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1. uweans1dadidly ;ﬁﬁvﬂuwmzuaav\hmé’a&ﬁa 1
(Ol-thalassemia 1) @ulugdusdaiinainnisviame
vasguly (deletion) a1nasAnwInsranuluvia SEA
(Southeast Asian) way THAI deletion Segas 99 way 1
PNAIRU  @MSU Wvzleawsndadidly 2 (Ol-thalas-
semia 2) m’mwumimmmaﬁuaqguﬁ”’wﬁm 3.7 kb (kilo-
base) wag 4.2 kb deletion lagwiln 3.7 kb deletion
wulaninndn Tudiuves Ol-thalassemia 2 wiialiddinag
1918 (non-deletion) asranudlulnatu 5 vlla Ao
glulnalumouausualss (Hb Constant Spring, Hb
CS), Unnie (Hb Pakse’), n319d (Hb Quang Sze), Alney
waus (Hb Q-Thailand) wazUrnwsiiln (Hb Pak Num Po)

Qﬂaaiuﬂﬁjuﬁﬂizﬂaué”m Hb H, Hb Bart’s hydrops
fetalis WAy AEBart’s disease A10819%84 Hb H fanweug
y948u (genotype) ovannwanelasuvaluy 2 nqude
gilafifin1sv1amevesdiu (Deletional Hb H disease) uaz
laifinsviavevesdiu (Non-deletional Hb H disease)!
Fm1597 1 duemsuanswes Hb H, Hb H-CS uaz
Hb PS flam151971 2

2. wensaadiie myasaudnlnadu (B slobin) e
tepnieldiinsadraaeyhlnin B uie B°-thalassemia
AMAU WeBanIwaIutosiinan deletion dulugiin

n'nrm'?l= 1 usnd Genotype 283 Hb H disease

Genotype Number Y%

Deletional Hb H disease

_SEA g 135 43.66
_SEA 2 5 1.42
A 1 0.28
S g @i 1 0.28
Total 142 40.0

Non-deletional Hb H disease

NS, 185 51.0
e 23 6.48
e 3 0.84
e e ] 9, 0.56
S 1 0.28
_SEA G 1 0.28
_SEA oMy 1 0.28
S oo 1 0.28
Total 213 60.0

SEA=Southeast Asian; CS=Constant Spring; PS= Pakse’; PNP= Pak Nam Po

mfmi'i 2 ueAIeINIIuEmA9ed Hb H, Hb H-CS wa: Hb PS

21MSUAA Hb H Hb H-CS #az Hb PS
SRITRAT! 125 145
amﬁ‘lﬁlﬁaﬂﬂ%&uiﬂ 11455 15421
sz anmslidon 29% 50%
mswsauau Ialuaneny wuileenn 15%

Fa 58% 65%

mhed 24% 27%

dula 6% 11%
Tl 15% 24%
ﬁfluqufﬁ 10% 28%
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nlufiouie Jnsunufineiud (single base substitution)
faguit 1 Tunszurumsvesnszuaunisaisanelnadufio
transcription, mMRNA processing Way translation” 910115
Anwduuisndadde wuindunguiifienisiies (mild
B*-thalassernia) wu 3 wfn Ae-28 (A-G), -87 (C-A)
waz codon 19 (Hb Malay) uaz severe [3*-thalassemia
wu 2 viln Ae IVS2#654 (C-T) uae IVS1H#5 (G-C) fiwide
\Hunguiiiornisinn PB-thalassemia viavian Uselowd
YBINMINTIIANUAAUNATEAULIEANG  veuisdaTidle
AoldlunsusumuanLardosiunsingthesaamiile
swlmi Tesnsidadumsnlunsinnounasn (prenatal
diagnosis, PND) 4azuanA1u3uLseuadlsn AnuRaung
vosiusduiinutes fensisit 3 uazluwsiaznianely
Usewielne SarafiaunfveausmBuusndaiufinsei 4

3. Hereditary persistence of fetal hemoglobin
(HPFH) (unnaeilifinngatis Bglobin ilunalvifinig
a$aunsailnadu (y-globin) nnduliiuTunasly
Inaduenl (Hb F) visefinedlulnadu (fetal Hb) gemaen

7R 1 wenopuRnUnfszauluanaeoumEy

Molecular Detection of B-Thalassemia Mutations

D17 iIVs1:s €D 71-72 11SV2:654

D Diagram of the fi-globin gene

< a a v ool |
M990 3 LEAYANNNAUARTDILUABUNN LD

Bn-thalassemia B+-thalassemia

Codon 41/42 (-TTCT) IVS1n5(C-G)

Codon 17 (A-T) 1VS Il n 654 (C-T)

Codon 15 (C-A) Codon 19 (A-G)

IVS1In1(G-T) Codon 26 (G-A);Hb E

Codon 71/72 (+A)
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(persistence of fetal hemoglobin) Laglinainaienan
vosBuvdeduninduiugnau (hereditary) 39dsnn1azdl
Fdu hereditary persistence of fetal hemoglobin %38
Fougoidu HPFH amgivilifimsans Hb F g9 91013
ladguuss Falaiunn anvgvsenensanindlivaivegiaugu
INATHIMEIVBY Y-gene (single point mutation of
Y-globin gene promotor) #38a1NN13UIAMIELUEIUTDS
-slobin gene cluster iliinisuiamaluves Of uaz
Y-cene wu Y (“YOP) uaz HPFP-6 n15AsIaNIHDY
UAUANSIEnUUIUI Hb F 9.9% way 17.2-20.0% a3
ddu giidunmzues HPFP agilonisquussiosotadn
Entoaidnidonunadnuie MCV didnties susfu Ho F o)
5¥111910-20%

UN. John B Porter 910 University College London
Uszinadange Inelifoiusesiure un.unaa Asuisiung
war unIvs Wszndn lhussenefannzmdniululse
Tafinusdadidovinlaifiensliiden  (non-transfusion
dependent thalassemia 38 NTDT) Qﬂaaﬂdmﬁﬁa 5ad
Fieduwesiiie (thalassemia intermedia) LUA1S1Ad
HflofTornsdes (mild PB-thalassemia) Tilsiiaglisy
Beavielisudeniduadiamm  uasnduithedlalnadu
WO ‘Wmfﬂmq}mﬁﬂazau’luéﬂwﬂ&ju‘iﬁuﬁumumqmm
Fieuarannsgaduandldunidaund  aeilinaueiaz
Gulviendumdnegissiumlaslsiunnnin 800 wluny
fofiddns (un/wa) uaz/vie szAUSIWANIUAY >5
unmdn/ndu dhminidlesuwis (mg Fe/gdw) 31NN"3
Anwkuy randomized controlled trial wudnenduiman
fleds1dsen (deferasirox) Alnailugta NTDT Tng
YU deferasirox Buil 10 un/nn./Au awnsauiu
yuaenlane 20 un./nn./u
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390 4 usnsANuAnUnRTesumElussmAlnawtimuniinig

No. | anafadn@ (mutation) wiia nzunw’ manzTuseniisunile’ mald Mamide’
DI (%) NUIU (%) NUIU (%) I (%)
1. | Codon41/42 (-CTTT) B° 50(36.3) 307 (36.1) 33(32.0) 108 (49.5)
2. | Codon 17 (A-T) B° 24(17.4) 215(25.3) 11(10.7) 75 (34.4)
3. | 28(A-G) B 20 (14.5) 191(22.5) 8(7.8) 3(14)
4. | IVSII-654 (C-T) B 8(5.8) 192.2) 1(0.9) 1(04)
5. | vsI5(G-C) B 7(5.1) 14(1.6) 23(12.3) -
6. | Codon71/71 (+A) B 6(4.3) 36(4.2) 1.9 13 (6)
7. | -31(A-G) B* 4(3.0) 10.1) - 1(04)
8. | Codon 19 (A-G) B 3(22) 1(0.1) 8(7.8) -
9. | VS (G-T) B° 3(22) 26 (3.1) 8(7.8) 15(6.9)
10. | Codon 35 (C-A) B 2(1.4) 4(04) - -
1. | 87(C-A) B 1(0.7) 2(0.2) - 2(1.0)
12. | Del 34kb B 1(0.7) 19(2.2) - -
13. | Codon 126 (T-G) B 3(22) = = =
14. | Wt(T-G) B° 2(1.4) c = =
15. | -30(T-C) B* 2(14) - - -
16. | Codon 16/17(+G) B° 1(0.7) - - -
17. | Codon 123/125(-8bp) B 1(0.7) = = =
18. | Codon 43 (G-T) B° - 60.7) - -
19. | Codon 26 (G-T) B - 4(0.5) = =
20. | Codon 95 (+A) B* - 1(0.1) 8 (7.8) -
21. | Codon 41 (-C) B - - 1(0.9) -
22 Uncharacterized - - 5(4.8) -
323 138 (100) 849 (100) 103 (100) 218 (100)
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