I'N.IM. O ATIOZ ANAPEAZ
AIMATONOIIKO EPFTAZTHPIO
Ap.NixoAomrouAov Apt.- PwromouAov .



Ot KAnpoVvouoUUEVEC dLaTtapaxEC TNS oUVBeoNC TNG atlpoodaLpivng
QTOTEAOUV pia aTto TLG TILO CUXVEC YEVETIKEG OLATAPOXEG
Tou avBpwrivou opyaviopoU. Atatpouvtal o€ SU0 KATNYopPLEC:

TTOOOTLKN dtatapaxn TNG
aLpoodalpivng

Hio oo Tg MOAUTIETTLOLIKEG
aAuoidec TN atpoodatpivng
TIAPAYOVTOL O€ XAUNAOTEPO
TTOCOOTO

a-0aAaocoaltpieg
B-Balacoalpieg
KAnpovouukn ntapoapovi tng HbF

nolotikn dtatapaxn tTng Soun
NG atpoodalpivng

HbS eival n o ouyvry Sopka
avwpaAn apoodoatpivn

HbC
HbD OTIOVLOTEPQL
HbE
HbO



. OGANAZZAIMI



Ta Salacoaiuika  ocuvépoua amoteAolv  pla
ETEPOYEVN) OUAOA KANPOVOLLKWY VOONUATWY TIOU
opeidovral oe yovidiakeg BAaBec Ttwv mentidikwv
aAvgidwv tn¢ awuooaipivng ol omolec , odnyouv
oTnNV EAATTWON HEXPL TANPOUC OWVOOTOANG TNG
TTOPOYWYNC ULOC N TIEPLOCOTEPWV QIO QLUTEC.




glval ula KAnpovouikn QUTOOWULKN
UTTOAELTOUEVN VOOOC N OTOLAL EVTOTIL(ETOL KUPLWC
otnv meploxn tn¢ Meooyelov Oalaocoac. 2TN
Meooyelakn avalpilo. n_ yovidlakn arteAela, n
omoiat pumopel va eivol eAAewpn oe yovidlo n
LETAANOEN, EXYEL WC QMOTEAECUO. TN UELWUEVN
ouvlean N aKoUa Kol T Un cuvieon ULoC EK TwV

oQaLOLVWY oL omnole¢ oynuati{ouv _tnv
awoo@alplvn. AUtO UTTOPEL va TIPOKAAECEL TNV
ouvBeon LN bUGLOAOYLKWY LopLlwv

alpoodalplvnG Kol EMOUEVWC VA TTPOKANTEL
TO XOPOKTNPLOTIKOTEPO YVWPELOMA TNG

VOOOU.



Ta pecoyelaka cUVOPOLLA ATTOTEAOUV TO TILO KOLVO

LovoyovioLako voonuo Me 270  ekatoppupla  dopeic
TTOYKOOULWC. H eEamAwon TWV Tto.BoAOY LKWV
aAANAOUOPpdPWV EUVONONKE OTIC TPOTILKEC KOl UTTOTPOTILKEC
TEPLOXEC, €€’ auTiog TNC aVUIEKTIKOTNTAC TWV. _(QPOPEWV_OTNV
glovoala.

H petakivnon twv mAnBuopwyv opwc, kKabwc Kat n

epapuoyn OQITOTEAECUATIKWY TIPOYPOUMATWY TtpoAnUNng
gEXouv aAAAEL TOV EMLONULOAOYLKO XAPTN TNEC yng yla To
LLECOYELOLKA cUVOpOoAL.



* H Meooyelakn Avatpla givol wolaitepa cuvOedeUEVN LE
TouCc AooUc tnNg Meooyeiou, touc Apafec Kol TOUG
Aolatec. YrtoAoyiletal otL naoyouv 16% tou mAnBuopuou
ng Kompou, 1% otnv Taidavdén kot 3-8% oTOUC
nAnBuopouc amo Kiva, MaAatoia, MmnaykAaviecg, [vola
kat Moakitotav. Ymapxouv Kot AAAOU TTOCYXOVIEC OTIWE OTNV
Notiwa ApEpLKN Kol o€ AAAEC TiEpLOXEC NG Meooyelou(
EAAada, ItaAla, MNMoptoyaAia, lomavia kot AAAeg). Eva
oAU ULKPO TIOOOOTO UTIOPXEL €miong otn Bopela
Evpwnin( 0,1%) kat otnv Adptkn( 0,9%).

e XYtnv EAAada ~ 3,500 atopuo maoyouyv amo MA

>8% tou mAnBuopou  eival  dopEAC  KATTOLOU
BaAacoalLkoU VOO LOTOG




World distribution of haemogldb.inopathies

The world distribution of haemoglobinopathies overlaps the geographic distribution of malaria. The prevalence has
increased in previously non-endemic areas as a consequence of historical and recent immigration flows, slave-trade,
trading activities and colonization. In all these regions there is a high prevalence of a thalassaemia. It is believed that
carriers of a thalassaemia are protected against malaria and that natural selection is responsible for elevating and
maintaining their gene frequencies.



Avaloya o€ mid, aAvoida ekdnAwVETAL N YEVETIKN dlatapayh,
EXOUUE
a-Meooyelakn Avauuia N B-Meooyelakn Avoupia,
kKaBwc¢ kat dStadpopouc aAlouc cuvduacpoUc.
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o-0aAoGGaLLEC

 OLa-Balaocoalpleg elvoll KANPOVOLLLKA VOO LoTaL
IOV YapoKktnpellovial amo aVEMAPKN N MANPN
eA\eWn TNC mapaywyncg tnc a odpatpivng Ko
aUENMUEVNC TTOPOyWYNG TwV B aAUowv.

» Eivalmeploocotepo ouyvec otnv Adpikn, Th Meon
AvatoAn, tnv Ivoia, tn NotloavatoAilkn Acia, tn
Notia Kiva, kot ommopadika otn Meooyelo.



o-0aAoGGaLLEC

OL a-6aacoalulec elval KANPOVOULKA VOO LOTO TTOU
xapoktnpilovtal ano avenapkn N mAnpn eAAewdn
nopaywync tTng o atpoodalpvikne aAuvoidog

To pépLo e atpoodatpivne, HbA, Tou avBpwrou. e

AmntoteAeital amo dVo B kot SU0o a TOAUTIENMTLOLKEG AAUCLOEC. Opdtaiing
2TO ECWTEPLKO TOU poplou Ppiokovtal TEcoEPLE OUAOEC NG,
KaBe pia ano auteg eivatl cuvdedepevn He pia toAumentidikn aAvoida.




The structure of the a-globin gene cluster on chromosome 16. The telomere is shown as an oval, genes in the region

are shown as boxes. The a-globin regulatory region (MCS-R 1 to 4) is indicated as vertical bars. The scale is in kilobases

as indicated above. The alpha-gene cluster is enlarged showing the traditional gene names above and the HGVS gene
names below. The table below shows the classification of gene defects and phenotypic expression.
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o-0aAoGGaLLEC

To eAAelppa TNG a-aAuoLOOC EXEL OOV QTTOTEAECHOL TO
nMAgovaoua Twv B-aAvcldwv:

* ABpoilovtal peca ota KUTTOPO

* ALATOPACCOUV TNV MAAOTLKOTNTA TOU EPUOPOKUTTAPOU
e Katoakpatnon touc oto omAnva

 Qayokuttapwor Toug

v’ Epyaotnploka ta abpotoporto twv B-oAuvcidwv yivovtot
opata UE:

* Enwaon twv epuBpwv pe NaNO,
 Xpwon Le wdec Tou pebuliou



Ta ouvnBOeotepa Oalacoatpuika cuvépopa

1. a-OaAacoaipia-2 (cwwnnAog popeag)

2. a-Oalaocoatpiec-1 (stepoluyn kot opoluyn)
Alfa Thalassemia Minor

3. AwoodatpvontaBeia H (evéiapeon a-0aAacoatpio)

4. AwpoodaipvorntaBeia Bart’s epPpuikoc LOWMOG
Meilwv a-0aAacooatpio



1. a-OaAacoatpia-2
(owwrntnAoc dopeag)

eA\ewpn evoc a-yovidiou(al) (yovotumoc a-/aa)
Aev cuvodeUEeTal ATIO QLLATOAOYLKEC OLATOPOAXEC

(to eAAeLppa TwV A-aAVGLOEWV KAAUTITETAL QTTO TNV
UTTEPAELTOUPYLA TWV TPLWV UYELWV YOVIOLWV)

Epyaotnplaka supnuota
e Avaluia : omavio

* MCV: KON J

e MCH: KON J
e HbF: KO
e HbA2: KO

* EpuBpokuttapika eykAeilotpa (-)
e Alayvwon e DNA avaAuon



2. a-0alacootpiec-1

(etepoluyn kot opoluyn)
Alfa Thalassemia Minor

eAelPn N petaAlaelc dSvo a-yovidiwv(a2)
(yovotumocg aa/-- 1 €tepoluyn a’ BaAaooatpio-1)
(yovotumoc a-/a- 1 opoluyn ot BaAaococatpia-1)

To EAAELO TWV A-QAUOLOWV OEV KAAUTITETOL QIO TV
UTtEPAELTOUPYLA TWV OUO UYELWV YOVLOLWwV



Deletions that cause a*-thalassaemia. The homologous duplication units X, Y and Z in which the a-genes are
embedded are indicated as colored boxes. A cross-over between the mis-paired Z boxes during meiosis gives
rise to the -o37 and aaa®" 37 chromosomes. Cross-over between misaligned X-boxes give rise to -a*2and
aaaanti 4.2.
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2. a-0aAacootpiec-1

(etepoluyn kot opoluyn)
Alfa Thalassemia Minor

EpyaotnpLaka supnpoto

* YOXPpWUN ULKPOKUTTOPLKI aVOLLpLio

(BahacoaLpika eupnpota)

* OTOXOKUTTAPWON

* TepuBpokuTTapwWy

« JMCV, L MCH

* HbA2 kd n | ,HbF kd

e Aviyveuon eAevBepwV B-aAUCLOWV PLETA EMWOONG KOLL

xpwon He (lwbdec tou pebuliou)



2. a-0aAacootpiec-1

(etepoluyn kot opoluyn)
Alfa Thalassemia Minor

O a-6oAaipaocoa-1, mBavoloyeitatl otav uTtApxouV B
BaA0COOLULKA EVPAMOATO EVW TOL EVPNLOTO TNG
nAektpodopnong eivat pucLoAoyLka

[ Atadyvwon ylvetdl pe poplakec tTexvikee (DNA avaAuon)



MLPA protocol
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Diagram of gap-PCR for detection of a-thalassemia 1 SEA deletion and agarose-gel
electrophoresis showing 3 different genotypes from representative blastomeres in the
present of relevant controls
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3. AwnoodatpvortaBeia H
(evérapeon a-0alacoatpia)

EAAeW N Tplwv a-yovidiwv (o3)
[ovotumoc (a-/--)
entiktntn HbH oe OMA (M6)

» 0€ LUEAOSUOTIAQLOTIKA VOO LOTOL
Neplooela B-aAvcidwyv KOTOLKPLVLON EVTOC TWV
epuBpwV dayokuttdpwon oto omAnva(esayyelokn
aLpoAuvon) SLoykwon tou omAnva

Anpovpyia tetpapepouc B4 (HbH)



3. AwoodaipivontaBeia H
(evérapeon a-0alacoatpia)

H HbH (tetpapepéc B4)

£xeL uPNAN SECUEVTIKN
Lkavotnta oEuyovou
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3. AwoodaipivontaBeia H
(evérapeon a-0alacoatpia)

KALVIKN ElKOvVa KALVIKN ElKOvVAL

EkSnAWveTaL oo H ExdnAwvetal oav

evbLaueon B-MA ouoluyog B-MA

* Méon n Bapld umoxpwUn
ULKPOKUTTOPLKI QVOLLpLioL
(Hb 4-10 g/dI)

‘Hrwa, petpla ] €vrovn
avotpia (Hb7-10g/dl)

2TAnvoueyalia e OOTLKEC TIAPOUOPDWOELC
lkTepo OTO TIPOOWITO
* Ynepdoptwon pe oidnpo
e 2A

* Kapdlakn AvemapKeLa



3. AwpoodatpivortaBeia H
(evérapeon a-0alacoatpia)

Epyaotnplakad eupuata-enixplopo meptpePLKOU aipatog

*YTIOXPpWUN ULKPOKUTTAPLKN avaluio
*>TOYOKUTTOpPO
*>yloTokUTTApQ
*AakpuokUTTOPO
*BaocodlAn otién
*[ToLkIAoKUTTAPWON
*NAEK,

o Neppeonc xohepuBpivng

*EuBpokutTaplka eykAeLotpa (Kuavo Tou Kpe(UALOL)




3. Awpoodatpvortadeia H
(evérapeon a-0alacoatpia)

Epyaotnplakd eupnuata
H HAekpodopnon Atpoodarpivng Kot n

Yypn Xpwpatoypadia YPnAnc Amodoong HPLC(high
performance liquid chromatography)

HbH 2-40% (cuvnOwc 8-15%) onuavtiko SLayVwoTIKO EUpna
HbA2J (¢

FP (ouvnBwe 1-3%)

HbA (to urtoAoLto mMocooTo)

Hb Bart’s (5%) o€ pepikoulc acBeveic



HPLC and Capillary Hb electrophoresis patterns of an adult with HbH disease. The HbH (B4 tetramers) peak
elutes from the column as a compressed fraction, and as a fast moving fraction in electrophoresis

Capillary Electrophoresis

BR a2 2 (n2efR el (@ 0o u
s

Fractions
HbX

HbA

HbF
HbA2




3. AwnoodatpvortaBeia H
(evérapeon a-0alacoatpia)

Oepaneia

2TOUC TIEPLOCOTEPOUC OoOEVEILC
dev elval amapaitntn Kapio Beparmeia

2 € OPLOMEVOUC QITOLTELTOL LETAYYLON OLLUOTOG



4. Aipoodarpivontaderta Bart’s
EMBPUIKOC LOWTOC
Meilwv a-6aAacoatpio

Odeiletal otnv ouykAnpovounon dvo petaAiatswyv a’ MA

- OAOKANPWTIKA ammouaoia TG a-otpoodoalpivng
EAAeWpn tecoapwyv a-yovidiwv (a4)
[ovotumoc (--/--)

Mn cupBatn pe T {wn, Ta ELPpua mebBaivouy mpLv TN
YEVVNON TOUC N OLUEOWC LETA (KapdLlaKn aVETAPKELD, ATEAN
OPYOLVOYEVEDN)

2xedov oAn n Awpoodatpivn eival Hb Bart’s (y,)
Mukpo mocooto Alpoodatpivn Portland (4,y,)



4. AipoodarpivontaBerta Bart’s
EMBPUIKOC LOPWIOC
Meilwv a-6aAacoatpio

Epyaotnplokn elkova
Bapla avouuia (Hb 4-8 g/dl)
‘Evtovn avioOomMOoiKIAOKUTTAPWON, OTOXOKUTTAPWON
™M AEK
™M epuBpoBAaoctwy 0To MEPLPEPLKO aipLal
HAektpodopnon : Hb Bart’s 70-90%
Hb H 10-15%
Hb Portland 5-10%



4. ApoodaipivontaBeia Bart’s
EMBPUIKOC LOPWTTOC
Meilwv a-0aAacoatpia

Epyaotnplakd eupnuata
HAekTpodOpnon Alpocdalpivng kKo

Yypn Xpwpatoypadia YPnAnc Amodoong HPLC (high
performance liquid chromatography)

Hb Bart’s 70-90%

Hb H 10-15%

Hb Portland (1,2)5-10%
HbA

HbA, | Aetmouv EvteAwg
HbF



o-0aAacoatka cuvdépopa

KAINIKH EIKONA HAEKTPO®OPHTIKA EYPHMATA FTONOTYNO2

EuBpuikoc Lopwmag Hb Bart (v,) un
HbH (B,) AELTOUPYLKEC
Hb Portland

HbH: 1-30%
AwpoodatpwvontaBsia H  HbA HbA, : 1-2%

ALpoAUTIKA avatpio TtotkiAng

Baputntag

HbA: k.d». MCV, MCH,
Etepoluyn kat Opoluyn HbA2 : k.dp.£¢
a-MA 3-5% Hb Bart katd Tt yévvnon

2wwnnAog dopeag a-MA  HbA: k.. MCV, MCH .£J 1
HbA, : k.. Oplaxa r K.¢.




o-Meooyetakn Avotpio

a-0aAacoatpio-2 o-0aAdacoatpio-1 | Apoodatpwvonadsia H
(owwnnAdg dpopéac) | (eAacowv) (evéiapeon)

EpuBpokuttapikoi
deiktec MCV MCH J J

Enixplopa AVLOOTIOLKIAOKUTTAPWON,

niepldePLKOV K.. MIKPOKUTTAPWON UTTIOXPWHLLA, LLKpOKUTTAPWON,

atpotog uToXpwHLa oToxokUTTapO Kal
oxlotokuTTapa

Evpnuata ano Inoviotata ‘Hmia avapia Avawpia (Hb7-10gr/dl)
TN YEV.QLHATOC avatuia MRBC AEKD

EpuBpokutta-
PLKA EYKAELOTOL OXI JYXNA MANTA

(B4)
HAektpodo- HbH: 2-40% (ocuvnBwg 8-15%)
pnon Hb K.p. : HbA2:{

(omavidtata Hb Bart’s:5%)

Aoyoc o/B
oAvoLldwv J




P-OANAZZAIM.



B-OaAacoatpiec

Ot B-MA amoteAoUV pia opado KANPOVOULKWY VOO ULATWY TTOU
odeilovtal og eAatTwpeEVN ouvBeon NS B alvoidbag Aoyw
pLetaAAaéewv tou B yovidiou.

To yovidlo tng B aluoidac , atpoodatpivng (Hb B) Bploketal oto
oUUAeya TwV B yovidiwv oto Ppaxy okEAOC TOU
Xpwpoowpatog 11 (11p15.5, GenBank: NM_000518)

H coBapotnta tng vooou eéaptatal amo tn ¢uon Tng
uerdMaEnq. Ot ueraMdEELq OLUTEC £XOUV WG CUVETIELA TN
LELWMEVN Ttapaywyn B-aAvcidwy, e anore)\eoua n nmepicosla
TwV o-aAuvcidwv va oxnuatilel TETpALEPN UE

oxnuotilovtac avriotowya Tig A o oroudaia SLoyVWOoTLKN aELa)
KalL F.




Meploocotepeg amo 200 petaAAagelg exouv avadepbdei

LEXPL ONUEPA OTL EMNPeAlouV TNV Ekdpacn Twv B yovidiwv

altpoodalpivng. 2 avtideon ue tnv a MA n nAsloPpnoia

TWV METOAAAEEWV AUTWV EVOIL ONUELAKEC VOUKAEOTLOLKEC
aAAQYEC (avVTIKOTAOTAOELS pLag Baonc, eAAelppaTa 1 EVOECELS
Alywv voukAegotidiwv). 2touc mAnBuopouc touc omoilouc N MA
elvall ouyvn, tnv mAeoPnoia Twv HETAAAAYUEVWV
aAANAOHOPpdWV KAAUTITOUV AlYEC KOLWVEC LETAAANAEELC KOl OTOL
uTtoAoura taBoAoykd aAANAOLLOpd O CUVAVTATOL EVOLG
HeyaAUTEPOC apLOUOC oTIAVIWY HETAANAEEWY



2ToV EAANVIKO YWPO, Ol VEVETIKEC SLATAPAYEC TTOU EUTUVOVTOL
via th 6 MA, mapouotlalouV UEYAAN ETEPOYEVELA.

ATIO HEAETEC TTOU €XOULV Vivel oe aoBevelc pe B MA kot peyaio
apLlOpo etepoluywtwy £Xouv Kataypadel epimou 35
onuetakec uetaAdaéeic mou evronilovrat oto B yovidio
awoo@alpivne amo tic ortoiec ot 11 € avtwyv KXAumtouv
rtepintou to 98% twv nadoAoyikwv aAAnAouopewv




e OLpetallaéelc ol omoliec meplopifouv Tn cuvBOeon
Twv B aAvoldwv atpoodalpivng elvol YWWOTEC WG
uetaAAaéelc B (Bnta ouv) MA,

* EVW OUTEC OL OTTOLEC KATAPYOUV OAOKANPWTLKA TN
ouvOeon touc wc petaAlaéelc B (BAta undev) MA.

e Kamotlec HeETAAAAEELC TIOU ETILTPETMOUV OE EVA LLEYOAO
BaBuo tn ovvBeon Twv B aAucidwv lval YVWOTEC WC
netaAAdaéelc f*.




OLeplocotepec petaAaéelc B kal B+ €xouv
ETUMTWON OTOV OULUATOAOYLKO $OaLVOTUTIO

TwV POPEWV OTIWC:

™ RBC

J (MCV 60-70f)

J (MCH 19-23pg),

T(Hb A,) cuvnBwg petadu 4-6%.




Nap’ Ao auTd uTtapyxouV €alpECELC TOU PalvoTUTIOU auToU OTtWG
OTLC TIEPLITTWOELC:

N/

o «olwnNAWV PopEWV» UE PUCLOAOYLKO 1 oXeOOV PUCLOAOYLKO
dovoTUTIO
* ¢opeic pe petwpevo MCV kat MCH, aAAec dopEg
ue puaotodoyika emineda Hb A, (<3.4%) r) cuxva pe au-
Enueva entineda Hb A, (>6%).
s Oplopevol dopeic CUYKEKPLUEVWY HETOAAAEEWY B MA €xouv
ehadpwc avénueva emnirmeda Hb F (>2% - <5%), kat oL dopeic 6 MA
ouvNOwc £xouv eEAadPWC LELWUEVOUC EPUBPOKUTTOPLKOUC SELKTEC
le afloonpeiwtn avénon tng Hb F (>5% kat <10%)kat pucloAoyika
N eAadpwg petwpeva enimeda Hb A,.



OLon uELaKeq HeETaAAAEELS TTou euBUvVovTal yla Tt B-MA opadomolovvtal pe faon to
HNXQVLIOUO Ttou TpomormoloUV tn ouvBeon Twv B alucidwv SnAadn tn petaypadr, tTnv
enetepyaoia n tn petadpaon tou RNA.

B°MA.

T€toleg petaAaéelc eival n 1VSI-1G>A n omola elval TTOAU KON OTLG LECOYELOKECG XWPEG, TN
Méon AvatoAn kat tnv AvatoAikny Evpwrn,

A tnv IVSI-1G>T mou eivat kowvr) otnv Ivéia kat tnv Kiva.

B*MA arto nmo £wg Boap.
IVSI-5G>C n omola givat Bapld pet@AAaén kat o cuyvn otnv Ivéia, Kiva kot Méon AvatoAn),
IVS I-5 G->A mou amavtatal oto mANBuouo pac,

IVSI-110G>A n omola elval kowr otn Meooyelo, Tn MEon AvatoAr Kol TNV AVATOALK)
Evpwrn
IVSII-654C>T mou eivat kown otn NA Acia kat tnv Kiva.

++ MA

IVSI-6T>C cuvavtatal o€ OAa T KPATN YUpw amo tn Meooyelo, tn Meon AvatoAn Kat tnv
AvatoAwkn Evpwrn.
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Musta tirorns Alleles per ot Irntemmredia

T o

Fisevere)
Cdza
IVSE-1
IVSIE-1
FSC-65
R VS
Cd 6
8 others/-= 2%
Toital

N

oNN ==Y

WO KN NN

b
L

B* isevere)

WS- 1-110
I'Vs-11-745
IVS-I - 588 Corna ol
3 others/-= 9%

Total

B rmild amed
B wery mild
IS 1-6&

=57

~28 A—
Py A

+ 1480 (C—T)
-101 (C—T)

+ 33 p

Total




|—_] Meproxeg pe auinpevn cuxvommra 17—:

__| erepoluywyv aropwy o ApenavokuTrapiky avaipua




OMOZYTIH B-0AAAZZAIMIAH
MEIZON B-OANAZZAIMIA
THALASEEMIA MAJOR'H NO2Oz TOY COOLEY

MpokeLtal ylo aoBeveic pe

ouguywria (BB, B*B*)

N

ouvduaopevn etepoluywrtia (B°B) B Oadacoatuiog

H (wn twv aocBevwv
géoptatal ApNeECA Ao TN
LLETAYYLON OWLLOTOC

NN oo TNV MPWLLN
riodikn nALkia




Meta tov 3°-6° unva to rodakt epdavilel :

v’ ‘Evtovn wxpotnta (Aoyw ovorpioc)

v Aepovoeldn amoxpwon (Aoyw iktepou)

v HnotoomAnvopeyaia

v’ YrioAsimeton og avantuén (AOyw LoTIKNAC urtoiac)



NaBoducioloyia Twv KALVIKWV
eKONAWOEWV

 Hé&eMewn N N HEwPEVN Ttapaywyn B aluvcidbwv
ouVOOEVETAL IO UTTEPTIOPAY WV

= y-aAuoidwv kat 6-aAvoidwv

» OLa-aAuoidec mou meplocevouv oxnuatidouv
tetpapepn ( a, ) mou katakpnuvifovtol Ko TPoKoAOUV:

v ipowpo BAavato Twv EpuOPoPAACTWY EVTOC TOU
LueAov (evdopueAikn kataotpodn)

v ipowpn GayoKuTTAPWon Twv EpUBPOKUTTAPWY OTO
onAnva (e€ayyelakn atpoAvon).



NaBoduciodoyia Twv KALVIKWY
eKONAWOEWV

AU OCPCILD IVIKE G
aruwgideg

- Mepicoc=1a a
ErAEPn A avenGprEia &

[

EwvSoprnosiimkry EEcupioeiakn
KOaTaKpe] wvion KOG TR P W 1P )

{a aruciSurv) l

i anedoTekr Aapdroon

ELUVOPoNoiNCH

VT

AGENGN anoppdpnong PANAITMILA L

cidrfpou P

l MeTayyicsIg

AOENnon ano@epdoouwy
S rjpow

!

Alpoaidrgoon
1I0TLOW KAl Sy dveow
(Kapdia-Hnap
EvSokpirveic)

azy> (HBbF)

v

AUVIMNHEV DECHEUVTIKE
IKAvATNEQAd O

b

» loTikr] vnogia

~

YnEprniaoia «——— TNapaywyn

pusAcO

>~ !

FKEAETIKEG

EpuBponomTivng

ETWIVEMKD

AGQQUOPPLOCEIG alponoalinon

-
MeyaroorzAnvia
UNEPONANVIONGSS




KAlvikn elkova

J H pn anoteAsopatikn EpuBpomnoinon Kot
N eAatTwpEVN eMPilwon Twv epuBpokutTapwyv 0ONYoULV OE:

v’ Xpovia AlpoAuTLkn) Avatpio
v 'lktepO
v’ Juvexn epdavion XohoAbioong

v' H Avatpio > Xpovia lotikr) Ymoélo > YmoAewmopevn
>WHOTIKA AvAmtuén Tou HLKpoU aoBevouc

v N onuovtka ta eninedo oldrpou Kot Kivbuvoc evanobeon
ToU o€ KapoLa Kol Nrtap (dLoykwon Nmotoc)



KAwikn eikova

J H avénuévn evéopueAikn epuBpomnoinon odnyel os:

Nopapopdpwon Twv ooTwy, Wolaitepa
Ootwv Kpaviou-MNpoowrou .
v' Xapaktnplotiki n MpoBoAr tou Metwmou
v Awortopaxéc tne Oonc Ekpuong twv Soviiwv
v AU&non tou eUPOUC TNC Thalassemia Major — bone changes
SUTAONC TOU KPOviou
(Yo paKTNPLOTLKN ELvOLL
N OKTWVOAOVYLKI ELKOVOL
nou potalel e Bouptoa)




OMOZYTH B-MEZOlEIAKH ANAIMIA

-

D

(From Jurkiewicz MJ, Pearson HA, Furlow LT Jr: Reconstruction of the maxilla
in thalassemia. Ann N Y Acad Sci 165:437-442, 1969.) (From Pearson HA, Benz EJ Jr: Thalassemia syndromes. In Miller DR, Baehner RL, McMillan CW (eds): Smith's
Blocd Diseases of Infancy and Childhood, 5th ed. CV Mosby, St. Louis, 1984, pp 439-467.)

08 Elsevierlne,

Copyright @ 2005 vier Ine. (USA) All ghts resenved




KAwikn eikova

1 H e€wpueAikn epuBpomoinon cuvenaystal

v HnatopeyaAia

v YriepomAnviopo - Avatpio(emideivwon tng avotpiog)

— BpopPormevia

— Aevkormevia (evooBnoio oe AoLUwEELC)
OL a.oBeveic autol xpelalovrol TTOAAEG
LLETAYYLOELC- amooLldnpwaon



Epyaotnplapa Evpapata

e Avauia Yrnioxpwpun MikpokuTtopLkn

 'Evtovn Ymoxpwyuia, MoAvxpwuaocia, MikpokuTtapwon,
Avicokuttdpwon, Motkihokuttapwon (ouxva
AoKkpulokUTTAPO, 2TOXOKUTTOPA, 2XLOTOKUTTOQA

* Baoeodn 2tién

* Bapla Avaiuia Hb 2-7 g/dl (ywplc petayyion)
e UV (MCV,MCH, MCHC) N )
R /P R DW with basophilic stippling spherocyte

Howell-Jolly body

* [apoucia EpuBpoBAactwy oto MNepldepiko Alpa



Epyaotnplapa Evpauata

AveUpeon epuBpoKUTTAPLKWY EYKAELOTWYV (TTEPLOCELA
a-0AU G wv) "
e xpwon Kuavou tou peBuleviou

TMWBC Asukuttapwon, I PLT BpopBokuttapwo

x Nke

EVW OTOV UTTEPTTANVIOULO

JWBC Agukomevia, |, PLT Bpoupormnevia Tnchusion bodies
eudavidovral cwpatia Howell-Jolly
M AEK




Epyaotnplapa Evpauata

BloxnULKA EVPAMOTO OULLLOAUTLKWY oVaLULwV (E€ayyeLlokn
aLpoAuon)

I eupeon XoAepuBpivn

N oupoxoAlvoyovou oUpwv
MLDH

/N K+

™ Zénpovu

T depprrivng




Epyaotnplapa Evpnpata
2TO MUEAO

evtovn epuBpoBAaoTtiki avtibpaon

(buoepuBpormoinon kal evtovn evamnoBeon atpocudepivng
LEOQ OTLC EpUOPOPAACTEC KOl EEW ATTO AUTEG.)

oldnpoBAACTEC



Epyaotnplapa Evpnpata

H HAekpodopnon Awpoodarpivng kot n HPLC

e [ANpn éAAewdn N eAattwon tng HbA
o B9/B° HbF 100%

* B%B*n B*/B* HbF 70-80%

* HbA, TM/k.d./{

 Hb Bart’s (uikpny mocotnta cuyva)

MRNA = splicing =+ processing= ribosomal = i globin chain
transcript translation




Hemoglobin electrophoresis at
alkaline pH (a) and acid pH (b) of
a normal 26-week-old fetus (lane
2) and a Hb Bart's fetus (lane 3).
A, S, F, and C mark the migrations
of hemoglobins A, HbS, HbF and
HbC respectively. HPLC
chromatograms of the same
normal fetus (c) and Hb Bart's
fetus (d).

0.80 0.75

1.50 2.25 3.00 3.7 4.50 5.25






MINAKAZ 2
AIMATOAOTIKOI (PAINOTYTION KAI EPTAZTHPIAKA EYPHMATA
ETEPOZYT (ON KAl OMOZYTON 3 KAI 6 MEZOTMEIAKHZ ANAIMIAZ.
Erepoluyor Opoluyon
Tomwol B, 6 peooyaxaknys  Hb MCH MCV  avriotaony HbA2 HbF HbA
TS gpuBpuv % % %
P’
“YynAn A dMm A <4
~YymAn Ac+F (>4%) O M A : >4
(Dutch)
B’ (ugmpij A)
- Bapuix dM
-.’H“.og
a) Negro @D Ii M
B) Mediterranean (B*') @M
B puaoloyikij A: xea F
~Tomos 1(B') ®
(G1wTT)Pog)
~Tomog 2 (B () ORM
o
“YynAn F DM
-5 (Lepore) OnM M

(: humodoykr], M: Menwpsév), A AuErpséan,




EMUTAOKEC

s EmutAokec opelhovtol OTIC CUVEXELC LETAYYIOELC
TIOU €XOUV WG QTIOTEAECHUOL TNV UTIEPPOPTLON TWV LOTWV ME
oldnpo

v YTTOAEUTOUEVN OWMOTIKI OVATTTUEN

v OpPUOVLKEC ETIITAOKEC

v AlotapoyEC HetafoAtopol YAukolng

v' MuokopdLonadsLo

v Hmatkn tvwon



(ouvéxewa)

s Tn Xpovia AlpuoAuon
s* XoAoAOiaon
** NolpwEELC
** OpouPwrtika Emelcodia
¢ Ooteomnevia
** Nedpikn SucAeltoupyia
(otO €YYUC EOTIELPAUEVO OCWANVAPLO)



S D =

Bepancia

Metayyloelc aipotoc

Antooldnpwon

2UUMTWHATIKA Aywyn

>TAnvektoun (evoexouevwe)
METAUOOXEVON TOU HUEAOU TWV OCTWV

Fovidlakn Beparmeia (dladaiveTal MPoyLLATOMOLOLN OTO
HEAAOV)



MeTayyioELC OLLLOTOC
 H Hb npenetlva dtatnpettoe  (9-10,5 g/dl)
Otav apyilouv eykalpo oL LETAYYLOELC:
KataoTEAAETOL N avénpevn EpuBpomoinon

dev enektelvetal o Muehog Twv Ootwv
dev nopatnpeital AlpoAuvon

DN N N

avarmtuén eivat oxedov QucloloyLkn



Anoolénnpwon

OO TO OTOUA

J Aedeputpovn (deferiprone-Ferriprox)
MpokaAel apBpitda 25%

 Asdepaoipoén (deferasirox-Exjade) veotepo



2ITANVEKTOMN

EntifarAeton oe aacBevelc omou mapatnpeLtaL:

EAattwon tn¢ emPBlwong Twv EpuOPOKUTTAP WV
AUENoN TNG CUYKEVTPWONG oLONpPoU

Au&non tou peyebBouc tou omAnva

YoBapn Asukomevia, OpouBormevia

AOYyw umepoTANVLIoHOU



Metapooxevon HUEAOU TWV OOTWV

MeTtapooxevon ApXEyovwy ALLLOTIOLNTLKWYV
Kuttapwv

MUEAO TWV 0CTWV
NepLdpeptko aipa (Alyotepa cuyva)
OudaAiov Awpou (omaviotepa)



fovidLakn Oepameia

AvTtikataotoon tou naboAoykol yovidiou
OTOL OPXEYOVA OLLLLOTIOLNTLKA KUTTOPAL
(tpoomTik 0To HEAAOV)






Etépoluyn B-OaAacoaipio
(Thalassemia Minor)

, , @ Uanfe.cted [{nqﬂéf'te?:d
* Etepoluywrtia (B/B° R B/B* ) ‘Carrier f;:;:;;g:T
* Dopeic TNC VOoou : O DG

EANada 7,5% D O® OO O

Kompocg 2apdnvia 15-17% i i i i

MaUpn ¢puAn 0,5-1%

Unaffected "CARRIER" "CARRIER" Affected
1 in 4 chance Unaffected Unaffected 1 in 4 chance
1 in 4 chance 1 in 4 chance




KAwikn Ewkova

ACUUTTTWUOTLKA ATOUOL
EUkoAa avarmtuooou aVoLULLol LETA OO
owdnpomevia (kunon) N Aotpwén

AcBeveic pe yovidlo ehadpac stepoluync (B ) MA
OLOUUTITWHOTIKA HE EAAPPA ULKPOKUTTAPWON

AcBeveic ue yovidblo stepoluync (B°) MA
LLTTOPEL VaL EXOUV :

ATILOL QVaLLLeL
OLKTUOEPUBpPOKUTTAPWON
oTIANVoUEY QAL



Epyaoctnplaxd suprjpara
gtepoluyocg B-M.A.

Enixplopa ntepipepLkov aiportoc
Yrioxpwpio
MolKIAoKuTTAPWON
MuLKpoKUTTAPWON
2 TOXOKUTTAPWON
MoAuxpwpaoia
BaoeodplAn otién




Epyaoctnplaxd suprjpara
gtepoluyoc B-M.A.

Fevikn Alpatog

Entimeda Hb> 10 g/dI

RBC ehadpa T

WBC ehadpa T (nepikec dopEc)

\Y [GVANY

MCH { , ue XPNOLUOTIOLELTOL WC Screening
MCHC efaptatol amo Tov oLUATOAOYLKO avaAuTi

RDW KO

MueAOC TwV 0CTWV

‘Hruiwa epuBpoPBAactiki avtidbpaon



Epyaoctnplaxd suprjpara
gtepoluyoc B-MA

MeAEtn Alpocdarpvwv

Hb A, 1 (3.5%-5.5%)
Hb F K® fj ehadpd P
Hb F 7% (edv urtdpxeL B/B°)



Epyactnpawxd supipata
gtepoluyoc B-MA

EpuBpokuttapikoi J (RDW: Kk.d.)
deikte¢ MCV,MCH,MCHC

Entiyplopa mepipeptkot  Aladopou Babuou vnmoxpwpuia,

atlpatog QVLIOOKUTTAPWON,
TOLKIAOKUTTAP WO, LLKPOKUTTAPWON,
oToYoKuTTApwon, BacsodiAn otién kat

NMoAvXpwpatodAia
Entimeda Hb YuvnBwc puotoAoyika Hb >10gr/d
RBC T
MueAo¢ ‘Hriia epuBpoBAaoctikn avtidpaon
HAektpodopnon Hb HbA2 1 (3,5%-5,5%)

HbF k.d./ T ( av untapxet B/B° 7%)
Aoyoc a/B aAvcidwv ™

QAE T




MowtiAieg B yovidiou

A2 >3 5% F 1-3% e  Tumkn P etepoluywtec(30% Twv
g TIEPLTTWOEWV

y e [- etepoluywrtec (~15%)
A2 26%, F 3-15%

* B- eTepOlUYWTEG ZXETLKA NTTLAL
A2 3,5-4% MCV, MCH +, petaAAagnlVSI-6

A2 <3%, MCV, MCH opLaka * 'Hmot B-etepoluywtec (-101/N1)

AutAol etepoluywTteC o+f3

‘EAeyxoc yovewv-BloocuvBeon-DNA
A2 >3,5% MCV-MCH *



Awadpopikn Arayvwon Etepoluync B MA
2L6NPOMEVIKNG AVOLLULOG




Awadpopikn Arayvwon Etepoluync B MA
MUKPOKUTTOPLKEC AVOLUEC




Avtipetwriion etepoluyog B-MA.

v' Aldyvwon
v OLKOYEVELOKOC TIPOYPOALUOTIOUOC
v ‘OxL dokormn xopnynon owdrjpou

v’ Juviotartat Sta Blou xopnynon 0,5mg /die



Evéiapeon B-0aAacoaipia
(thalassemia intermedia)

rovotumog (B*/B* ri B°/B*)
Evolapeon KAWVLKN Kataotaon HeTasy etepoluyng —pellovog
MA

Metpla Avatuia
Aev amalteltol HeETAyyLon OLUOTOC
Moakpad eriwon



Evéiapeon B-0aAacoaipia
(thalassemia intermedia)

Epyaoctnplaka evpnuato

EpuBpokuttapikol dei- J

ktec (MCV, MCH, MCHC)

Entixplopa mepidpepikov Eupnuoata etepoluyng B.MA oe

atpatog EVTOVOTEPO PaBUO He cuxvh EU-
davion Kal EUmUPNVWV €puBpwv

Entineda Hb 7-10 g/dl

MueAog ‘Evtovn epuBpoPAaoTiki
avtidpaon

HAektpodopnon Hb Ta eupApata e€aptwvtal oo To

el60¢ TNC yevetikng dtatapaxnc
HbF: 30-50% (ouxva ~ 90%),
HbA, >4%

Aoyoc o/ alucidwv ™




Evéiapeon B-0aAacoatpia
(thalassemia intermedia)
Stadopikn drayvwon

Meilwv B Oadaoccaipia Evdiapeon B Oalacoatpio




Evéiapeon B-0aAacoaipia
(thalassemia intermedia)

AVTLUETWTLON
2>0BAPEC KOTAOTAOELC

Bapla avorpio
OOTIKEC TIAPOALLOPPWOELC OUVEXN N TIEPLOTOOLAKN
YToAELmopeVN avamtuén LLETAYYLON OULULOTOC

HILOTEPEC KOTAOTAOELG

MapakoAouBnon
¥ U UITTWLOLTLKT oy Wy



OB BaAacoalpia

Odeiletan o EANAePn LEYAAWV TUNUATWY TOOO TOU 6
000 Kal tou B yovibiou (6B)°

e KAwiwKA gwkova

» H_etepoluyn popodr| poladlel pe tn etepoluyn B
Balocootuia

AGUUTTTWUOTLKN

omAnvopeyaAia cuxvotepa o€ Itadouc kot EAAnvec
» H opoluyn popdn eivat omavia

nolalel pe tnv evélapeon B Balacoatuio

ouxvotepa o€ lvélavouc kat Kwweloug




OB OaAacoaipia
E£PYOLOTNPLAKA EUPAMLATA

(6B)° Etepoluyn Opoluyn

EpuBpokuttapikol Seiktec  K.d./ N
(MCV, MCH, MCHC)

Entixplopa mepidpepikol Evpripata ete- Evprjpota ete-
atpatog poluync B.MA poluync B.MA
EVTOVOTEPOU
BaBuou
HAektpodopnon Hb HbA, <3%, HbA= 100%
Hb F 5% -20% Hb F= ixvn
HbA,=0
Awadopodiayvwon etepoluync 6B MA Etepoluync B MA

Hb F 5% -20% Hb F < 5%




Hb Lepore

[

H awpoodarpivn Lepore (haemoglobin

Le pore) Hb anti-Lepore (Hb Miyada)
glva ptat uBpLdLKA atpoodatpivn mou N | I - .
odeiletal otn ocuvtnén LEPoUC Tou yovidiou | = e

Crossing-over

¢ 6 aAuoidac pe HEPOC Tou yovidiou TG
B aAucidac. To amoteAeopa elval n
dnutoupyia evog 6B uBpLdikou yovidiou
(koL kaeBOAou dpucloloyikwy 6 1 B yovidiwv)
10 omoio KwoLKomolel TNV awpoodatpivn Lepore, kot evog BS uBpLtdikou yovidiou
(koL duacLodoyikwv B kat & yovidiwv) to omoio kwdikomolel Tnv awpoodatpivn avri-
Lepore yvwotn Kal w¢ atpoodatpivn Miyada (oy.). H cuvtnén pumopel va ocupBet og
Tpla SlodopeTIkA onpela Kal £ToL uTtAPXOUV TEooEPEC MOLKIAieG Hb Lepore: n Hb
Lepore Boston, n Hb Lepore Hollandia, n Hb Lepore Baltimore kat n Hb Lepore
Xanthi. H Hb Lepore cuvtiBetal og xapnAotepo pubuo am’ o,tL n P aAuvcida kot
EToL KAWVIKA ekOnAwvetal we o BaAaocoatpia. H Hb Lepore kiwveital padil pe tnv HbS
KAt TNV NAekTpodpopnon o€ aAkaAlko pH, aAld n doklpaocia dpemavwong eivat
apVNTLKNA .




Hb Lepore

Etepoluyn Ouodluyn
Eruidnuioloyia ItaAia (NamoAn) EAAGSa (Makedovia) KoUuBa Kapaifikn
KAWLKN €wova OLOU UITTWHLOLTLKA Elkova opoluyng B MA
EpuBpokuttapt- J J
Kol deikteg (MCV,
MCH, MCHC)

Hb Lepore: 10-15% Hb Lepore: 20%

HbF: 1,5-18% HbF: 80%

HbA2 HbA: 0%, HbA2: 0%
Entixplopa mept- Awatapaxeg etepoluyng B.MA
deplkol aipatog
AINAEZ Hb Lepore / HbS

ETEPOZYIQTIEZ Hb Lepore / B.MA



KAnpovouikn napapovn tnc Hb F

H kAnpovoukn rmapopovn the Hb F
(HPFH-hereditary persistence of fetal haemoglobin)
Avadépetal cuyvotnta 0,25%
HPFH xwplc anmwAeglo yovidiwv

MNoykutTtaplkn popdn F:15-20%

(eAAnvikoU tUTIOU)

Etepokuttapikn popdpn  F:4-10%

(BpetavikoL tuTOUL)
HPFH pe anwAsla yovidilwv

opoluywtec F:100%

MNoykuTTtaplkn popdn

(veyplkou tuTOU)

etepoluywteg F:20%-35%



ANNEZ
MIKTEZ ETEPOZYTQTIEZ

HbS/Hb Lepore

2tnv nAektpodpopnon Hb (O=INO PH)
HbS: 60-90% HbF: 5-25%

Hb Lepore: 10-15%

HbS/6B0
>tnv nAektpodopnon Hb
HbS: 65-85% HbF:15-35%



/. ApsmravokuTtTap



ApemovoKuTTOPLKA ZUVOpouaL

* Odeiletal oe onpeltakn petaAraén (GAG-GTG)

e AvTlKOTAOTOON TOU YAOUTOULVIKOU 0€€0C amo BaAivn otn
Bcon 6 tng B moAunentidikn g alvoidac kal tn ouvBeon

tncHb S

e AutA n petaAAaén odnyei oe aAAayn tng otepeodlataéng tng
alpoodalpivng , N omoia £xeL W amoteAeopa TNV aAAayn TG
Hopdn¢c Twv epuBpokuTTApwWY, (SUCKAUTITN AVEAACTLKN
uepuPpavn) ta onolia, oe cuvOnkec EAAewpnc oéuyovou,
TOLLPVOUV XOPOKTNPLOTLKO OPETIAVOELOEC OXN AL



ApeMOVOKUTTOPLKA ZUVOpoua

* O moAuvpeplopoc tng Hb S apyika eival avaotpePpog. Otav
OpwCG N Stadikaoia MTOAVUEPLOMOU — ATIOTIOAU LLEPLOUOU
emtavaAndOel moAAEC dopEC oL PAABEC Tou tpokaAouvTol
oTn MEUPPAVN ELVOIL LOVLIUEC

e XopAKTNPLOTIKO oxnpa SpemAvou N NULOEANVIOU YyVWOoTA WG
APEMANOKYTTAPA

e Ta un avoaotpe o OpEMAVOKUTTAPO ELVOL QLUTA TIOU

.  mapoatnpouvtal 0Tn HEAETN EMLXPLOUATOC TIEPLPEPLKOU
alpoToc

Il.  XxetiCovtou pe to BaBuo alpoAvong



H dpemavokuttapiki avatpio dnuiovpyeitol ano po petdAlaén tou yovidiou mou
Kwowormolel tn B-rmoAumentdiki aAvoida tng alpoodalpivng,
o. 2TO MOVTEAO TOoU popiou NG atpoodatpivng paivetal n B€on tng petaAAaéng,
B. ducLoAoyLko epuBpokUTTOPO, EMAVW Kol SPEMAVOELOEC EpUBPOKUTTAPO, KATW.

Quoroloyinn B-oAuoiBa OpooYaIpIivReg

f-oAuaida NG SpEMavOoRUTTOPIKNAG QINOOPOIPIV




ApeMOVOKUTTOPLKA ZUVOpoua

* MNaBolAoyikn puotoAoyia

* Ta dpemavokuttapa epnodidouv tn GuCLOAOYLKN  § A
KUKAOdopLla TOu OllpOTOC oTa TPLXOELON ayyEeLla ! J =
6nuioupywvtag pofAnuata oe dlagdopa opyava |

; , , |
OTIWC OTO OTIAAVA KOl TOUG TIVEU LOVEG. l

s Ta dpemavokuTTapo KOtaoTpEPovTaL TAXUTEPQ LLE
dayoKUTTAPWON amo ta poKkpodaya Tou orAnva

|
|

(e€ayyelakn atpoAvon) HUe CUVETELA TNV EUdAviIon
OUUTTTWUATWY QVOLULLALC.



s Ta SpemavokUTTO PO AOYW TOU OXAUOTOC SEV UTTOPOUV
£UKOAQL VOL TTEPACOUV OTTO TN UKkpokukAodopia Stadopwv
opyavwy , oxnuatilouv pikpd abpoiopata Kol TpoKaAoUV
EUPpaKTO OTO OpyovVa AUTA .




ApeMOVOKUTTIOPLKA ZUVOpoua
fewypodIkn KOATAVOMN

Geographic distribution ©
of hamoglobin § in the world,




o O O O O O O

ApeMOVOKUTTOPLKA ZUVOpoua

2T OPEMAVOKUTTOPLKA CUVOPOLO OLVIIKOUV TOL TP OLKOLTW
Voo pata

Etepoluyn OpEMAVOKUTTOPLKA avalpio

Opoluyn SpEMAVOKUTTOPLKA OVOLLLOL
MLKpOOPETOVOKUTTAPLKI QVOLLLLLOL

AutAn etepoluywtia SpemavokuTTopLlkng kot Hb C

AutAn etepoluywtia SpemavokuTToPLknG Kot Hb D-Pumjab
AutAn etepoluywtia dSpemavokuTTOPLKNG Kot Hb O-Arab
AutAn etepoluywrtia dpemavokuTTOPLKNC Kot Hb Lepore



DN N N

Etepoluyn ApEmavokuTTapLlkn Avatlpio

Ffovoturnoc (B/B°)
Yuxvotnta otnv EAAada 1%
ATOMOL QLOU UTTTW LOTLKAL
Y& ouvOnkec umoéilacg :
vPNAS LPOUETPO 3,000m
QEPOTIOPLKA TaEldla | HULKPOEPPAKTO OTO
£VTOVN AoKNoN LLUEAO TwV vedbpwyv  alpatouplo
VP NAOC TTUPETOC



Etepoluyn Apemavokuttapikn Avatlpia
E£PYOLOTNPLAKA EUPAMLATA

MCV, MCH, Hb

KD/ (nkpn eAdtTtwon)

Entixplopoa mepipepikol aipatog

KO
Muwkpokuttapa, Jtoxokuttapo(omavia)

HAektpodopnon Hb

HbS: 35-45%,
HbA:50-60%,
HbA,<3,HbF<2%(6ev emnpealovtal)

Aokipaoia Spendavwonc

OEeTIKN

Fevik) OUpwvV

Alpatoupia (eAadpa)
YnooBevoupia




Bepancia

e H povn enutlokn eivatl n apatovpla
e Eival ehadpa
e Aev £xeL avaykn oo Beparmeia



Ouoluyn ApemavoKUTTOPLKN aVatluio
(Sickle cell anemia)

Ot opoluywtec dpEpouv dUo naboAoyika yovidla
fovotunog B3/B°

Xapaktnplletol amno

Hb S: 70-95%,

HbA2<3,

Hb A=0



Ouoluyn ApemavoKUTTOPLKN avVatuio
(Sickle cell anemia)

Ta veoyva ivoll OV UTWHOTLKA Aoyw tng HbF
To MPWTOL CUMTMTWHATO 0TOV 6° prva Ko
odeirovtal | HbF kat Ttnc HbS

Hb 7-8 g/d|I

IKTEPOC EkdnAwoelg
XoAoAlBlaon  Xpoviag AlpoAuTtikng Avoupuiog



e Autiec ou mpokaAouv emideivwon TN NéN UTIAPYXOUVCOLC
avatlpiog eival

1. Oéela Arthaotikn Kpton .

Eudavidetal peta amo oyevn Aolpwén (Parvovirus)
ETUTAOKEG:
o amotopn ntwon Ht, AEK

o H avatluia pmopet va amofet Bavatndopoc



2.

O O O O O

Kplon eykAwpBlopov

nayildevon Kol CUCOWPEVON EPUBPOKUTTAPWV
o0TO SLOYKWUEVO OTIANVA

Elvail ouxvn ota npwta 3-4 xpovia tng {wng

J Hb

™ AEK

M EUmUpLVWV EpUBPOKUTTAPWV

JPLT



Enwduvec kploelc ouvnBwc, otnv
KOWALOL 0TO Bwpaka Kol Ta 00TaA ,

3. Ayyesloamodpaktikn N Emwduvn Kplon

nov odpeilovral o€

AyyeloamodpaKktika ¢patvopeva (oe
O'UVGI"]KEC (IVO&(IC;) (1n o ouxvotnta attia

O O O O O

Bavartou)

Altia :

Woyxoc¢

N Z€otn
Adudatwon
Nopweelc (30%)
Kakouyla K.a.

Epyootnploka EUPN AT

y Hb
TAEK
TMCHC
NRDW

N Eumupnvwv
EpuBpokuttapwv

T WBC
T PLT




ErtumAokeg mou odpetlovtal o€ amodppPALELG ULKPWV 1 LEYOAWV
QYVELWV

Aoktulitda rp ouvépopo xeplov — todLov

AonTmtn VEKpwon TS KEGAANC TOU pnpLaiov ootou(10-25%)
AvtoortAnvektopn (90%) twv evnAikwv

Eudpoakta tng pueAwdouc poipac twv vedppwv (atpatoupia)
‘EAkN otnv kvAun (5-10%)

Yriepmhaotikn apdBAnotposidbonabela(<5%)

MpLamiopog

AEE

O¢&L VeV LOVLKO cUVSpPOUO:

gevoayyelakr SpemavokuTTapLKA Kplon mou cuppalivel
Ldlaitepa ota LKPA AyYYELQ TOU TIVEU OV

— Helwon NG pong Tou alpatog

—> KO POLOTIVEULOVLKI) QLVETIAPKELQL (2n ot ouxvétnta awtio Bavdrou)

v MNvevpovikn Ynéptaon

AN N NN NN



4. NolwwwéeLlc amo

e JOaApOVEAQ

* [VEUHOVLOKOKKO,
e JToPUAOKOKKO

e Awodlro



opoluyn SpEMOVOKUTTAPLKNA VoL

OpBdxpwmun OpBokutTtaplki Avatuia

ALLOAUTIKEG KPLOELG

EpuBpokuttapikol beikteg (MCV, MCH)
Entineda Hb

Enixplopa
TEPLPEPLKOU QLLUOTOC

Evpripata amno tn
YEVIKNA aipatog

MueAog

HAektpodopnon Hb

Aokipaoia dSpenavwong kat SLaAuToTNTOG
Bloxnpuika

[evikr) oVPwWV

QAE
TKE

K.®./ (MCHC, RDW M)
6-10g/d|

AVIOOTIOLKIAOKUTTAPWON,
noAvxpwpatodlAia, otoyokutTTAPWON,
gunupnva epuBpa < 10%

>wuatia Howell-Jolly, dpemavokuttapa

MPLT, T LYMP, I PMP, 1> MONO
M AEK (5-20%),/ AEK ofeia
QTAQLOTLKI Kpion

KuttapoPploncg, evtova epuBpoBAaoTLKOC
Hb S: 70-95%, HbA,<3, Hb A=0
OETIKN

MLDH, gp. XoAepuBpivn

Agukwpatoupia, utooBevoupia,
OUPOXOALVOYOVO

0
KO/



MpoAnmtik) AVILHETWIILON

Artoduyn Puyouc — umepPBoAiknc (eotnc - adudatwon
2 WHOLTLKN KOTtwon

EkBeon oe AopwéeLc

ANnYPn owomnvel paTog

EpuBoAlacpog kata tou Str. pneumoniae, H. influenzae
Xopniynon mevikiAAivng V

Xopnynon ¢uAilkov o&€oc



OePATMEUTIK AVILHETWILON

* O aoBevnc mpemel va aoBavetal aveta

e Xopnyeital anoteAeopatikn Avalynoio

* Xopnyeitat Ofuyovo epocov umnapxet Yroéia (Sa0, <92%)
* EtaodaAion emapkng Evudatwonc

e Xopnyeitatl AvtiBiwon epocov umapxel Aolpwén

e Xopnyeitat Alpa epooov uTtapyel EVOELEN

e Avtiuetwrnilovrtal ta edka KAwvika MpoBAnuata

¢ To mpoodokLpo oplo {wnc ayyilel ta 50 £tn



MIKPOAPEMANOKYTTAPIKH
ANAIMIA

H MwkpodpemavokuTtapikn Avatuia eivoil 0 cuvOUACHOC
etepoluyng B-Badaooatuioc Kol SPEMAVOKUTTAPLKNC OLVOLLULOLG

Fovotumocg B3/B°
KAwiKn elkova : Avatpia, Yriiktepo , 2mAnvopeyalia, Emwduvec
ALLOAUTLKEC KpLoELg

Epyaotnplaka evpnuota: Mopdoloyia epuBpwv TUTIOU
B-0alacootpuiog

HAektpodopnon Hb:  HbS>85%
N HbA,, T HbF, HbA=0



MIKPOAPENMANOKYTTAPIKH
ANAIMIA

. Tovotumog Bs/B*

Metpla Avalpia

Entwduvec AlpoAutikeg Kpioelg (omavia)

HAektpodopnon Hb: HbS=55-75%
HbA=10-30%
HbA,>3.5%
HbF5-30%






