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Isplafino1vs1aasiie
Thalassemia

g1y mngs?ygu

unun

Isalafinanes1aadidle (thalassemia) Wulsalafinansiiinainnisassanelnadu (globin chain)
anas Fuludiulszneundnvesdlulnadu Jaudanisaseglulnadu (hemoglobin, Hb) anad vivligUaey
fineda duls dale luniiegy weznisesydvlnaidila

TsnildulsafichemanmeiugnssuuuuBudes (autosomal recessive) finutogluyszimelng
wazflienuddgunnluasisaguine Taglufthedfinnedaquussdanudndudosiunsinulaonisls
\Fenegnsainansuaznsliofumanlunaeatin vievhnssnulaenisugnanewadsuiidadiaden
fesinddrldaelunsinuiig Jsdmnudnduiazdosinsmuauuaz destumsiinlsas dadisloselml

dmfuuszmalne wuigdinsalvesiidulsalainanesndadifeduszanesas 1 vos
Uszrng' uazgUinisalved@ifiduudmsonmesidadidle (thalassemia carrier) wisnaeinaleidy
Winglean-snaaTile Sovaz 20 — 30 LazNINELlUA-oNaaTle Sovar 3 — 9 wazdilslulnaturaUuns
(hemoglobinopathy) finutes 2 wila fie Slalnadud (Hb ) Seva 13 InenuinlunianzTueeniies
wile fssowaz 30 - 50 way Flulnadursuuanuyl @Uss (Hb Constant Spring, CS) wusewaz 1 - 8 2

Tsalaftnanesndadide wuslndu 2 Ussianlugq fe

1.uoa-57&aTdly (alpha-thalassemia) fie Tsalafinansfiinainnisassansueaninadu
(alpha-globin chain) anas Sunearinlnatusguilasiulongd 16 vivihfimuaunisaiisvesaneueati
Tnadu SsUsznousne zeta, alpha2 uaz alphal G]’mﬁ’lﬁUI@EJQJﬂ’JEIﬁLﬂuiiﬂiaﬁm]”lﬂﬁ”lﬁﬂ%@mjﬁﬂLLaaW’l
inflannuRaunAvesduteaitlnaduuuuiinisuinme (deletion) wiluuesienuindianuiaunfve sty
waarllnaduuuuiiiinmanaeiiug (mutation) Wi non-deletion Tnsanusunssvaslsnduifusuiy
nsvneluvesueainlnadu’
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2. 1in-5"dadily (beta-thalassemia) Ae lsalafinansiinannsaduaneudilnadu (beta-
globin chain) anas Butuslnadustuulasluleug 11 vhwmthilmuaunisaiiswesanswdilnady &
Usenausme embryonic epsilon (€), delta (), gamma (Y) wag beta (B)Iﬂ&lﬂﬂwﬁlﬂuiﬁﬂiaﬁmm
srdaddeviaui fhflenufiaunfvesduuslnadusuuiinnisnaneus (mutation) M3naneug
dnllveuriafilfAnnisiaswud (single nucleotide substitutions) Msymelunientsiiudures
wasuliann (oligonucleotide deletions/insertions) FstlagtiununmsnaeiugiiAsadeatunisiin

beta-thalassemia Tugiu beta globin 11nn31 200 wuu
wa15a8sdnan (pathophysiology)®®

audnfagiinisaiuanslnaduvesasuearinlnadu waziudlnaduiaunaiu maAnaall
AUAAYBINITATN globin chain %38 globin chain anelpanenilaanad elobin chain Bnaneazadieuin
Fuaunniuld SravildAenmssusiusazannznovludadonunsingou Ransasadadonuadi
Lyifiuss@vznn (ineffective erythropoiesis) Tulunszan uaznseduliinnisme (apoptosis) Winden
wasaau (early erythroid) Tulunszen yenaniindenuniaun (ate erythroid) finsumnd1etu 1An

] A dy (% . .
ANTLUALADALALANLIBIY (chronic hemolysis)

msasadadenuaafilifivszdnsnn (ineffective erythropoiesis) Tulunszan viiliinnnazdn
F1Medeususalaensvinlilunssanuenediioasadadonun sty Javinbigthedsulinules dnseen

nglvanuazmianTinaund wienae extramedullary erythropoiesis
omsua:enisuanvvavlsalainoivsidasiie
woan-s15a914¢ (alpha-thalassemia)
1. W nzloann-518a%ide (alpha-thalassemia carrier) & 2 viln Ao

1.1 alpha+ thalassemia (- 0L/ QL 0L #1398 7158777 A thal-2) LARINNITUINNEUDIBULDATN
1 WAL Q’ﬁLﬂuwwszLaaWﬂmﬁmﬁ azlaiflonn1stinung Wevinisinzdennazlinuings wWindenuma

a A =3 1 a & v
YUIRUNANIBLANNINUNALENUDEY

1.2 alpha0 thalassemia (—/ 0L 0L ¥39 M58A71 O thal-1) lAAIINAITVIRMIBURIEULEANN

2 v gadunmeneaiviedl aghifionnsinung usillewisidenssnuin@aninunfdniies uaz
YPULdnIFALAITILAN

2.15a8lulnadues (Hb H disease) nainnisvinmievisliaiunsaiaulavesduneaii

3 fuss 1 2 ¥dla Ao wilafiinisveveuesiu (deletional Hb H disease) s O-thal 1/ Oi-thal 2

Wse /- AL wazriaiilllinisviamevesdu (non-deletional Hb H disease) %38 0-thal 1/Hb CS 130
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~/ aCs a fhednlnglonns@anwstesiicliunans fundes dudhuladndes dnlddnludesldsu
a ' P < A a 1Y) 3 Aadav Yy A o a & 7 o )

‘don usignadin1izinidenuwnsuanuuudeundu (acute hemolysis) Tunsalilldviseinsiae’ dmsu
Hirelsaglulnaduevviialildnsvinmevesdiu (non-deletional Hb H disease) Axile1n1snguLs

11NN harenvsdudeslasuidenaiinaus

3. Amzmsnuaianglalnaduuiie (Hb Bart’s hydrops fetalis) %939 homozygous O-thalas-
semia 1 (Q-thal 1/ a-thal 1 Wie@euu -/-) iilselafinanssidatiflofifnuguusann msninas
fnmedaunndausluasss wlala sushuln filudesenuazdesios R wasideTindous
oglunssividonendinaen Jogtuiimssnwmanildfumsidadonnemsnunnianglulnaduuin
ausluasss Tnennslef intrauterine transfusion vinlsanansaiidinseandsnaen (surviving Hb Bart’s
hydrops fetalis)® Tnendsanaaen msnazdedldsusnwsesenisiidonegnaiave wazldsunis

Ugnanewadaunideadiadenlueuinn’
LUR-578a90¢ (beta-thalassemia)

1w mgluin-s1aadidle (beta-thalassemia carrier) 3 genotype 1du B+/B,BO/B, B/BE, BE/BE
Amdunvzudsaadide avlufionnisiaung Weviniswisidenisznuinddnaniesviolida i

A [ ' a 1o & ¥ Y o
LADALASTUIALNNITUNA IMQWLﬂUWQQIWiUﬂWiiﬂ‘HW

2. sAudn-sndadiilelaues (beta-thalassemia minor) & genotype 1Ju P+/P+, P+/E, Po/P+
v19518, Po/PEUene fhenguilaziionnistadniiosfialiunans duls fhale uslddndudeddsuiben

o, ° o & v Yo oA A = = | | aa a & a & ¢ @ v
Wuusean 'E')']QQ']L‘Uu@]@ﬂlﬂiULa@fﬂL@J@ll@']ﬂ'ﬁ‘Uﬂ WU YRNUNITAAD NIBNITAIATIN LUUAU

3. 13ALUFn-518aTdluIuee3 (beta-thalassemia major 39 homozygous beta-thalassemia
disease) & genotype 1Ju 30/130, Bo/BEunssie, B+/30 vresne lhednaziionnistasunse de Snmz
Fnngluong 2 fule shale TuniiBeusd mawladulasniunast Seihenduidaeglundufion
nsliden (transfusion dependent thalassemia, TDT) 3aiamdnduidosldsuidonuazendusimman

pguamiiave
n1sgnunsinyUoslsalainoivsidasidioniumssnunosnisifiden

Tulagtudnsduunviingrelsalafinansdadiflonunissnwmenisliden seniu 2 ngu
Ao nquifianinisliden (transfusion dependent thalassemia, TDT) wagnguiilifisninislviaen

(non-transfusion dependent thalassemia, NTDT) @sii518a198aAI015197 1
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d‘ a a v A A ! ! [ Y A
$1979% 1 %u@%@ﬂiﬁﬂiﬁﬁﬁ]ﬁ]’]ﬂﬁ’]ﬁﬁ%@ﬂLL‘UQﬂEjllG]']llﬂ'ﬁiﬂ'U’]IﬂElﬂ']ﬂ‘ViLﬁE)fﬂ

Transfusion-dependent thalassemia (TDT) | Non-transfusion-dependent thalassemia (NTDT)

1. emsPasunsann lunnedniliansadne | 1. e1misteunsadesiicliunais asnsasnuwse
seaudlulnadulvigendn 7 nfu/nddns Ia G | dudlulnadulviedsewing 7-10 n¥u/nddns July

fhale luninngy waz/vienmaasapiivlaandn | 10 dudhuladnides

o @& v Yo oA | °
2. QWLUu@@ﬂlﬂiuLaaﬂLLﬂﬂaﬁqﬂaNWLaﬂJa

2. luidndudiedldsuidenuntogieainaus 919
Tdudesdsuidondofion1sdaguusadunss

| | aa a & = & ¢ & v
A7 WU YANUNITAALD NIBNITRAIATIN LUUAU

3. wiindlulnt (genotype) voss18aTiY
3.1 Severe homozygous beta-thalassemia
BB, BB vese)

3.2 Beta-thalassemia/Hb E disease (BO/BE
U9578)

3.3 Surviving Hb Bart’s hydrops fetalis

3. ¥iindlulnd (genotype) vossnaaTde

3.1 Mild-to-moderate homozygous beta-thalassemia

BB vese, PPN

3.2 Beta-thalassemia/Hb E disease

B/PF urase, Pr/Y

3.3 Hb H disease (- /- o) uag non-deletional

RAVARSS Hb H disease (- "™/ ot © o) un9s18

(| -
3.4 Non-deletional Hb H disease

(wWu - -/ o @ o) unese

nsatoaslsalafinoivsiaasids

FnsuniTinadelsalaninanesidadiile sndudesedes n1stnUszifuaznTasenieag1sasiden

JfuNIATIAINIeesuRng

mMsnsranaiesufiRnislainiven wasnisasinlusziveniugmansidumnsgunlditeds

IsAsnaadle A

1. MnsnaszisiawarUTunavesdlulnadu (hemoglobin electrophoresis) Jaquudiels
\Ju automated technique WU 3% high pressure liquid column chromatography (HPLC) uag capil-
lary electrophoresis (CE) 35ianunsndudunisidadslsaueanuagiuin-snaadide wazidadonivzves

Win-518aille waznvzvesdlulnalulaund (Hb variant) dusle

2. MInTIvluszAvaugAIans wse DNA analysis feds PCR 1Wunsnsindudunisitiadels

a A

Astaadiilylunsitadelsatoaniiaziua1-51dadille uazitadsnIngueLusi- wazloan-51aaTLY
4 alpha-thalassemia 1 tag alpha-thalassemia 2 wagwinzassdlulnadulaun@ (Hb variant) ue @4
inldlunsalnisnsaidadenisnluassa dwlunisquasnuidthe wusihlvnsalusenliaunsalinig

o A

AN NULUUBUINNNANTITNTINIAT Iz TNATUY
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NIAANTBIMNINEVIlIASAETTY ﬁuﬂmmaLﬁaﬂaaﬁﬂﬂﬁﬁﬁﬂaﬂmﬁLﬂuiiﬂﬁwﬁa%l,ﬁ%ﬁm
UL lAun beta-thalassemia major, beta-thalassemia Hb E wag Bart’s hydrops fetalis lngazA il
Ausuievemhenuine Wedansesdansaidaudediiuiansniiiulsesdadidlovinguuss
NIUNTZUIUNTT prenatal counseling, prenatal diagnosis @y genetic counseling Faazrlisnsinis

nvasUrelniideeas
nuonomisSnudloslsalainoiosiaasiiie

dmsuitelafinanssndatifloviiaguuss fianudnduiinazdosldsuidonssamianoiiiosnm
seauslulnadulilndifssiuauund esnwinglainanddudiae silvfulemeaneinisivies
gounde uasfinunmTiniidtu uenandusiannsodudinmsaraudaideaunsiifinuniivosiae
(suppression of erythropoiesis) ﬁmaﬁﬂﬁﬁﬂwﬁﬁuﬁm e extramedullary hematopoiesis ana Lay
Failiavannsaniagivlafiung wazdhgioguldlndifesiuaudnd

Tugthelafinisdadillsengiesndt 18 U aginsaniiidensgsaiians andeusinselui™

1. fUrgdisgaudlilnadu < 7 n/Anddns 2 a3 isiuegales 2 davlaglilaliinainlsa

2, ﬁﬂaaﬁﬁwﬁu%‘ﬂﬂﬂaﬁu > 7 nfuAn3ans usflenniseasielull
2.1 fimswdsuntasesnszgnuinalumh
2.2 MasgiulatiaUng
2.3 NEQNYN

2.4 9101548z INTHANIBUY vesn1sasndaidenuenlunsean (extramedullary

hematopoiesis, EMH) 191 fiunsosinulauin
1.n15den (red blood cell transfusions)
nshideslufihesdadide wiadu 2 via

1.1 n1sliideaunfUleiialissfudlalnadulndifesssfuund (high transfusion)®
ndulsrsndatidlovinquussiidinasideudlundlidenssasinaue mslésudondieleduslulnadu
Tn&iAesszduUnd (high transfusion) edudinsasradnidenunsmnlunsegnuaseToagsineg vasiame
TnedgayanunelisnuglulnaduneusuifenvesiUlelvandt 9.0 - 10.5 nfu/indans waglaliiu
14 nSu/w0@dns lnelidadenunsdudu (red blood cells) 1w 10 - 15 ml/kg (1 - 2 gilaluglng)
yn 2 - 6 daw Badumsinwmumnesgudmiviiheinlsrsdatislovinguusdutiogiu fihedias
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IFuifenasausnalsiininsimvidenvediie (RBC antigen typing) Millenianuusuivedlavsely
Usewmdlne Taun G ¢, E, e waz Mia mnldululinisnsiassuudug mewinianunsavils uazaisnsia

wih¥adudniaue O 3 washiaweled WeUssiliududeyaiugmuvesthe lusendaldfigiduniu

1 [} LY} U = Y =) v 1 Y A
sohsasudnaul ASkASUNISANIATUNBUNISIALADA

fthefdndusedlisumsividenssainaue msliudenunsiniiinsandnoudndonyn
IFun denunsiiusnidadanuiseninenisth (leukocyte-poor packed red cells, LPRC) uag LEanuns
flandruudindonvadeiinges (leukocyte-depleted packed red cells, LDPRC) mMsfianduiude
Foavmas axielvinisifnuftedesudindoasmiivumtudabenuns (febrile non-hemolytic
transfusion reaction; FNHTR) anas uenant nmsliidesunsiiansiuiudinidonvndesnses
(leukocyte-depleted packed red cells, LDPRC) é’ﬁamﬁaam‘i’]ﬁymmiamL%@l’;%’amwﬁﬂﬁﬂzﬂumﬁu

Windenu1 |y cytomegalovirus waganleyninisiinn1eg alloimmunization lésae

1.2 mslideaungiaeliuassasadioszaudlulnadus (occasional transfusion)”® 1035
mslidestuitiennlsasdadideviaguusaliunans wu lsedlulnalu oy wazlsaudn-sndadidesile
lalguuse Wegtheilinnig@nag (acute hemolysis) Bulingnnsedulagnisiae viseldas asiasanly

Woallodiszaudlulnaludinil 7 nfu/wn@ans Mitelnsiasuuntasuesdoyy o
2. msligndusiuandiaiinnzmaniiiu (iron chelation)'!

m’;zmé’iﬂLﬁuuﬁuﬂmuwﬁwuiu;ﬁﬂa&fliﬂiaﬁmwmé’a%l,ﬁﬂﬁjﬁ@ﬁmﬂmﬂﬁﬁam (transfusion-
dependent thalassemia, TDT) fiseeuidondulses esan PRC 1 gile (200 - 250 Tadans) e
519N 200 - 250 Fadniu waglusrnmelifivuiunsdnglunstusiawmaneanainsisnie neunf
swEuinsliendusinman Weszdumessau (serum ferritin) Tuidongendn 1,000 unlunsi/diadans 7
Soegnation 2 afuiheiueteion 1 - 3 ey Wialevnnnsasanauwmanludl (magnetic resonance
imaging, MRI) LﬁaﬂizLﬁumassmmé‘mﬁuﬁasaﬂuai’mz Taedfinsld T2 way T2* Tunisasrausuna

sowaniuiu wazld Cardiac T2 lumstausunasisumaniuiila
9 2 aa v o a A
gntuswmanniinisldludagdu 4 3 vieme

2.1 Desferrioxamine (Deferoxamine, DFO) 1dugndusiswanfifinsldunuiundt 40 U awnse
Tlalwanenaunni 2 July swedldluitienn 20 - 40 fiadinsu/Alansu/ i Uimserlaensidnale
a o = Y v oA J o LY LY L4 o [ ' [ L
Favfavisednidudens 91w 5 - 7 Jw/duam endidusimmanesnatnsiinentlaansilundn wag
dutlour un19gesy waanliendusigmanazdedinisnsiafinniuseau ferrtin Tuideann 3 Weou
euTurweenianzaulugthe uazitonssedu feritin luidendindy 1,000 uluniu/nddng uae
[ =] v a a Al < . 1 14 a =
§aA3n3IANITUBATY NLABY Uasn15sayiule wWiawlu baseline feun1sliien DFO uaginmuiie

Uszilunadnafesvesevn 1 3
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] = ~ ' P aaa ~ a va Y] v
HATU1LABIYD9eT DFO inuusems UfATeanzann1s@nentaininia loun Uan uin ung
U NNMTUNINTaUNIIN LAkA MIUBANATIAL FaNTan Lazn1suadiunInanad (decreased visual
acuity) nsWsaAulatlilandy wargusianseaninund wenandviliinnisinwewuaiseu1sile

qﬁu Tawn Yersinia enterocolitis %538 Klebsiella Pneumoniae

2.2 Deferiprone (DFP) {ugndusganyiasulszniu anunsaldlalugiaenenauinndy 6
UVulU aunenitlde 50 - 100 Tadnsw/Alansu/du uudiiuag 3 - 4 ATmdeNT e1ilanusadusis

widnesndrulnginisliaans wazdrutdesrunigannse wenanldulueniivszansamlunisan
Usinasswanfiavadluhlaludiaelsasdadilevinguusdla

Had19fiBaresen DFP fie Windanunadalvsilasiag1aguuss (agranulocytosis) Uindevisede
gniau (arthralgia/arthritis) Ateulasisuiindu fsiu TunsUoR eswnzidengudadion (complete
blood count, CBC) mMsvinauwadhs waznsvinauvessulusyey

2.3 Deferasirox (DFX) \Jugndumanuiinsuuszyulusuuvvendeazanstn anunsaldlalu
AUy 2 Tl vwnaeniildfe 20 - 30 dadnsu/Alandu/du Sudsemuiuag 1 aswouviosing
Ingazangeiluiilan uidu wse iwela dwluglendiidusinuminesnnisganise dauteedumin

ponnalaany

Hat1ufgaresen DFX inulauseiian Ais 81n1sneszuunmaiues taun aduld edeu
Vi948n U1nviad uonanilitheunesgealiensiuAuiiimis msieuvesdiuwaensinauveslaiy

Ay wazlusauslulaane
3.nm3Ugnenglunszan

1 (5% o a < = . . @ ad [
n1slgnanewaanunIuainigen (allogeneic bone marrow transplantation) LUWIEN133N#1

WnsguiissRein g Ulelsalimerinainisalalutigiu dusiseasdealuunsely
4. msguainunily

4.1 mssudsemuensliasy 5 my msmanidee msnidsnmangs wazasiuuursesu
Usgmueimsniuaaieas

4.2 pslasuenlnde (folic acid) lugUrelsalalinansdadideynie laegieengtosnit 1 Y
Tisuusgnmuelndavung 2.5 un.setu wazitieniongunnnit 1 U Wisuussmueindavnn 5 unsedu

o va o A 1% = 13 a Y v A [y v v a v A
4.3 LLug‘IJ’fLMQﬂ?ﬂ"?JuIMﬂiUG]’]MEJ’]QL%@JEJ‘L!L@ﬂUﬂGI lnewiuingudesiulsaduanauld Tadu

Josulsandoiilunonfa (Pneumococcus) dagutlasiulininlng wazindudssiulsadusnaute
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