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Aoun TNG aiyoopaipivng A ToL avlpPwWITOL

Red blood cells contain several @

hundred thousand hemoglobin
molecules, which transport oxygen Oxygen binds to heme on the hemoglobin molecule



Ao YOVISIAKOI 1o1T01 ELOBVOVTAI YIA TV TTAPAYWYN TS
algoopaipivng OTOV AvOpP®ITTO:

To COUTTALYHA TV YOVISI®V TS ogaipivig B
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OAa 1a yovidia TV a & B CUUTTAEYHAT®V OPaIPIivNG £XOLV
v idia éoun :

Amaprti¢ovral amo 3 eEovia Kal 2 IVTPovia
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H pvOuIon TNG EKPPACNC TV CPAIPIVIKGOV YOVISI®V YiVETal KLPI®WS KATA TNV
UETAYPAPN TOLS, SNUIOLPYEITAI TO EVEQPYO KEVTPO XPWHATIVvNG, étmou n LCR
mwepIoX AAANAEMISP@VTAC e TO £KAOTOTE CQPAIPIVIKO YOVISIO emITPEME TNV
£1I81IKN, IOTIKN Kal XPOVIKN éKPEAOon TOL KATA TNV avantuén Tov avepPIToL
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H LCR aokel pakpac euBEAEIOC §paon Kal O€ oLuveEPYATia LiE
TOV  LTTOKIVNTA  TOUL eKOOTOTE TPOC  METAypaAPn

yoviSiov, pLOUICEI TNV aSIKN KAl ICTIKA EKPPACT TOUL.
ALTO YIVETAI ME TNV ATTAEAITNTN TTAPoLTIA:

[EVIK®OV KAl &8IKQV HETAYPAPIKDOV TAPAYOVI®YV, TTOL
avayvwpifoov kai  mpoodivovralr ot Oioec Tng LCR
vrroonBvVvTag TNV A&IToLEYIA TS KAl TNV AVAYV®EIoH TOL
KOBevOC TTOOC METAYPAPN YOVvisiov.

MaparnpeioTte, OTI CLYKEKPIMEVOI EISIKOI HETAYPAPIKOI
mapayovreg (GATA - 1, GATA - 2, EKLF, k.a) cival mapovreg
o€ 0Aa Ta oTASIA TNC AIPOTTOINONG OTOV AVOPWTTO



METATPA®IKOI MAPATONTEZ-EIAIKOI AMAPAITHTHTOI XITHN AIMONOIHZH

Pluripotent
stem cells

Multipotent
progenitors

Critical transcription factors for blood development
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Fevikoi Kal &18IKOI YETAYPAPIKOI TTAPAYOVTEC avayvawpilouy Kal
mpoodévovral og aAAnAovxieg TnG LCR mouv B8a aAAnAemépaoel ye 10

EKACTOTE OPAIPIVIKO YOVISIO, TTPOKEINEVOL ALTO va EKPPACTEI
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AvTioToIxo! YEVIKOI Kal £I6IKOI HUETAYPAPIKOI TTAPAYOVTES
MMPOOCSEEVOVTAI kal Kal aTov DITOKIVITI) Touv yoviSiov TG opaipivng B, Tou
aAAnAem&pd pe TNV LCR mpokelpévouv va EKPPACTEI

I'Iaploxég eEAEYXOL TOL yow6iou‘
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YTapxel Kai n apvntikn eOOUIoON OTTOL Trans- UETAYPAPIKOI TTAPAYOVTES
ATTOCIWTTOUV TNV HETAYPAQPH TWV YoVISiwv Tr.X. Trans- HETAYPAPIKOG
TTAPAYOVTAG TTOL EUTTAEKETAI ATTOSESEIYUEVA OTNV TITTNON

TV Y- CPAIPIVIKDV YOVISIV TOL avOpeIToL
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LYNOEIH TQN IPAIPINQN KATA THN ANANTYZH TOY ANOPQNOY
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HAIKia petra Tnv cOAANYN HAikia pera tnv yevvnon

(eBSopades ) TENNHIH ( ePSouasdeg )

Méxpl Ty 6n epSopada petra Tnv oOLAANYN
oLVTIOEvTal Ol EUPPLOVIKEG AIHOTPAIPIVES

Gower 1 Gower 2 Fetal: HbF

Kara tnv 10n efSopdada kai yéxpl 1o TEAOG TNG
KOnong ouvriBeral n euPppvikn aiyoopaipivn F '

Fetal: HbF Hb A

Meta tTnVv 12n eBSopada pera tnv yévvnon
oLVTIOEVTAI OI AINOCPAIPIVES TV EVNAIK®DV A Kal AZ}
4 B

Adult: Hb A Hb A2 HbF



POOuIoN ToL PLOUOL TNC pETAYPAPNGC & TNC HETAPPAOCNS



APA, otov evnAika (o KOBe SITA0EISEC KOTTAPO) LITAPXOULV:
e 4 gvepyda yovidia opaipivng a
e 2 gvepya yovidia ogaipivng B

Nec pLOUIZETAI N TEAIKN avalovia:

MRNA oaipivhgc a: mRNA o@aipivnc B 1,4:1
aAvoidec oaipivng - a: aAvaoiéec opaipivnc - 1:1

H pbvOUIoN YiveTal:
a) oc¢ emmedo yeraypagng: 70 mRNA tng opaipivng B exel
TOXOTEQO PLOUO pETAyPAPNS
B) oe emmebo perappaong: 1o mMRNA 1tng ogaipivng P
avrayovilerar KAAOTEQA ,  YIO TNV dc¢opevon TWV
TTAPAYOVTWV Evapincg TNG HETAPPAONG.
Mikpn avioiocoppotmia alvoidwv a > B, eficopporeital e
MPWTEOALON TNC MEPICOEIAS TWV AALTISWYV a.



AANO PLOUICTIKO OTOIXEIO TNS AVAAOYIAG TV TPAIPIVIKGDV
aAvoidwv eivai:

TO MiTTES0 TNG AIUNG, ToL PLOMIZEI TNV COVOEON TWV.

[MooKeEIEVOL VA oLVTEDEl Eva Hoplo algoogaipivng A
xperalovTal:

2 aAvoideg a : 2 alvoideg B : 4 yopia aipyng

H mepiocoeia aipng avaoTéAAel TNV TTEQAITEQLW oLVOEoN TG

H mepicoela aipng vIToKIvEl TV oLVOELON TV TPAIPIVIKDV
aAvoidwv.



MAGOAOTIIKOI ®AINOTYNOI
Meooyeiakn avaipia / @aAacoaiyia : avicopporia 1NG

ovvOeonc TV

OQAIPIVIKQV AALTIS®OV
a-0alacoaiyia: EAAEIYN aALoidwv a

Errnpeadel TNV PO - KAI META -YEVVNTIKN TTEQIOSO
OpeileTal KLPIWG O¢ EAAEIYEIS TV A — YOVISIWV

T eAartwon B alvoidSwv
B-0aAacoaipia: EAA&IYn alvoidwyv B

B2 mAnENGS EAA&IWN B alvoidwv
Errnpeadel TNV peTa- yevvnTIKN TTEQIOSO

OeileTal KLPIWG o€ onuelakeS petaAAaéeig, oo errnpealouy:

€iTE TNV SOMN TNC TTAPAYOUEVNC TTOWTEIVN — SOMIKES TTAPAAAQYES
€ITE TO TTOOO TNC TTAPAYOUEVNG TTPWTEIVNG emnpealovrag oxedov
oAa Ta oTaSIa PLOMIONS TNS EKPPATNS TV CPAIDIVIKVY YOVISIWV
(WETAYOAPIKES, UETA — UETAYPAPIKES 1N PETAPPAOTIKEC SIASIKATIEC)




O1 ma@oAoyIKoi (paIVOTLTTOI TTOL TTPOEPXOVTAI ATTO PLOIKEC

puetaAlageic & mpokalovyv a n P Oalacocaigia pag edwoav
Kal gag S§iSovv TOALTIMES TTANPOYPOPIES YIa TNV pLOUIGH TNC
EKQPAOTNC TV TQAIPIVIK®V KAl YEVIKGOGC TV ELKAPLWTIKWV

YoviSicdv Tov avOpmIToL

H karta mAciowngia LITOAENTOUEVN KANPOVOUIKOTNTA TV a &
B- OalaocoaipiVv ogpEIAETAl:

yia pev Tnv a-8aAaccoaiuia otnv mapovaoia 4
AaAANAOHOP PRV /ATOHO

otnv 8¢ B- OaAacoaiuia oTnV IKAVOTNTd TOL LYIOLC
aAANAOUOPPOL VA ITAPAYEl EMAPKN MOgoTNTA B- AALOISWV
yia TNV mapaywyn aigoogaipivns A Kal TNV owoTn
ofLyovwaon TOL OPYAVIOHOL




To YEVETIKO LITOCTPWUA TNS A — OaAacoaiyiac - YOVOTLITOG
H a- Oahacoaipia o@eileTal KUPIWS 0t EAALIYEIC TOV A YOVISI®V
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Alpha-thalassemia Genetics and Clinjcal Consequences
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Hb H Disease: Symptomatic —IEI—IEI—HGGO)\OYIK(JQ HbH
Hemolytic and Microcytic anemia —“—“—GIPOO‘(I)CIIPIVO'IT&GSZIG
Splenomegaly AIHOALON, HIKPOKLTTAPIKN
avaipgia ormAnvoueyalia
EuBPLIKOG LOSPpLTTAG
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a-thal minor: Asymptomatic
Mild micracytic anemia

Incompatible with Life
Hydrops Fetalis



To ysveTikO umrooTpwua tn¢ B- aAacoaiuiac.
O1 OéociIC Kal n UON TWV CNUEIAKWV METAAAaswV
oT0 Yyovidio - 8
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Metaypapn MeTaTonIon NAGIooU avayvwong
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TuUvVapuoyn RNA Mn vonpatikd KwoIkdvIo

O£on kaAunTpac AoTaénc opalpivn

1 AiGonoon RNA 3 Mikpn EAREIYN
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'Exovv mmpooSiopioBsi mepi Tig 300
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Mnxaviouoi §paong TV HeTaAlaéewv B-Qalacoaipiag
- Ol Mo oLXVES oTo EANASIKO Xpo

™

AN\ayn Baong A>T  AAAayn Baong
cdé.Aopikn aAhayn, —Anuiovpyia VEQG 8éong 1" oc ovxvornra
aigyooPaipivn HbS OLVAPHOYNGS e€WViV >'amv EAAGSa

Bapia p* IVSI-110 (42%)

(o]
—

‘EAN&1Yn Baong(-A) cdé
Meraromon mAQioiov

avayveong - p° AANAayn paong )

Kwdikovio stop . 2n og ovxvoTnTa
{ qvappnvabo‘mn ortnv EAAaéa

B0 K66.39 (17%) _
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YmokivnTAG : TAPEUTTOSIoN Tng

-93 , ]
cAccc AAAayn paong 1
AA\ayn Baonc:Bon p* oLVAPHOYNG E§wViV AN\ayn Baong

B° (13%), B* (11%) KwSikovio stop avepunveboiun
aoTadng MPWTEIVN
EMKPATAG KANPOVOMIKOTNTA



Q1 B£0€IC TOV ONUEIAK®V HETAAAQEEDV & Ol EMITITOTEIC
TOLG OTNV A&ITOLEYIA TO B - TPAIPIVIKOL YOVISIoL

||:::.ﬁ.-=.|
1 = an 104
5 NS | (T
CATG GT  AG GT
|ATMA|

Prometer [ Il | Mild
5 and 3 ;
UTR I I [TTH] Mild e
RN A
processing | I 1 A | B
AT | | | B°
MNonsanse ]
Nomsense [ T | N
Frameshifts | Il [T I | B°
Frameshifts B2 | Dominant
Nonsense | Dominant
cockns
Dal/Ins cod Dvarrin st
Missansea

Dvarrin st

Thein S.L Cold Spring Harb Perspect Med 2013



TO YEVETIKO LITOOTPWHA TNG B- Oalacoalpiag- EAAEIYEIS

Paint mutations
BLCR l
432 1
5 Wil - & Ay w5 ¥
T T T il T =T i T T T T
—A0kb —-20kb —0kb 0 10kb 20 kb aokbh 40kb 50kb &0kb 7okb 8okb
e | D2letions restricted to p gene

Large deletions imvalving BLCR
with and without B gene

Trans-acting mutations identifiedin:
« GATE-1
+« TFIIH

Thein S.L Cold Spring Harb Perspect Med 2013




Ol METAAAZEIZ ZYNAPMOIHZ AIAOYN AIA®OPETIKHZ BAPYTHTAZ KAINIKOYZ
PAINOTYIIOYZ

Elkéva 11-12 m Napa- A ©UOICACYIKG NPpoTUNO O'DVGPNOYI:IC
SEMNMATO YETAAAGEE WY
nou dlatapdcoouy TN

PUOICAOYIKA SUVdDKO-

- ~ INnMEia cuvapdoynic &4Tn TnuEia cuvappoyic SEKTN
¥ Tou yovidlou nc B TOU IVTpOviou 2: GT Tou WTpoviou 2: AG
opaipivng Kdl Npokd-

Aoy G-Safaocoaidia.

EEOVIO 2

Ivtpdwvio 2

Ivtpdwvio 1

A, MpGTuno PeUaIoRCYI- B METGAAOEN NOU KOTACTPEPEI TO GUOICAOYIKSG ONUEIo CUVOPHOYHG-SEKTN KAl EVERYONOIE] £va KpU@s ony
KAC ouvapuoyng. B. BY MeTafAQEn oTo gnueio — 3 AEV VIVETAI CUVapUoYn and 1o JETaRAayUEVO anueio
MO JeETAAROEN (IVS2- CUVAPMOYNAG-SEKTN TOU IVTPOVIOU 2~ —— Xpnolhonoinon evés KpugoU onueiou Tou vipoviou 2

30 onuEiou Tou
WTpoviou 2 EZSvIO 3

4‘[‘;()\.-10 2 |[EEowio 3

2A=0) oTto @uIIoAoYyI-
KGO OnNUEIo ouvapuo-
YAC-BEKTN TOU IVIpO-
viou 2 katapyel TN @uU-

EEGwviIo 1 EECWVIO 2 Toovio 2

JIDAOYIKR SUVapUoyn Kpupd onueio-8ExKTtnNe Tou Ivtpoaviou 2 TITC C%‘G B° MeTaARQEn .....CCG |CTC.....
- - ZUVaIVETIKG OndEeEio-SEKTN WYY YYYNYAG |G WTESVIo 2 |EESvIo 3
kai o&NYyEl O xpnan DUCIOAGVIKS: +1e CAG ‘ CTCuums
EVOC KpU@oU SRJENSU-
SEKTN TOU wWTpowviou 2.
AUTO TO Kpudgd onuEelo
TaidgZe anoAuTa JE r  MeT@AAOEN nou odnyei otn Snuloupyia Evég vEOU onNUEiou ouvapuoyvhig SEKTN CE £Eva IVTROVIO
N SUVOIVETIER andfin- Bt METAAAAQEN 110bp O Eva _____—» EACQTT@EYN Xpnoluonoinon Tou pualcfoyikol onueiou
KPU®PS CNUEIO-SEKTN OTO WTEAVIO 1~ MpoTINoUREYn XpNadIUonoinon Tou UETAARAYUEVOU anueiou

Aouxia Tou gonusiou
ouVapUOoOYNC-8EKTN
(Gnou Y elval yia nupi- EEGwIo 1
Migivn, T n Cl. Adyw
NG EMNEKTACNC TOU

10%

vTpdvio 2 EEZGvIO 3

DUSICAOVIKS ONUEio guvapuoyng

EEOV[GU z npoc 1o /Néo CNMEID OUVApHOoYRC OTO WTLOWVIO
Akpo %' To onoio nNAE- B* MeTdRAaEn CCTATTAG [T
= TUuVaIVETIKS OnUEio-SEKTNC VYWY NYAG|G
oV MEPIAGUBAVE! Kal DuoIoAoVIKA aAANAoUXia CCTATTGG T
afddnfouxiec Tou

WTpoViou 2, TO avoua-
Ao MEMNA nou npokd-

nTel ang Tny evaldfo- N MeTAAAOZN Nou EVSUVAN®VEL Eva KPUWS ONHEI0 CUVOPUOYRAG-50TN o Eva EEOVIO

KTIKR SuvapUoyn Tou Z. METAAAGEN OTO EEGVIO 1 OF £vd KOU@S ONUEo-86Tn — > Eﬁ({]‘[‘[(ouﬁ‘.-'r\ XDI"IOI}JOI‘IC-II’]GH o <puf3loﬁc=,'-n<‘:}u ONuEIoL
WETORAQYUSEVOU yOuI- T ME£TpIa xpnolonoinon Tou kpugpol onPeiou

&lou, £xgl XAOEl TO Tw- EEZSwvio 1 Ivtodwio 2 EZ6vIo 3

OTO avoIKTO nAdlgio NEO GNUETD CUVGDHOYAC

avayvwonc Kal &sv OE EVO KWSIKOWVIO

MMoPEl va K@SIKCNoIn- Koskévio 24 25 26 27 Hb E

g2l Tn B-ogaipivn. T. b+ MeTaARaEn GGTG |[6TAAGGCC Kwdikovio 26

Ml UETAGARCEN OTO TUVAIVETIKS SGTne  AAG iEAAGT GAG-=AAG

WTpAVIo 1 (G=A OTn PudiofoyvikA aAAnAouxia Tou eEoviou 1 GGTGGTGAGGCC Slu-=1Iys

VOUKAEOTI&IKA BE0nN

1101, evepyonolel Eva KpUugpo OnNPEIo-GEKTN OXNUATZoOVTAC To SIvoUKASoTI&Io AG Kal QUEAVE! TNV OWOIGTNTA AUTAC TNC adAnAouxi-
ac JE TN guvaiveTIkn afdAnAouxia Tou anPEoU ouvapuoync-8EKTn. 'ETOl, To mRENA TN opaipivng Nou NpokUnTtel eival yeyaAlTeEpo
og unkoc (19 emNAgov VoOUuKAECTISIa)l OTo Akpo 5° TOU EEOVIOU 2, EVE EVA NP@IND Kod8IKOVIo ANENG SI0AYETAl OTO JETAYDOQOo. AU-
¢ npokadsel tTnv ekdAdwon pavotunou B+-Safacoauiog, Kagwe N Xpndihonoinon Tou uaaliofioyikod anueliou-SEkTn AauBavel
¥@WPpO O NooOOTO Wovo 10% OF OXECN PE Ta puUOIDAoYIKG enineda. A, ZTnv nepinTtwon tng Hb E. n napepunveldiun YETAAACEN
(Glu2ELlys) oto kwdikdvio 26 Touw eEoviouw 1 evepyonolel Eva kpupd anpuein-84TN oTo KedKkovio 25, TO oNoio avTaywVIiZETal anoTE-
AsopaTIKG TO QUOIoAoYIKO onuelo. ENSIdN n ¥pnon autold Tou evaARaKTIKoU gnusiou-&0Tn dev EVAI TOOD CUXVA, TO UEYQAUTEQD
nogootd Tou RNA ugicTtatal (pUSIOROYIKA SUVapUoyr, yeyowds nou €xsl wC anoTEAETUa TNV EP@AVIan AMac yopwpnc BT-0anao-
ooiuiac.



A. MeTaAGEEIC TTOL eNEealovy TN doun TS B-aAvoidac
To Tapadelyua TNC APETTAVOKLTTAPIKNG Availpiag

AA\ayn paong A>T o1o 60 KWSIKOVIO
> AvTikataoTtaon Tou Glu ammo Val
> HbS
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Ol AIMOZIO®AIPINONAOEIEZ ODPEIAONTAI KYPIQL ZE METAAAAZEIL TQN
FTONIAIQN TQN a kai p - ZOAIPINON

.wi ]

* B-OaAcooaluissy

H ®YIH KAl H ©OEZH TQN METAAAAZEQN

( METAANAZH
MetoAddZeic MetaAAdEeic nou

AvVNaAn NpwTeivn

-

s Hb Kempsey—

« Axovoponfaagia
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MetaAddZeic mou

aTny Kwdike nEQIoxN AIaTapaocouV Eﬂnﬁgﬂ_@w
nv otaBepdtnia A Tn yovIBIGKN PUBLION
T guvapuoyn n 6oon
Tou RNA \ l

duoiofoyiki dopn ThE NPWIEIVNG

k . . , EAatTwueva
(Av gotadne— efaTTwPEva Eningda) enineda
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T e Tplowules
- - W, * Nooog Charcot-Marie-Tooth
» | EVIOXUON Wiac AEToURYIac| - TUnoU 1A
——_* HPFH
N Andvtnan véac Astoupyiac ¢ NoARG oykoyovisia
* (onavia)

Extonn i eTEpOXpOVIOUEVD Ekppacn

AKaTaAAANAN £xkoaon
(AdBoc xpdvoc, Tonoc)

J

(ondvia, efaipeon o kapkivoc) -

Mopiakn ma@oAoyia



H MNaBoyéveon ortn B-OaAacoaiuia
O1 yetaAAa&eac B0 kar B+, p-6alacaiyiag oTo yYovidio B-opalpivng
TPOKAAoLYV BAARES oTn PLOUION TS EKPPAonS SnAadn:

1.MeTraAAa&eig Tov YmokivnTn :
EAaTTOON TOL PLOUODL N TNG EMAPKEIAS TNG HETAYPAPHS

2. Stop KWS8IKOVIAQ, HIKPES eAAEIYEIC O KOSIKOVIA:
EAarr@on/éAAsiwn mapaywyns unvouarog

3. MeraAAaéeig o€ ivipovia :
BAapBn ortn Siadikaoia wpiyavong Tov ynvouarog
EAdrrwon/éAAsiyn mapaywyns ynvoudarog

4. MetaAa&eic oto 5’ kal o1o 3’ akpo:
EAarteoon ortn BiCIYOTNTA TOL UNVOUATOS

OAec auvrtég ol petaAAaéeic Exouv WG amoTéAsoua:
EAatTreoon/éAAeiyn punvouarog
EAarroon/éAAsiyn B-aAboou

O BaBuag 1n¢g eAarrwong eapraral amo 1n Oéon Kai tn von NG
QVTIOTOIXNG ONUEIAKNGS HETAAAQENC




IuuTTEpaoHarTa:

1.H a-O@alaocoaipia ogeileTal KUPIWG o€ EAAEIWYEIS TOL YoViSiov- a
2.H mapovoia Kupig onuelak®v HeTaAlaewv oTo yovidio -B

TTPOKAAOLV:

a. &ite SOMIKES TAPAAANAYES TNG AljoTPaIpiviG

B. cite B-Oalacoailpia

H BapbTNTa 1oL KAIVIKOUD (PAIVOTLTTOL TS B- Balacoaipiag eEapraral

amo:
°TNV PLON TNG HETAAAAENG
* TNV O¢on TNG OTO YOVIiSlo - B

Environmental Pathophysiological
determinants states

TNV cuvLTapén pe a-6alacoapia ;::
*H mapaywyn HbF amd Toug eviAikeg .0 _—
*TIC AAANAEMISPATEIC G G, / _ PS, PS,
( MpwTOYEVEIG,SevTEPOYEVEIG, TTEPIBAAAOVY) P
TTOL LPICTATAI O CLYKEKPIHEVOG Gs G -~

YOVOTUITOC OTOV KAt opyaviouo

Eav &gv oimnoovy 1a y-yovidia (HbF)
OTOULG EVIAIKES TOTE O TTAOOAOYIKOG Ds,..

.,D

PAIVOTLTTOG €ival TTOAL TTIO NTTIOC D; D

D; Dy

/ "ok
k1

Secondary disease

no|

( Intermediate )
phenotype

Pathophenotype



ILOXETION:KAIVIKIG ETEPOYEVEIAC < YOVOTLITIKNG ETEPOYEVEIAC

(PAIVOTUITOC —=mmmm—  YOVOTLITOC

MONOTYMNOXZ
DAINOTYMNOZXE B-TONILAIOY

FONOTYMOZ

AIATPAMMA ZYMBOAZMOZ
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KAnpovounon Tov LITOAENTOUEVOL TTABOAOYIKOUL yovidiov- f3

o B B CF T T

) . crepafupdTng i m m
(o) arszp0§DY¢DTn§ n| e ﬁ' wprfnftiﬁd.é
e 2R EERY:
Tacxel, aAAa Ppipel ] £ E ex o E
Ml

iva TaBoloyikod QpeEEyaTnG.f L4 L
Yovisio naayavrag B-MA E=50%  W=50% [ o=zsm E- 5!:-'!- Y=25% |

Ta 6ahacoaipika ocbvépouaq,
B- 6alacoalpia & wg UOVOYO\I'ISIGKSQ'
SPETAVOKLTTAPIKN avaigia KANPOVOUIKEG ACOEVEIEG
Beta ThalassemiaTrait  Sickle Cell Trait aKoOAoLBOULYV TNV LITOAEITOUEVD
R) = & OTIAvIa TNV £MKPATN
: — . KANPOVOUIKOTNTA
Beta Sickle Cell Sickle Beta Mo Trait
Thalassemia Trait Thalessemia (AA)
Trait [AS) Disease

(A (50)



O1 aiyooPalPIvITTadeieS apopoLy oTo 5% ToL TANOLOUOL TNES YNS

MATKOIMIA KATANOMH :

TV OLXVOTEPWYV HeTAAAAEEwYV B-
[ Mediterranean Region | OAAACTOAIMIAg o€ SIAPOPES XDPES
K ._.x»"'_ e, R il

NG B- OaAacoaigiag &AAA®V
QIO PAIPIVOTTABEIDV

> . Ta— o P4

WCd 39 (C>T) MIVSI (G>A) F
[IIVSES (C->T)  EIVSI110 (G->A) [IIVSH-1 (G->A) |
mIVSII-745 (C->G) MFSC6 CIOTHER

ENCd 8 (-AA)

Asian Region

128 (A>G) EICA 88 (+G) -mw(a-,m': ".‘ ) ) ) .
=Cd 17 (A>T) SCd 4142 (-TCTT) CIVSH1 (G>T)| — Distribution of d-thalasemia B a-thal 2 | -al )
VS5 (G->T) CIIVSILE54 (C->T) =.610 bp del P |:| a=thal 1 { =1

LIOTHFERS




NMivakac 11-4 m H yopiakn Baon tnc anfing B-8afaocoaiyiac

NpooBepinuévoc

Tonog MNapadeiyua Dawvétunog nAnBuopoc
EAAEIMMATA*
EAfsiyuara yovidiou B-ogaipivng ‘EAf=iupa 619 bp B° \slsll
LYNOEIH EAATTOMATIKON MOPIEN mRNA
BAdaBsc otn ocuvappoyn (BA. Bik. 11-2) Avapano onpeic-8ektn oto wipovio 1: AG—=GG B° Appikavoi
MetafnaEeic otov unokivnth MetaAnaEn oto niaioio ATA

-31 -30 -29 -28 -31 -30 -29 -28 BT lanwvec

A T A A—GC T A A
Avauann 8£on kafuntpac tou mENA A — C otn Bean tnc kafuntpag tou mENA BT Agiateg
Avawpadia otn BEan AATAAA — AACAAA [t Appikavoi
noduadevufiwong

MH AEITOYPIIKA MOPIA mEMNA
AvEPUNVEUCIUEC JETANNAEZEIC Kwaikdvio 39 gl Meaoysiakol nAnSuouol

Gln — Stop (kupiwc and n

CAG — UAG rapdnvia)

Kwdikovio 16 (EAfsiuua 1 bp)

Quaiofdoyiko:  trp aly lys wval asn

1% 16 17 18 19

MetalfaZeic petatémanc UGG GGC AAGC GUG AAC
niaigiou avayvwong UGG GCA ACGG UGA

Metaddayuevo:-trp ala arg stop B° Iv&oi
METAAMNAZEIZ FTHN KQAIKH MEPIOXH MOY, EMIEHE, TPOMOMOIOYN TH YNAPMOIH*
TuUvVaVUUEC MeTanfdgeic Kwdikovio 24 B Agpikavoi

Gly — Gly

GGU — GGA




Kararaén rov B- aiyoo@aipivorradsidv pe Baocn Tov KAIVIKO ¢aivOTLITO

Katnyopia Mopiakn Baon Affayn ato MNaBogualofoyIKEC OUVENEIEC
napaffayav* e Jetaiiagnc nofunentidio e yetaiiaéng Kinpovounan

Napaifayec nou npokafouy aigoAuTIKA avaidia

AIMOZ@AIPINEL ME NEEY @YZIKEY [MOTHTEL

Hb S Movovoukiieotdikn B-afuoida- GlueVal MNoAuUERIOUSE TNC JUN OEUYOVMUEVNC AuToowWUTTIKA
QVTIKOTACTaoN Hb S — Spenavekittapd — ayyeIakn unofeinouevn

ano@Eain kal aipgafuon
Hib C MovovoukfieoTdikn B-afiuoida: GluGlys H ctuyovapevn Hb C exel tnv Taon AUTOOW@UOTIKA
OVTIKOTAoTaon va Kpuotadfiaveral — Alyotepo unofeinouevn

elkaunTa kUTTapa — NMma aipofuan
O govBetol etepofuywtec Ho S/Hb
C napoudalouy ANIA SpeENAVoKUTTA-

pIKA avaiuia
AYTACEIL AIMOXDAIPINEE
Hb Hammersmith Movovoukiieotdikn B-afluoida- Phed2Ser  Acta8nc aiyoocgaipivnid KaTtakpApvion AuToowWUTTIKA
QVTIKOTACTaoN — QIGAUoN Ko Xapnin guyyevea yia EMIKpATNC
TO OEUYOVD
AlJoopaIpivVEG UE TPONONCINUEVN IKOVOTNTA LETApOpAs okuyovou
Hb Hyde Park MaovovoukfeoTISIKA B-afluoida: His92Tyr 0 oEeidwPEvoc oidénpod TNC aipng AUTOCWUTTIKA
(ueBaipoowaigivin) avTIKATaoTacn kaBiotatal avBekTikoC oTny avaywydon  ENIKEATAC

ne ueBaipoopaipivne — Hb M, nou éev
EXEI TNV IKAVOTNTA vd UETAMEPE! OEUYOVOD
— KUGQvwaon ([QoUUNToUaTKo)
Hb Kempsey MovovoukieoTidikn B-afluoida: Aspf99Asn  H petaffoEn Sigtnpei Tnv algoo@aipivn AUTOOWUTTIKA
OVTIKOTAoTaon otnv UINANC QUYYEVEIQC YId TO CEUYOVD  EMNIKDATAC
uopEen — JEIWMUEVD DEUYOVO OTOUC
IgToUC — NnofukuTTapaiyia

Mapaffayéc nou odnyolv os avatunc Bafacoaiyiac™

Hb E MovovoukfieoTdikn B-afugida- Clu2elys Metanfagn — avapain Ho kgl geiouevn AUTOOWUTTIKA
avTikaTaoTacn ouvBeon (avouain cuvapuoyn RMNAI unofginousvn
—» ANIa Bafaocoaiuia (BA. Bk, 11-12)

‘01 napafflayéc Tne aigoogpaipivic cuvhBoe ovopdZovial and tny NoAn kataywync Twv acBevdy OTouc onoiouc NEPYpa@nKay yia
NpWTN @opa
TEminpooBetec Soukes napanfiayec nou npokafouy B-Safaocoaidia napouoiadovtal otov [Mivaka 11-4.




DULOIKEG HETAAANQEEIC — EAAEIYEIC OTO COUTTAEYHA TV YOVISI®V TG ogaipivng B

Scak —10 kb

—
BLCR B chster 3

£ d4m21 ]

Y WE S B l

L0, NN N B mmon mln e lw e ow o
e ————————————————————— T T

N Paklstani | 5056 kD
L Erglish ¥ 422 kb

Ctch Il
Ireh =206 kh =400 kD
Turklsh —208 kb

Irih-Scottih —1 58 kb
SootiaheIrish —205 kb
L [ ich v 1 EOkD
I Aslan Irdlan 160 KD
I Ccnadian =1 ES KD
[ 7 ceatian 12e-143 KD
I :hlkean 153 KD
I Restbcar-American =106 Kb
I Ergi=h 111114 kb
I gl o-SaEnn -85 A kb
I ccfi et o triplication -1 00 kb
... Cuteh I 2 10kD
ST tehi v =160 kD
T w1230 kb
I Cirkchy | 294 kD
Il gkt 11112 kb
T Erglish | =100 Kl
T English 1198k
| Daeh Wl =77 Kb
T Dukch VI 26 KD
[ Hispanic —20 kb
I Pueris: Fikcan 22.5 kb
B Tenness=an 12 kb
B Franch | 11 kb
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R
1. As Indian
2. Turkish, Jordanian, Iranian
3. Black
4. Black, British
5. Croatian
. Thai
7. GCzech
8. Turk
8. As Indian
10. Australian (Anglo-Saxon)
11. Dutch
12. Vietnamesa
13. Filipino
14, [ltalian
15. Cape Verda

4.2 kb
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| 200 bp

2l 532 bp

11139 kb

i 1.61 kb

il 25kb
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Fl 7.6 kb

2
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8 12.0 kb
B

g 12.6 kb
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# 30 kb
g _45 kb
g _67 kb
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% 7.7 kb




