEAOD
TWV 00TWY, YL TNV avacVOTAOT] TOV AUUOTIONTIKOD CVUOTHUATOG.
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AvTtoowpikr) virodetmopevn kAnpovoptkotnta: Evag avtoowptkdg vioAemopevog
xapaktrpag ekdnhwvetat povo ota opduya aropa (aa), Ta onoia £xovv kAnpovopnoet
éva maBoloykd aAAnAdpoppo amd kdbe yovéa.

T\wko{uhiwon: ITpoodrikn ag alvoidag anod €va 1) TeplocoTEPA OAKXAPA OTNV TAEVPIKT
aAvaoida pog TpwTeivng.

Tovidia: Aettovpyka otougeia oe ovykekpiuéveg Béoeig (loci: Tomol) oe kabe éva amo ta dvo
Xpwpoowpata. Amotedovvtal ano peydala popia DNA mov mepléxovv cuyKekpLéVveg
aAAnAovyieg pdoewv movpivng (akavivny kat yovavivn) kat mopuudivig (kvtooiv kot
Bupivn), pe Ta omoia eacpalifetar n petaPifacn Twv xapaktipwy kabe eidovg anod Tovg
YOVELG 0TOVG ATTOYOVOUG.

Tovotumog: To ovvoAo Twv yovidiwv evog opyaviopov, dSnhadr To 00voAo Twv aAAnAopopewy
nov anaptitovy To DNA Tov.

Agvtepotayng dopn: Tpiodidotatn akolovBia Twv apvoéwy pag molvmentidikng alvoidag
nov oxnuatifetat péow Seopwv vEpoydVoL.

DNA: Aeofupipovovkeikd 0&0. Baoiko ovotatikd Twv yovidiwv. Bpioketat amokAeloTikwg
evTOg TwV VPV Kat antoTeAeitat amd dVo moAvvovkAeoTidikég ahvaoideg oe eAikoeldn
oxnuatiopo. Eivat gopéag Twv KANPOVOUIKOVY XApaKTHpwV KAt TO XNHIKO LTOOTPWHA TNG
KANPOVOUIKOTTOG.

EXebBepeg piles: Xnpuikég ovaieg mov katéxovy €va aov{evkTo nAekTpOVIO.

Epppvovikés apoogarpives: Aviyvebovtal katd Tig tpateg efdopades tne epPpuikng (wng
(3n-8n) xat eivan ot Hb Gower 1 ({2+¢€2), Gower 2 (a2+¢€2) kat Portland ({2+y2).
Evdovovkledoeg mepropiopov: Eivar éviuvpa, mov anopovwdnkav and faktnplakd otehéxn,

Kat Tov avayvwpilovtag ouykekpipévr vovkAeotidikr} ahAnlovyia £xouv TNV tkavoTnTa
va tépvouy 1o dikdwvo DNA.

EpvBpogeppovn: ITapdyetat and tovg epuBpoPAdote mpLy and v wpipavor| Tovg oe epubpd.
Avaotélel v ék@pacn Tov yovidiov tng eytdivng.
Etepoluvywtng: Xapaktnplopog Simhoetdoig opyaviapol, o omoiog gépet §0o Stapopetikd

aAAnAopopga yovidia aTig opdloyeg yeveTikég 0¢oeig (locus) evog Lebyovg opdloywy
XPWHOTWUATWY.

Evkapuwtikd kdttapa: Ovopdlovral Ta kOTTApa Ta omoia £Xovy TANPWE GXNUATIOUEVO
TupTva 6g avTISIAGTOAN (e KUTTapa Tov eivat amhovotepa otr Sopr| kat dev €xovv
OXNHATIOUEVO TIVPTVA, TA AEYOUEVA TIPOKAPLWTIKA KUTTApA. Tol EVKAPLWTIKA KUTTApA
eppaviotnkav otny e£EMEn g {wnig TOAD apydTepa amd Ta TPOKAPLWTIKAL.

Eydivn: Tapdyetat oo frap kat puBpilel tnv anoppdenor tov atdripov, apov cuvdebei e
(peppOTIOPTIVN.

Kopeopog: To m0cootd tov O, mov mapapévet Seopevpévo pe tnv Hb.

Kvutokiveg (Kuttapokiveg): IIpwteiveg mov ekkpivovtat amo éva kOTTapo, wg StapecolaPntég
yta tr pOBpion Tng Aettovpyiag AAAOV KUTTAPOL 0TOXOV (tvTEPAEVKIVEG, AEUPOKIVEG).

Kvttapu andéntwon: IIpoypappatiopévog kuttaptkog Bavarog.
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Kvuttapikog kvkAog: Eivau to xpovikd Sidotnpa mov pecorafel and tn oty mov 1o KUTTapo
Snuovpyeitar péxpt va Stoupebei oe Vo véa kbTTapa. Kotd tov kuttapiko kbkAo emredodvtat
TEOOEPELG CLUVTOVIOEVEG Slepyaoiec: ) KLTTApPIKN avamTvgn, N avtypagr tov DNA, n)
Katavopr} Twv SUTAACIAOUEVWV XPWHOCWHATWY aTa BuyaTtpcd KOTTAPA KAl 1) KUTTAPIKT)
Swaipeon.

Kwdikovio: Opada tpuwv vovkAeotidikwv Pacewv oto DNA 1) 6to RNA, 1) onoia mapéxet
TNV MANpo@opia yta Ty TpocBKr evOg GLUYKEKPIEVOL aputvoEéog katd T ovvBeon pag
noAvnenTidikng alvoidag. To 6hvolo Twv kwdkoviwy pe Ta avTioTorxa apvogéa yio ta
omoia kwdkomotovv ovopdaletal yevetikog kwducag. To kwdiuovio AUG (adevivi-ovpoiin-
yovavivn), yta mapadetypa, ovopdletal kwdikovio Evaping, ylori eivan e101kd yia TV Evapén
NG petdppaong Tov DNA oe RNA kat kwdikomotel yia 1o apvo&d pebelovivr, evd ta
kwdikovia UAA, UAG kat UGA eivar kwdikdvia AfEng, yati dev ipokalobdv trv mpocdnkn
Kavevog apuvo£og, e anoTéleopa va oTapatd ) pwTeivoovleon.

MetaAAaerg: Onoladrmote petafolr] mov propei va GupPel 0TO YeVETIKG DMKO £VOG OpYAVIGHOV.

Movoyovidiaxés Statapayxée: Eivau to anotédeopa evog povadikov petadaypévov yovidiov. Zrov
eAnviko mAnBuopod ta ouxvoTepa povoyovidiakd voorjuata pe fAomn To TOGO0TO YOPEWY
eivat ta Qaaooaipukd oOVOpoLa, 1 KVOTIKY (vwaor) Kat 1 vwTlaia poikn atpo@ia.

Neokvttapa: Neapd epvdpd aypoogaipia.

NovkAgotidio: Kabéva and ta ohvBeta ynpxda popia mov oxnuatifovv tig faocikés povadeg twv
08wV IOV PEPOVV TO YEVETIKO VAKO TwV KUTTAPWY Ko puBpiouv Tr) ovvBeon twv mpwTeivay.

Opoluywtng: Xapaxtnplopdog SimAoetdovg opyaviopov, o omoiog gépet ta idla akptBwg
aAAn\Opopea yovidia oTig opoloyeg yevetikeg B¢oeig (locus) evog Lebyoug opoddywy
XPWHOOWHATWY.

Iertiducog deopdg: O mentidikog Seopodg eivat £vag opolomoAkdg Seopdg mov oxnpotifetal peta&d
G 6&vng kapPofulopdadag evog apvoEéog kat TG apvopdadag Tov emdpevov. To podplo o
omoio oxnuatifetat and T ovunvkvwon vo apvotéwy kakeitar Simemtidio.

TToAvpuepiopog tng HbS: Avtidpaon katd v omoia cvvtiBetou éva mpoidv peydhov poplakov
Bapoug, katodTy SadoxIKWY TPOTHNKWY 1) CLUTIKVWONG ATAOVOTEPWY EVWTEWY, TL.X.
ToAvvovkAeoTidia amd povovovkeotidia.

ITpokaputcd kbrrapa: Ovopdalovtat ta KUTTapa Ta onoia eival amhovatepa aTr Sopr Kat
Sev éxovv oxnuatiopévo muprva. Ta TpokapuwTIKd Teivouv va givat amhoi, LovokvTTapot
opyaviopol xwpic opyavidia ov Seopebovrat pe pepBpdvn 1 Toprva.

ITpwrotayng doun: H ypappukr) adAnlovyia twv apuvoféwy pag todvmentidikng alvoidog.

RNA: Pifovoukheiko ofd. Bpioketat kupiwg eVvTOg TOU KUTTAPOTAACHATOG, AAA HEPIKWG KAl EVTOG
Tov Tuprva Twv KuTTdpwv. Eivan emgoptiopévo pe ) Stadikacia ovvleong tTwv mpwteivwy.
Anotedeitar and vouvkheotidia, ouviiBwg OSatetayuéva oe povr) avadumAwpévr alvoida.

Avdhoya pe Tn Aertovpykdtnta Tov Stakpivetat o ayyehogdpo (mRNA), Siafipaotikd
(tRNA) kau ptBoowpkd (rRNA).

Zvyyéveia (affinity): Ekppddet tig Suvapelg Séopevong tov O, pe ) Hb.
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Tvyyévelag tne atpos@atpivig pe to ofvyovo (Kapmvdn): Ziypoetdng kapmvin mov
amodidetal ypagikd o kopeouog g Hb pe 1o O,, pe Tipég mov mowkiAlovy amo 0 uéxpt
100%, wg ovvaptnon TG pepikng mieons tov O, (pO, mmHg) mpog To mepIPAANOV.

Svpunvkvopéva dpemavokvttapa: Mn avaotpéyipa Spemavokdttapa (irreversibly sickled cells
- ISCs), mov mapapévouy mapapop@wpéva Kat 0tav akopn éxovy mAnpws ofuyovwdei kat
ATIOTIOAVEPLOTEL.

ZTvvepyelaxog unxaviopog déopevong O,: Eivar n Sievkolvvon mpdodeong O, and pia
opada aipng oe aAeg opddeg aipng. Avto ovpPaivet ylati ot opddeg aipng EMKOVWVOUY
petadd tovg. H idotnta avth Aéyetal kat unxaviopdg 8€opevong - anodéopevong, 1
«aAnAemnidpaon Twv opadwv Tng aipng», mov kabota tnv Hb mio anoteleopatiko
petagopéa O, .

T@arpivn: Eival o mpwteivikd tetpapepés poplo tng atpoopatpivng. Kabe tomog
apooatpivng anaptifetat and §vo StagopeTikd {evyn moAvTENTISIKWY AAVGISwYV.

Tetaptoyevig Sour: Opydvwon TOAATADY VTTOHOVASWY ULAG TPWTEIVNG 1) TPWTEIVWV.

Tpavogeppivn: Ipwteivn oto mAdopa mov petapépet 1 1} 2 dropa tptobevoie odrpov atovg
loTOVG.

Tprrotayng dopun: H Simhwpévn, tpiodidotatn Stapdpewon pag molvmentidikng aivoidag.

Parvotvnog: H ékppaot Tov yovidiov, Snhadr 1 ekdnAwon OAwv Twv XapakThpwv mov
TepLEXOVTAL KWSIKOTOUHEVOL 0TA yovidla.

Depprrivny: EvSokvuttapikn mpwteivn mov anobnkevet oidnpo kat tov aneevBepwvel e
eAeyXOpLEVO TpOTIO.
Depponoprivy: Emtpéner tv ¢§0do tov o1dripov ano ta kdttapa.

XnAkég ovoieg: Ovoieg mov deopevovy pétada kat amofaAAovTal amd TOV 0pyavIGHO e TN
HOPPT XNAIKDV EVOTEWY.

Xpowpativn: Baotkd cuotatikd Tov mupriva Twv KLTTApWV Kat 18iwg Twv XpOHOCWUATWY.
Svviotatal and DNA, padi pe 10tovn kabdg kat amd pn 1oToVIKEG TIPWTELVEG,

Howell-Jolly cwpatia: Eviokvttapika éyklelota ota wptpa epubpd, mov anotehovy
KOTAAOLTIA TOV TIVPHVA KAl TTOV OTTOUAKPUVOVTAL ATlO TOV QUGLOAOYLKO OTIAT VAL

JAK 1, 2: Eivat pia otkoy£€veta and evOOKLTTAPLEG TUPOOIVIKEG KIVAOEG Ot oTtoieg peTadidovy
KUTOKLVO-€§aPTOHEVA UIVORATA, KIVIITOTIOLWVTAG avéntikovg napdyovtes (Epo)
amapaitnTovg ylo TNV allonoinon.
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(STOT-€E61) [IP42Y1ap [ ‘d 0 AMIQP3AN0 AML AOIIAT
‘8/61 S01dgnz1133 Shalidy 1dpuriyoy] wuuavssvpyr fo A3ojorg 4vnaajopy ayg, ,, prizg 3n holiravaaz Shagary hrmdyy
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Bpafeio “T. Pwtervod” Axadnuia AOnvav, 1984









ITotog eivat 0 poAog TG Aloo@atpivng Kat
Tt opiCovpe wg Apoopatpvomddeteg;

ITota eivau  maykoopa emdnpoloyio kat
TIOLEG €VaL OL EMMTWOELG EOIKOTEPA OTN XWPA HAG;

[1600 anoteheopaTikn| €ivat 1 TPOANYN Kat TOc0 avénOnke
T0 TPOGSOKIHO eMPBIWONG TWV TACXOVIWY;

[Toco oAV €xovpe katavoroetl TNy maboyévela Twv KAWVIKOV ekdnAwoewvy
KAt TO00 amoTEAECUATIKT €ivat 1) OepaTEVTIKT TOVG AVTIHETWTILON);

1600 KOVTA eipaoTte TNV apy1) TNG OPLOTIKNG YEVETIKNG Oepameiag
TNG VOoOU;

Omoto kat av eivat To eminedo NG TPoOSOL OTHEPQ, T) CUVETHG KAl ACPAANG
AVTIHETWTILOT) TWV TACXOVTWV amoTelel wpipo kabnkov.

Ot petayyioeig wg Paockd Bepamevtikod Hécov, anattovy Ty Halikn
Kvnromnoinon eBelovtikng atpodoaiag.
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