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nsgvtniaauddgvedsakaznsuiuInlunisdesiulse luvaeineltudesdviaiusunyaainsnisansisaey
Tlnw3rignites waziiteswelumsufianihilsogravanzan

2. mInsmaviesufiRnmsiiedanseuarifadenmeuaziosdaside

3 metedugdvsiiilonaliiidayssdulsndadidoninguuss 3 viia muulouievensensreasI sy
Ao Hb Bart’s Hydrops Fetalis, Homozygous [3-thalassemia waz B-thalassemia/Hb E
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seAUdl 2 NsnTIlnTeivilawazUSuaslulnaduluidion (Hb typing) anunsansiviiadusidadidenly
Fugaulmieunnutiainuvssludsyrinsing sndumve d-thalassemia

SEAUT 3 NMINTITATILWTEAURDWE (DNA analysis) THlunsalinan1snsia Hb typing Tuseaud 2 lalananse
Tinsiladelatniau Wiensaifesnsnaursiavediinturesaadidemiadslaluseaun 2 wagnsalnisnsiaitany
msntuassaniinnudesmenisilulsasndadiflosiaguuss

N13ALEUNUNIRIUGURN SN TUABUR LT ANMUEIAYYIEY UAAINTTAEITRIAITHANTU b MLZaY
AIUNENIVINT UAZERAARBINUTRNIMUARIUANAIN 1B LTNAN1TATIATATIEVIAULIYRN D a1unsaatuayuy
nsmvauuazlesiulsrsdadilevinguusilaagnaiiusgdnsnmn

-
'

..



wuaneUialunisasianisissufuiRnisineatiuayunisatuanuazlesiulsasndadilie

A 1 Tunsun1seTIInIiesluRnisieitadsdatidowasslulnaduiaUndlundgisassiuageand

= =

wamimwﬁ'ﬂnsaaLﬂumnﬁ'q@"
o o

wiodulvludnwaziidlenades

Tunsliindayasilulsavdinguuse

v - & . a ¢ o o a a
mmdataaﬂmq ATIVIIAISU SYAUT 2 N15ASAIATILRVRALAY
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(Hb Typing) #101505293 02 u5 18 a9 1l 8
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ot Tuuszansineg andunimne
Usziliugidedannisnsaa Hb Typing
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(1)

a

wuUjuRdmSuN15M59a OF (Osmotic Fragility Test)

o

INYUTLAIANITATID

q

dmsunsIRnnIInURAUNANTEAIN OL-thalassemia waz B-thalassemia

298191880 : EDTA Blood

mnldannsavinnismegeulsviuiinddlasudiegindon msiuliludiu 4°C ldasiiuliunuiv 48 alus
v Ay g v I3 a da¥ o o = = = | =
alifididudesnulunseinfifiviude uagvinisnaaeunigly 24 Falus iesnidesnindadonuwasuiadiud

ASLERNANINYINIAWANGY ANaauUaaula

A5n13
[d % A o
Juluauunnsgiuvesinendvug

N135189IUNANTIIATIY OF
- Weldnaausienuna “Negative”

- ialenauinsneeanuna “Positive”

nsuwdana

Negative :VL;J'L?Jumé’a%LﬁW%amﬁ]L?Jumﬁa%t,ﬁmﬁmﬁﬁ?mm U Olthalassemia 2,Hb Constant Spring, Hb Paksé

Positive : 91901 Ol-thalassemia ¥i30 B—thalassemia Tne Oi-thalassermia fMenadhildiiin o-thalassemia 1
uae O-thalassemia 2 &7 B—thatassemia forauduldiia Bo—thalassemia M%@B*—thalassemia denan1snsadu

positive ABEIiIBE19EDANTIA Hb typing Aaly

Jadnfinvasnsnagay OF

1L.nMinedeu OF Lﬂumﬁmnﬁmﬂimﬁﬁi’mqﬂwaﬁiumaﬁ’mmaq O-thalassemia 1 wag B-thalassemia
Huvdnwitu liaunselflunmsitadeeinveseuinunils

2 ffdumme Ho E vieeenalinauin vinesenalvinaauiumsagout

3 nanusavInUasylunmelaiinaainnsuaminuasananuiaun@du iy target cell wu lsasu

wuwaUjuRdmsun1snIrafansassaadilisfreasuiifiaidioauns (MCV/ MCH)®

o

IMQUITEIANITNTID

q

dusunsiadansesnuRAUNATINaW RN OL-thalassemia waz B-thalassemia

fav819v38m : EDTA Blood

L4 o

[ v 1 v a < = o I~ (Y] =3 =1 d' oA d' [ [ Y @

nsAnnsesmeAfvildaionwns Indudesitnisnaaeuiudadoniianglnivseniuinulbilugiiu 4o
TaivAu 24 2109 WesanndadaanaaduwadNiiddia dn1sldndenulunszuiunsuauedduiiansan nwasly
Aaeana) Wendsuanasrandadonunifasildsuwiaigusiuaziantuiign

ad

5015

I~ aa d’ a I'4

JuluanadBunsguuesesedinssi
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N13IIYITUNE

NYIUANNNUNIATIZI LS

nasudana

MCV < 80 fL waz/#38 MCH < 27 pg : 91910y 0-thalassemia uazn3ie P-thalassemia uaznie Hob E
198 O-thalassemia dlonadulavisviln O-thalassemia 1 wag O-thalassemia 2 @7y B—thalassemia Hlana
Juleia *-thalassemia waz *-thalassemia

MCV = 80 fL uag MCH 2 27 pg : Wiillus1daiile wiee1adusdatidevdaliguuse Wy o-thalassemia 2,
Hb Constant Spring, Hb Pakse %#39819il Hb E

JINAVBINTNAFDU

1. Manegeu MCV/ MCH \unsnsiadnnsesiiinguszasdlunisinnses d-thalassemia 1 waz B-thalassemia
Jumdnwingu ladanunseldlumsitadesiavesnnuiinunile

2. UssanauSesay 20-40 vaaW e Hb E A1 MCV way MCH 11nA31 80 fL way 27 pg muansu 3eduduy

AB95397835 DCIP 571978

N1IAIVANAUNTN

WoaUUAN130 8dlkuIN1aN15US URNUN 8 AR TFIUAT B0 UNMANINTTIUANMUA $IUN9ENTS
muauannMAgluieaUf RT3 (internal quality control) shedanmueuamnmliunsgIL wasdhsduaudn

external quality assurance YR proficiency testing program LLazﬁmiﬂ’l‘gﬁﬂw’lLﬂ%mﬁaL@uﬂizﬁﬂaﬁ’uama

a

LLuaﬂgﬁaﬁﬂw§Unﬂimiaa DCIP (Dichlorophenolindophenol Precipitation Test)™

o

INYUTLAIANITATID

q

d1mTURIAANTBIANURAUNANNELYRRIN Hb E
f7eg1a1dan : EDTA Blood

o ' a A o = a ~ f Y ' ° Yo a < oA

fhgrdantnumagsualsiiudan g lvdluiuty wnldaiuisavinnsnegeulaviuiialsiiuiden il
Y @ o 1 I3 ¥ a [ '3 1Y a Y & I3 ) ) dl = Q“ 1
i 4°C uagldminaubiviuiu 1 daw uddlifigidwnu asinisnaaeunielu 48 Falus Wasanifeniivin
= a | a P Y a P a < % 9 1 a a '
slulnatuuisdmazgneendladluudy dunalanndesiimavasuivailuduniaalilliuasanmiioudonaizln
d‘ o o aaa v v é’ a v
Wethluvihuisendu DCP aganaznauladiedu auinnauinUasule

ad

5N13

[d 5 A o
Wulusuunsgiuvesineninnue
N193189UNE

‘dl e “« T »
- Welakaausieauna Negative

a ¥ « P »
- LN@iﬂNﬁU’JﬂS’]ENmNa Positive

nsdana

Negative : l3if Hb E

Positive : aﬂﬁ]LfJu;:Iﬁﬁ Hb E %awuléjﬁgdﬁtﬂuwmz Hb E, Hb E homozygote #38 O-thalassemia Lagso
B-thalassemia #iil Hb E $aaise fesdwinetnadennsia Hb typing sely

&,
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J2INNAVIINISNAFIU
- Hb H Faduslulnadunliiades anflvsnaennIzgneendladnnaznauianauinle

- ldmas19u heparinized blood Liesa1n heparin sunuNsAsIAIaLazneliianauInUaouls

A13199 1 wuIn9N15dIns98udu Hb typing Wieddadeadesiilonalinndaynsiiulsasdadidle

%ﬁmﬁmm Hb Bart’s hydrops fetalis, B-thalassemia major Lay B-thalassemia/ Hb E @
NYINIATIA il GRFIEENIGR N1389n I UL
OF (MCV/MCH)/DCIP | OF (MCV/MCH)/DCIP manluasss Hb typing
-/- NYIFIATIANNANITNTID X
4 Annsestduaun s OF %
(MCV/MCH) wag DCIP
-/- +/- Jalaifimnudes x
iy (unsdiimnndenansss
TR OALNEIAULAL X
Alaowniantanamden)
-/ - laiflpudee* X
-/ + luflpnade e X
-/ +
+/- TAANULEDI* v
+/+ TANULERI* v
-/ - laiflpudee* X
-/ + Janude g v
+/-
+/- TAANULEDI* v
+/+ AANULEDI* v
-/ - laiflpudee* X
-/ + TAANULEDI* v
+/+ :
+/- AANULEDI* v
+/+ AR v
" v 1 = 4 ] = %
NUBLNA : X : Lidesdensaadudy v densaadiudu

* endlapunilafinanisnsaa OF (MCV/MCH) wag DAP iuau liflanuidsslunmstiypndulsaviinguuse
** 119@iiNan13n339 OF (MCV/MCH) \uau uaz DCIP 1uuin ymsillonadu homozysous Hb E usilaid
Tomathilsriinguiss (MCV/MCH Whiuau wneis MCV = 80 fl MCH > 27 pg wnlilunuil fosdswsratudu Hb typing)

aa o

#x Faudedtunisiiypsidulsariaguuse dewmsiaduduse Fsagitadeldiynsiinnudeselsaviale

O
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wuIURURAmSUNMIRTIRInTzirtauazUsunadlulnadu (Hb typing)™

[

TUTLEIANIIATI

dmsupnnitadusdadidenlidudoulaifsunnutinnnuieslulssyinsive sniunive OL-thalassemia
A7ag1a1dan : EDTA Blood

35013
ViesfiRnsanunsadeniasestiednluimdviuies i iauss Usinadlulnaturnmnumngaudmiulgn del

1. inediinszvdnludfssuumadiinilasinlnnsussinnuseiues (high pressure liquid chromatography: HPLC)
nannseedullasulansflLuutaniUasudesustinuln (cation exchange column chromatography)

2. \psesianzvonlulRssuuaoaNilaTu N U SELAMLS AWM (low pressure liquid chromatography: LPLC)
nann1seedullasulansLuulaniUasudesustinuln (cation exchange column chromatography)

3. wseriardnluliRmenseualiihanumsindadumasauinhlniivueiédn (capillary electrophoresis)

A139189UNA
1nSe9aiATIevianlusiissuunaaudlasu1lnnsail (HPLC #as LPLC)

enurindlulnadunuanvuglasunlawnsumsingludiuwaning niaunssenuuinaslulinalusiingigg
fia Ho A /E, Hb A, Hb F, Hb Constant Spring, Hb Bart’s wag Hb H

1AsavatAsIzvionlusiaannis Capillary Electrophoresis

enurtindlulnadumuanume electrophoregram #1U3104) kazUsunadlulnatuviinsnee fesoiasisiln
WIaUAUNITATINIATIZAILTZUUDUS WeiLilD9971nLAT8Y high voltage capillary electrophoresis sidnaniwlu
n1suen Hb A v Hb E senanduldluvasiiesesdunendeuannisredutilasuilansiillianunsausnesnainiu
16 fi181989vs Ho A uaz Hb E Tudiidusidadideviinsnag il Hb E Jsumnsirsannia3esdus geu3unal Hb E 4
UMY A - %% v Y1 Y a ~ o o Y] I a N I
nldaeliusina Ho A sawegene mndesmslimensdwuiseniufiululagtiulasiamzedisdammey Hb E fissdody
zdlfunels O-thalassemia 1 galdein cut off 9 Hb E < 25% aunsavirldlaenissaudiana Hb A fu Hb E

Y v U

EUNRIUN
a wal . = ' al o 1 (3)
nsuUanan13AIIzK Hb Typing wuuasluussvinsine

1. lunsdifinan1sinsieyt Hb typing {u AA wagUsinal Ho A deendvisewiniu 3.5% wulaluvanensdised

1.1 eutnffliusidadidle oo alusdatidoslnlisuuss nquinanisnsramsladisineinudi
MCV, MCH uag blood smear Un#

1.2 ;Eﬁlﬂuwmz O-thalassemia 2 LLazﬁﬁLﬂu homozygous Ol-thalassemia 2 ﬂﬁjmﬁiﬂaﬁbﬂﬂ%
l3ifi91n158a Hb wnnd1 10 ¢/dL A1 MCV fiAdaust 70 fL audsunnnin 80 fl

1.3 710 un1me o-thalassemia 1 naudllassialuaglaifennisda Hb urnnan 10 g/dL
(@laifinnzduwnsndan) blood smear wuiindonunsiauniidntes wavdrulngdidn MCV feunin 80 fL waw
MCH o031 27 pg

\H19991nHaN150599 Hb typing lajmmiﬂl,wﬂﬁjﬁtﬂuwmz O-thalassemia 1 Wane O-thalassemia 2 Lay
homozygous Ol-thalassemia 2 aaﬂmﬂﬂuﬂﬂaﬁlﬂL“f]umé’a%t,ﬁsm‘%aﬁjﬁL“fJUﬁ’]é’a%Lﬁmﬁth@uLLiﬂﬁ WINNANITATIINY
Hb typing AA 1ng Hb A tpenivisewiniu 3.5% wosUuRnisanusaudanailu normal Hb typing, not rule out

O-thalassemia

&
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2. lunsdifinansiaseit Hb typing «u AA uazianm Hb A > 3.5% wianailu P-thalassemia trait with
or without Oi-thalassemia dulyajiiusinas Hb A Uszanal 3.6-8% MCV Uszana 60-75 fl. wan15m57a blood smear
nuindenunsiinunAlanios nan1snsaRnnses OF (MCV/ MCH) Wuuan uag DCIP Huau

J9A255239

- Tunwng B—tklalassemia 7% O-thalassemia 1 $3u6e (double heterozygote) Usuas Hb A 919N 4%
a1 MCV 019azastuiu 78-80 fL

- Tuvsgiinnm B'-thalassemia unawiiaenatien MCV idnuaziiuiuna Ho A ogfluts 3.5-4% 1o

3. Tunsdlfinan159As1e9 Hb typing 10u EA uazU3unal Hb E 25-35% wianawdu Hb E trait lnevialug
Wumme Hb E 9ziian MCV Uszanad 75-85 fL N157519ARNT09918 OF a1unsalinal@dnaulinikazay WKNan1snsia
ANNSBIA28 DCIP Az lvikauln

4. lunsdifinan193ns129 Hb typing 1Ju EA wazU3unas Hb E < 25% wiawasfu Hb E trait with or without
O-thalassemia I%ﬁ'ﬂﬂﬁiﬁﬂuwmz Hb E sauAun1ue O-thalassemia 1 wu Hb E Uszanal 19-21% MCV
Usgana 60-75 L HaN15ns7aAnnsaasag OF wag DCIP Wuuinvise

5. Tunsdifinan1siaen Ho typing W EE TaefiU3unas Ho E > 80% way Hb F < 5% wlanailu homozysous
Hb E with or without Ol-thalassemia Lﬁaamﬂﬁﬁlﬂu homozygous Hb E Weriuazlaisuuds Ol-thalassemia ¥
finansn1a Hb typing findnendsiu Feemsaadiaszst DNA wihi Seaelvnsidasonisiltuurs orthalasseria 1¢
Tnevi9lU homozygous Hb E fi1 Hb 11nn3110 ¢/dL MCV Uszanas 60-70 fL nan150539 blood smear Wy
LﬁﬂLgaﬂLLmﬁﬂ’ﬁLUgEJULLUaﬂﬁwu’mLL@%E‘USIN WU target cell P1UULIN NTATINAANTBINE DCIP Aglvinauan

6. Tunsdinliuuladnnan1s3mszit Hb typing \Uu EE w38 EF 1@39nU3unas Hb F iiinduainfissylude 5
ynbviduadlumsseaunadu EE viSe EF duiudeaseanudu EE/ EF uazwlanaillu “suspected homozygous Hb E
or B-thalassemia/ Hb E with or without O-thalassemia Ngeu1geIN1SVeAETN viSavh family study Usznauntsulana”
Wesnanuiaund 2 sladddlulndneaiy wazliananuguusewneiy n1533adunenslnfoainnsanNanIsnsInaue
Usznausie winillu EE A homozygous Hb E azliidulsasndadidlefiquuss aeseazidealude 5 usdnlu EF
<3 3 . = a a 1 (% a v
Aazilulsa B-thalassemia/ Hb E Fanan15n529n19laininenasnunuguusssnnnd ssvazidenlute 12

7. TunsliinanTiasesi Ho typing 1u CS A A uanaitiu suspected Ho Constant Spring eenlsfif Slalnatu
Raundtienailu Hb Pakse 19 Wesandlulnadufinun® 2 vliaiifisnuiunsnerdluvesans O-globin 1nnnnuni 31 6
wifuuaefawdeiingnesiilusumisn 142 safulaefl Hb Constant Spring {Wungmniiu (Glutamine: Glu) @ Hb Pakse

< = . 1 al [ [ = o 1 a [y 5 14

Julnlsd@u (Tyrosine: Tyr) wivseggmaliniu Sansranuluduniaferiuninisuensisnssudlnii uagn1snsim
Mot NinTeiBlllnaduenluti® HPLC %30 LPLC uiaysnaaunaannmsnsiainszvisidlinaluiiu Ho Constant Spring
1199311 Hb Constant Spring #A1uYNTWN1IATIINUNINNTY Hb Pakse taemaludilidunngasli@n uasddeya

mMalafndIng1aue egluinaeiuni

8. Tunsdifinansiaszei Ho typing Ju CSAZABart’s wlanalduy suspected homozygous Hb Constant Spring
Fhetindnmedandnegilulsa Hb H egdlsinuenansialinu Hb Bart’s 14 iiesanane Y-globin fUsuaunios

9. Tunsdifinan1simseyt Hb typing 1 AAH 50 A ABart’s H USunas Hb A AoutenIUNG wanaudu
Hb H disease (0-thalassemia 1/ Oi-thalassemia 2) Lilaa1nN15M53aWY Hb H (B4) %50 Hb Bart’s (Y,) wainednany
0L-globin vzdesfiviunaulosawuniwilaie B-globin wavay Y-globin wdeeguiniduiues 4 e natedu
Hb H waw Hb Bart’s Tugftheunsmeenalsiny Hb Bart’s Lilesainane y-globin fU3uautios namsnsaa blood smear

eSO
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Tuhengull wudnuazlindenunuuusdatdide unlldnvasinunAussana 1+ G 2+ dnwazdunenliitedy
15A Hb H leAAeansAs1anuLlaldentaaiisl inclusion body Tnga1ansianuidndenuanaduillane 30-90% va4
Winldenunsvianue

10. Tunsdifinani31A5129% Hb typing 1Ju CSA AH w3 CSA ABart’s H ulanaidu Hb H-CS disease
(Oi-thalassemia 1/Hb CS %38 O-thalassemia 1/Hb Pakse) 91156119 ﬁ]%ﬂéj’]aé}ljﬁﬂﬂiﬂ Hb H disease (Ol-thalassemia 1/
O-thalassemia 2) lutefl 9 wiornsinazsuusind Wesnndianulsiiefiosves Hb H $2ufu Hb CS 130 Hb Pakse
wazdonlsseTedmsuresufuinisae anuldiadessiuiuivTunadesves Hb H waz Hb CS %139 Hb Pakse
wniudealiuuiulustansialanu shlinmsulanafianainla

11. lunsdifinansiasest Ho typing 1o AF Twhnerguinnd 1 Y swfunisiiennisvedsasdadidednian
Fn Auiale wlanadu homozygous B°-thalassemia with or without Ol-thalassemia MnMsinsaalainy Hb A
wansigUasdaasgvias B-globin luildiasTainsdaamesiats Y-globin Jusmaunuviliasiany Hb F
fUuaugenn dwusunad Ho A, maqasﬁwﬁﬂﬁaw‘%aagﬂummsﬁﬂﬂﬁ HAN1350533 blood smear NULIALGDALAS
fidnunrAinunfsnnninlulsa Hb H liiwu Hb H inclusion body Tuifiaidenuns usiftheidihaudenaasnunznauves
Flulnaduludiaidoaundld Yemsseds manunanmslinngiidlulnatudu A F dosmsiaaeuenyvesielid
fududinmsniiongdilaita 1 ¥ agliansnseitededlulniiueuldidesanuzina Hb F fnsgea dosselsi Ho F Aoer
anasaue1guINNdn 1 Y Feanunsanlananisnsia Hb typing o

12. Tunsdifinan1siasizsi Hb typing Wy EF TnefiuSunas Hb E Uszanas 40-80% Hb F Uszanas 20-60%
Tlaiwu Hb A wuldlumanensealasil

12.1 nsaiduiitng B-thalassemia/ Hb E with or without Oithalassemia fftheslemsveslsasndadisle
Fatau Ja fudals Aa1e homozygous B’-thalassemia M%@@Wﬁ]ﬁaﬂﬂjﬂiﬂﬂﬁbﬂﬂﬂﬂiﬂﬂﬁjmﬁﬁﬂéwlm Hb 4-10 g/dL
MCV Uszanal 55-75 fL wan130913 blood smear WULﬁmﬁamLLmﬁﬁmiLﬂ?{suLLUamgwumLLangi’N 919N
indonuasingeu (nucleated red cell) lunsaliiithelatunssnunlaensiiensnuén enawu Hb A 99 donor blood
viliiU3una Hb E way Hb F wWasuwlasluglinsudseifinssudenintew avilinisidadeinnanls

12.2 nsdifitaeil deletional HPFH ity Hb E Tnevtalufthenguiialsida fusina Hb > 10 ¢/dL
HaN151523 blood smear nudnwuzLdaldenunsnoud19Und s189runaldu suspected HPFH/ Hb E
a9rnwanisnsa Hb typing laimmmt,wmiﬁtﬁu Bo—thalassemia/ Hb E way HPFH/ Hb E aanainiula
WINHANIIATIANU Hb typing EF laedusunad Hb E Uszuna 40-80% Hb F Useana 20-60% Luwu Hb A
wiesUfuRn1sanunsauUanaidu suspected B-thalassemia/ Hb E or HPFH/ Hb E with or without Ol-thalassemia

13. Tunsdifinan1s3ns1z94 Hb typing 1 A FA lagSana Ho F 10-30% wulgluvenensalsedl

13.1 Iuﬂiﬁjﬁﬂﬂaaﬁmaz%@lﬂﬁﬂiﬁamﬁuLﬁa@mzﬂ,u 3 ifiou newinnInsiaden Amsulanaidy
suspected Bo—thalassemia/ B*—thatassemia %30 B*—thatassemia/ B*—thalassemia

13.2 flifomsvedsnndadiflomefonadulldimegadonsedudunne HPFH wiewme
(SPB)>-thalassemia daidun11zdu y-globin a13ane Y-globin IilutFunugalasliuansernisinunilag
msudanallu suspected HPFH trait or (O)*-thalassemia trait

0991NWANI3ATID Hb typing lajmmmusmcf’ﬁtﬂu Bo—thalassemia/ B*-thaLassemia, B*-thatassemia/
B'-thalassemia, W1vig HPFH uagn1ug (O)*-thalassemia aan1niuld winwan13ns9ny Hb typing A FA
TngUTuna Hb F 10-30% AesUfuinisamnsautanaidu suspected B°thalassemia/ B*-thalassemia or
B*—thalassemia/ B*—thalassemia or HPFH trait or (6B)°—thalassemia trait with or without Ol-thalassemia

W0,

ALALALL
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ogalsfinunisnsaany Hb F ludegradeniite neufiazyinnisidadelag desnsinaevengvesiiasnoulaue
mnongdliasy 1 T aeddliiansalinisidadedigndesld uenaniuaisinnsuneinismisnadnlsy #NDY
mnbifioinisvedsrondadiiloiny fonadululddnguaeiinnae HPFH %30 (0P thalassemia #3001 H
stress erythropoiesis Mnamndug Mhliinngdenans wu nmafeased nmsdenanedess e Lsmmaamn
uAnLAiNTuLeIUT I Hb F lunnedifl stress erythropoiesis finagiiinduliiiufesay 10 fadunisiinga
wuUSuIal Hb F 493y udrazasuindulsn B-thalassemia Fedosiansanliseunay Tnsianizod1ad sfos
yudsy TR warormsveseuld mnfikansnsadenvesaseunsiszneueastelintadefondesmnnBeiy

14. Tunsdlfinan1snaszyt Hb typing Wu EFA fuieiinnzda Widuseiinissuidennielu 3 Weuneu
nsasaden msulanadu B-thalassemia/ Hb E with or without Ol-thalassemia

15. Tunsd@ifinan1siasedt Hb typing Wu EA Bart’s, EE Bart’s, EFA Bart’s, EF Bart’s, CS EA Bart’s, CS EE Bart’s,
CS EFA Bart’s uaz CS EF Bart’s siavaniidungulsasdadillefidilulnduwazdlulnddudou Seiinnesiusewing
O-thalassemia, B-thalassemia ey Hb E mawaﬁﬁlﬁmﬁmmﬂma 0l-globin fUsunuilesas Lavany O-globin
gauduiuans B-globin Undunnitas Bt-globin lunsdlfidu Hb E trait Fansramuuiuiamues Hb E anas
shetaneiilawfiouiuuianm Hb A lagagnuyinaiesnindesas 20 winsazasuilulndligndesnieq msazdes
¥M9ATIVIATIEN DNA 198U Othalassemia uaz B-thalassemia feFwrannsnagitelifuinuifeatunis
fneveannenIsuusrasnseunTItheliegegndes

A15197 2 wanasneg1dlulndveslsesndadiianiilulnddudou

Hb Type n1sUana A21UYU"Y (genotype)

EA Bart’s EA Bart’s Disease Hb H disease with Hb E trait
(OL-thalassemia 1/0L-thalassemia 2 — BE /BA)

EE Bart’s, EF Bart’s Disease Hb H disease with BO —thalassemia/ Hb E or
EF Bart’s Hb H disease with homozygous Hb E
(Ol-thalassemia 1/0L-thalassernia 2 — B° /3 or 3 /%)

EFA Bart’s EFA Bart’s Disease | Hb H disease with B*-thalassemia/ Hb E
(OL- thalassemia 1/0-thalassemia 2 - 3*/[3%)

CS EA Bart’s CS EA Bart’s Disease | Hb H-CS with Hb E trait
(O-thalassemia 1/0.<- B/

CS EE Bart’s, | CS EF Bart’s Disease |Hb H-CS with 3°-thalassemia/ Hb E or
CS EF Bart’s Hb H-CS disease with homozygous Hb E
(Ol-thalassemia 1/0t<-B%/BF or B/

CS EFA Bart’s | CS EFA Bart’s Disease | Hb H-CS with B*—thalassemia/ Hb E
(Ol-thalassemia 17013/

BReS ™
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16. lunsaimudlalinatufinunimenuiiean Ho E uay Hb CS andhidlulnatiufisundivnulsies (rare abnormal Ho)
Wy Hb J Bangkok, Hb Hope, Hb Q-Thailand, Hb C, Hb O warduq Assevusumisvesdlulnaduinunfiing
vulAsulaununse electrophoregram uaziUaraliu suspected abnormal Hb limsszyviinvesdlulnaluiaund
fauuedesazsneau Window veslalnatumaduin iesandlulnatuinunivaneiadanaudflndiAey
Tlanunseifadouenainiu 1nen1smsa9 Hb typing lidneglaewa3os HPLC, LPLC wie CE wu nsnwudlulnadufinund
7 5 window luszuumediuflasuilans #l dethlunsaadiaszst DNA wuinduléns Ho Tak, Hb D Punjab, Hb Queens,
Hb Siam tag Hb S AABINSNITUBRATIANLURAUNAILADINTIAEUTULALNITATITIATIZA DNA 1S8RTITREIRU
nsBeMveInIneillutely

Anamuamadunuamslunsulananisnsis Hb Typing Wenitesusdadidewazdlulnaduieunid
wuveelulszinalvedadosorfedeyavarsogisuszney Fausransnsiadanses mdviidnidenunima Hb typing
USunm Hb A USunau Hb F uanmnﬁﬂszi’ﬁ@fﬂwLLazmaUﬂ%"maamumamsﬁmaLﬁamsuamiam%’aﬁﬁmw&w
Tinsitadefianugniesusiugiundetu

Fa3119

1. ededlaszvitlilnatusilusiuansualudnuaslasinlaunsuvieluusingg MnngiuiuEnaedlalnaty
wiazvlln nelilaasuna Hb typing é’ﬁﬂ’juﬁﬂﬁﬁamu%aéfmﬁmmﬁu,azﬂizaumiaiqﬂumiiﬂm’mmaLLasLLUama

2. m‘gﬁuﬁ‘%aﬁiﬂﬂaﬁu (hemoglobin derivatives) U glycosylated Hb, acetylated Hb F wagglulnadui
lulanaaanguedIu (degradation) Lesainideniniatavilbviadyminisiadeunednn retention time uazduau
lun1seunale

3. lunsdlfinud3unas Hb F gendnund drlaldideafinusniin misdeu F Cell Usgnaun1ssneiunanie
9910l abnormal Hb u1awlla Usnglusumuiafediu Hb F

4. Tunsainluudlaindu Ho H wseli n1sdau Hb H inclusion bodies agaiedudunissisnunale

5. lunsalfasdenddlulnatuiaund Msnsdenyaraduy luaseuas waznisasiauwensiindlulnadu
PeszUUIUMY 199zeiudunaludasrulsnidlulnaturaunivsely agrslsAeudalianusasienusiaves
Fulnatulaunile aunazlans19As129 DNA Bsad1sunsnaziily

N15AIUANAMININANTATID Hb Typing AreiaTasdnluld

1. enslienuddlunispuathysinunasaeuilauagfasidulsshaiiaue

2. msfimsmuauannelufesfiAnig (intemal quality control) Tneldianmunuamnnidimsgu
ynasafivhmsleseisednsdman

3. MITNTINNINTTUAIVANANAINIAENUIBIIUAI8UBN (external quality assurance %38 proficiency
testing program) tJuuszdn

4. MITBnURauRagFpEImITRAsUATLd TS TURaMInTIaAan e dasiuiifideiae

5. fUfuRaualstasunsineusukasnsauseliulsyansnnaueanuslunsinseikasUssuiana
nsasanaesUfiRnsdulsean

®€>Qw\ DX
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A1519% 3 asUn1sHUaNaNIIR$Ia Hb typing

NAN1IATIVAANTDY
. NAN1TATID - o o
GRIAY Hb tvDi nN1suUaNg Mcv | McH VYUAVDITAEYLNY
in
YPIns oF | parp
(fL) | (ps)
Normal or non clinically
1. [AA HbA <35% o ) negative | negative | > 80 > 27 | Wue Ol-thalassemia 2
2 2 significant thalassemia
W11g Ol-thalassemia 1
Normal Hb typing, not )
W1e Ol-thalassemia 2
2. AA HbA <35% rule out positive | negative [ < 80 <27 -
2 2 138 homozygous
Ol-thalassemia )
Ol-thalassemia 2
B—thalassemia trait B—thalassemia trait
3. |AA Hb A, 3.6-8% with or without positive | negative [ < 80 < 27 | with or without
Ol-thalassemia Ol-thalassemia
negative < 80 <27
a. EA, Hb E > 25% Hb E trait or positive or or Hb E trait
positive normal | normal
Hb E trait with or without Hb E trait with or
5. EA, Hb E < 25% Ol-thalassemia positive | positive | < 80 <27 | without
Ol-thalassemia
Homozygous Hb E Homozygous Hb E
6. EE, Hb E = 80% with or without positive | positive | < 80 < 27 | with or without
Hb F < 5% Ol-thalassemia Ol-thalassemia
suspected homozygous suspected homozygous
EE/ EF, HO E > 75% |HbEor B—thalassemia/ Hb E Hb E
HoF > 5% with or with out Blonveslsasndadide
7. | nsdlliudladn EE Ol- thalassemia positive | positive | <80 | < 27
VED N30 INSVNIAATINYTD suspected [3thalassenia/
EF iffes91n Hb F g¢ | vh Family Study Usznau Hb E
Asulana fonsvedlsasaadiile
negative < 80 < 27
suspected Hb ) ] .
8. CcS AZA or negative or or Hb Constant Spring trait
Constant Spring o
positive normal | normal
suspected homozygous Homozygous Hb
9. |CSAABart’s ) positive | negative | < 80 <27 )
2 Hb Constant Spring Constant Spring

O
:(ng@
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A51991 3 asunisudanani1ingia Hb typing

NANIINTIVAANTD
o NAN1TAIID - . o
a1nu Hb tvbi nsdana Mcv | McH YUAVDIT1AAULUY
in
yPIng oF | barp
(fL) | (p9)
. Hb H disease negative Hb H disease
AAH %138 .
10. 2 (OL- thalassemia 1 / positive or <80 <27 | (O- thalassemia 1/
A ABart’s H o )
2 Ol- thalassemia 2) positive OL- thalassemia 2)
. Hb H-CS disease negative Hb H-CS disease
CSAAHMW® o :
11. 2 (OL- thalassemia 1 / positive or <80 <27 | (O- thalassemia 1/
CS AABart’s H . N ,
2 Hb Constant Spring) positive Hb Constant Spring)
Homozygous Homozygous
AF [3*-thalassemia [°-thalassemia
12. . D - . positive | negative [ < 80 < 27 . .
QU’JEJEJ’]Egiﬂﬂm’l 1Y [ with or without with or without
Ol-thalassemia Ol-thalassemia
suspected
[3°-thalassemia/Hb E
suspected with or without
EF [3°-thalassemia/ Ol-thalassemia
13. | Hb E 40-80% , Hb E or HPFH/ Hb E positive | positive [ <80 | <27 |fionisvedlsasidadiile
Hb F 20-60% with or without suspected HPFH/ Hb E
QOl-thalassemia with or without
Ol-thalassemia
Blonsveslsasndadidle
suspected [3*-thalas-
semia/
suspected B*—thalassemia or
Bo—thalassemia/ B*—thalassemia/
[B*-thalassemia or [3*-thalassemia with or
14 |AFA, Hb F 10-30% B*—thatassemia/ positive | negative [ < 80 < 27 | without Ol-thalassemia
[3*-thalassemia or HPFH fo1nsveslsasidadidle
trait or (O3)’-thalassemia suspected HPFH trait
trait with or without or (OPY-thalassenia trait
Ol-thalassemia with or without
Ol-thalassemia
Tflonsveslsasndadiie
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A1519% 3 asUn1sHUaNaNIIR$Ia Hb typing

NANTIINTIVAANTDY
. o NaN13M529 - . o
GRIZA) Hb tvoi N1suUaNg mev | men YUAVDITIAFYLUY
n
yping oF | pcp
(fL) | (pg)
B*—thalassemia/ Hb E B*—thalassemia/ Hb E
15. [ EFA with or without positive | positive | < 80 < 27 | with or without
Ol-thalassemia Ol-thalassemia
16. | EA Bart’s EA Bart’s disease positive | positive | < 80 < 27 | EA Bart’s disease
EE Bart’s or
17. EF Bart’s disease positive | positive [ < 80 < 27 | EF Bart’s disease
EF Bart’s
18. | EFA Bart’s EFA Bart’s disease positive | positive [ < 80 < 27 | EFA Bart’s disease
19. | CS EA Bart’s CS EA Bart’s disease positive | positive [ < 80 < 27 | CS EA Bart’s disease
CS EE Bart’s %150 CS EF Bart’s disease
20. CS EF Bart’s disease positive | positive | < 80 <27
CS EF Bart’s
21. | CS EFA Bart’s CS EFA Bart’s disease positive | positive | < 80 < 27 | CS EFA Bart’s disease
22. | rare abnormal Hb suspected abnormal Hb Juiiuwiinves abnormal Hb fiwy suspected abnormal Hb
(
O :
Unaffected Unaffected {
"Carrier" "Carrier" (
Father Mother J
(¢
{
¢
(
® ,
o @ (
{
(
(
{
Unaffected Unaffected "Carrier" Affected (
1in 4 chance 2 in 4 chance 1in 4 chance (
{
P N D L A A i, R S R

O
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A1997 4 LUINNITAINTIBUTUTZAU DNA (DNA Analysis) 91nR@an150923 Hb typing e tadealdssiidlonia
Linudaunsidulsasidadileviinguwss Hb Bart’s hydrops fetalis, B-thalassemia major uag
B-thalassemia/ Hb E (E83msutana Hb typing 9910157197 3 : aidnsudaransnssd Hb typing vih 13-15)

Y

EFA Bart’s / CS EA Bart’s
CS EE Bart’s / CS EF Bart’s
CS EFA Bart’s (@uit 16-22)

ANULEE AN589N5TULY S2AU DNA
a10U NINIATIA 139 VBINI5N nalysis
3 a (DNA Analysis)
Tuassa
Alpha thalassemia 1 [ Beta mutation
AA Hb A <35% Und vi3e (uwme vielulse | liflanandes % <
1. o o o A
@duit 1) (@wun 1-22)
5 |AAHDA <3.5% AA Ho A < 3.5% @it 1) | Bilinndes X X
(5’1&51JU‘|71| 2) 0 o A a a
AA, Ho A < 3.5% (§1duii 2) AL v x
AA Hb A 3.6-8% @it 3) fianudes v X
CS A A (@i 8) EA, Hb E > 25% (§1dufl 4) Lyifiaudes X X
EA, Hb E < 25% (§18ufi 5) finnuides v %
e e A S 200 < £0 fimnudes
CSAABart’s eun 9) | EE, Hbd-E > 80% Hb F< 5% \/ x
(@10UN 6)
EE/EF, E > 75% Hb F >5% finaides v x
@it 7)
AAH Vi3 AABart'sH | g AA (@6iuTi 8) fimnudes v X
(F16iuRl 10) — .
CS A A Bart’s (@19uii 9) LPRHIERN v X
AAH %0 AABart’sH @e10) | fesdes v X
CS AAHM C'S AA | cs AA H v¥e CS A A Bart’s H fianuides v x
Bart’s H (@1U% 11) | (g1gufl 11)
AF (Edudi 12) fianudes v X
EF Hb E 40-809% Hb F 20-60% | fimnandes v
@uii 13)
AFA, Ho F 10-30% @i 10) | Srnudes v
EFA (Brsfuil 15) fianudes v X
EA Bart’s / EE Bart’s or EF Bart’s ﬁm’lmﬁm

S
x
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'
I

A1397 4 LUINNNTEINTIBUTUTZAU DNA (DNA Analysis) 99nR@an1501923 Hb typing e tadeaAldssiilonia

Y

Linufdaunsidulsasidadileviinguwss Hb Bart’s hydrops fetalis, B-thalassemia major uay
B—thatassemia/ Hb E (@wdsnsudaia Hb typing 3nnensen 3 : aqumsiananiinsia Hb typing WiN 13-15)

CS EE Bart’s / CS EF Bart’s
CS EFA Bart’s (§1¢ufi 16-22)

AULEYS N1989n5298UGU 520U DNA
a0 NYIAIATIA &l YDININ (DNA Analysis)
Tuassa
Alpha thalassemia 1 [ Beta mutation
3. |AA AA Hb A < 35% @t 1) | liflanudes X X
Hb A2 3.6-8%
@EuTt 3) AA Ho A < 35% (@1dufi 2) | fiarwides v b 4
AA, Hb A 3.6-8% (d1aun 3) fedes v v
EA, Hb E > 25% (§1¢ufi 4) flawides X v
EA, Hb E < 25% (ﬁﬂﬁuﬂl 5) Sannudes \/ ‘/
> 809 < 59 =~ o
EE, Hb.E > 80% Hb F < 5% Seudes / /
(81907 6)
EE/EF, E > 75% Hb F >5% .
. o fmudes v v
(@wun 7)
CS A A @auil 8) flannandes v X
CS A A Bart’s (@19uil 9) P HIGEN v X
AAH VD AABart’s H @M 10) | fianuides v X
CSAAHMWS® CSAABart'sH |
o o o UANULHALN \/ X
(@nud 11)
AF (@aun 12) UANHLEEY \/ \/
EF Hb E 40-80% Hb F 20-60% .
o o d PRGN v v
(@aun 13)
A FA, Ho F 10-30% (déiuf 14) | flannuides v v
EFA (§1éuil 15) firnuides v v
EA Bart’s / EE Bart’s or EF Bart’s
EFA Bart’s / CS EA Bart’s .
fAuLEe v v

XA

DO@
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'
I

A1397 4 LUINNNTEINTIBUTUTZAU DNA (DNA Analysis) 99nR@an1501923 Hb typing e tadeaAldssiilonia

Y

Linufdaunsidulsasidadileviinguwss Hb Bart’s hydrops fetalis, B-thalassemia major uay
B—thatassemia/ Hb E (nsesnsutaia Hb typing 29AR151991 3 : aqumsiananiinsia Hb typing WiN 13-15)

ANULEES AN5E9N5TULY S2AU DNA
a0 NYIAIATIA &l YDININ (DNA Analysis)
Tunssa
Alpha thalassemia 1 [ Beta mutation
4. |EA HbE > 25% AA Hb A < 3.5% it 1) | lafieonndes X X
(@dut a) B ,
AA Ho A < 3.5% (1duii 2) | laifianandes X X
AA Hb A 3.6-8% (et 3) fianuides X v
EA, Hb E > 25% (8efufi 4) Taiflanudes X X
EA, Hb E < 25% (81¢udi 5) yifianandes X X
EE, Hb E > 80% Hb F< 59 . o
’ b. 80% Hb F< 5% laifimnades X X
(19U 6)
EE/EF, E > 75% Hb F >5% - I
o o d PRGN X v
(@wun 7)
AAH V% A2A Bart’s H nsiuft 10) | Lalflanandes X X
CS AAH I8 CS AABart’s H o~ 4
2 2 Taifimnudes X X
(@1@uil 11)
AF @it 12) fianuidea X v
EF Hb E 40-80% Hb F 20-60% - r
o o d PRGN X v
(@1nun 13)
AFA, Hb F 10-30% @i 18) | Senudes X v
EFA (§6uit 15) fianuides X v
EA Bart’s (816Ut 16) yifinnudes X X
EE Bart’s or EF Bart’s o o
d, AAMULELS X v
EFA Bart’s (819Ul 17-18)
CS EA Bart’s / CS EE Bart’s \ o
) laifianudes X X
(@1wun 19-20)
CS EF Bart’s /CS EFA Bart’s o o
; AAMULELS X v
(@19UN 20-22)

@0,

ALALALL
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A1997 4 LUINNITAINTIBUTUTZAU DNA (DNA Analysis) 91nR@an150923 Hb typing e tadealdssiidlonia

Y

Linudaunsidulsasidadileviinguwss Hb Bart’s hydrops fetalis, B-thalassemia major uag
B-thalassemia/ Hb E (E83msutana Hb typing 9910157197 3 : aidnsudaransnssd Hb typing vih 13-15)

(Ediudt 20-22)

AMALEDS N1589A5298ULY 5EAU DNA
aneu NYIRNIATIA adl YBININ (DNA Analysis)
Tuassa
Alpha thalassemia 1 [ Beta mutation
5. |EA HbE<25% AA Hb A < 35% @it 1) | liflanandes X X
GREES) , - 4
. AA Hb A < 3.5% (dfuit 2) | HABIDS v x
EE, Hb E > 80% AA Hb A 3.68% @uit3) | fmwdes v v
Hbo F < 5% o o o - o
o EA, Hb E > 25% (sndiui 4) Laifienudes X X
(@1MUN 6)
EA, Hb E < 25% (81¢uii 5) Tanudea v X
EE, Hb E > 80% Hb F< 5% - o
e ° ° Januides v X
GREITE)
o o A EE/EF, E > 75% Hb F >5% ,
EA Bart’s (eneiudi 16) | 7, FGPRPIGER v v
(@19UN 7)
CSAA (@6uTi 8) fimnudes v X
CS AABart’s (@eud 9) fianuides v X
CS EA Bart’s / CS EE o , o a < ~ 5
o AAH VD AABart's H UM 10) | fianuides v X
Bart’s (819U 19-20)
CSAAHMWR CSAABart'sH |
o o o UAMULFYN \/ X
(@1wun 11)
AF @Euit 12) fianuides v v
EF Hb E 40-80% Hb F 20-60% ,
o o fanudes v v
(@1Run 13)
AFA, Ho F 10-30% Gndul 14) | fimamudes v v
EFA (Bsfuil 15) fianuidea v v
FA Bart’s (§1¢u7 16) fianuides v X
EE Bart’s or EF Bart’s .
o o o flanuides v v
EFA Bart’s (81@un 17-18)
CS EA Bart’s / CS EE Bart’s femdes \/ X
(&sfuil 19-20)
CS EF Bart’s /CS EFA Bart’s ,
Jannuides v v

XA

s
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A1997 4 LUINNITAINTIBUTUTZAU DNA (DNA Analysis) 91nR@an150923 Hb typing e tadealdssiidlonia

Y

Linudaunsidulsasidadileviinguwss Hb Bart’s hydrops fetalis, B-thalassemia major uag
B-thalassemia/ Hb E (E83msutana Hb typing 9910157197 3 : aidnsudaransnssd Hb typing vih 13-15)

AMALEDS N1589A5298ULY 5EAU DNA
aneu NYIRNIATIA adl YBININ (DNA Analysis)
Tuassa
Alpha thalassemia 1 [ Beta mutation
6' EE/EF AA HbA < 35% (ﬁ']f;fUﬁl 1) 13Jﬁﬂ373JL§83 X x
2 7 2 — 7
Hb E>75% T
< 350 (Sndh i UAMULFES \/ X
Hb F 5% AA, Hb A, < 3.5% (@1nun 2)
@euit 7) AA Hb A 3.6-8% (et 3) fianudea v v
AF (U 12) EA, Hb E > 25% (§1¢ufi 4) flauides X v
EA, Hb E < 25% (818Ul 5) fianuides v v
EF, Hb E ,
EE, Hb E > 80% Hb F< 5% Senuides v v
40-80% Hb F 20-60% o o o
, (@1AUN 6)
(@19ud 13)
EE/EF, E > 75% Hb F >5% - o
/ ’& ’ ° UANULFL \/ \/
(GRIZING)
CSAA (@¢uTi 8) fimnudes v X
A FA, CS AABart’s (& 9) fiannandes v X
-309 = o v a ~ a:'
Ho F10-30% AAH VR AABart's H @ 10) | fimdes v x
(GRETRT)
CS A2A H %38 CS A2ABart’sH | 4 4
. ALY v X
(@9un 11)
EFA (816U 15) AF (@i 12) finuides v v
EE Bart’s or EF Bart’s | EF Hb E 40-80% Hb F 20-60% - |
; ° ° | fienades v v
EFA Bart’s (19U 13)
(iU 17-18) AFA, Hb F 10-30% (@dfufi 14) | fimides v v
EFA (§¢uit 15) fianudes v v
EA Bart’s (87Ul 16) fimnudes v v
CS EF Bart’s /CS EFA | EE Bart’s or EF Bart’s o o
arts ) . fANULEY v v
Bart’s (819U 20-22) | EFA Bart’s (81eu# 17-18)
CS EA Bart’s / CS EE Bart’s o o
. UAULEYY \/ \/
(@1@Uil 19-20)
CS EF Bart’s /CS EFA Bart’s o o
ALY v v

@ uit 20-22)
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a wva o

wwaUjURamIun1sRTIvItadeauRaUnAvasBuiduannues O-thalassemia 1%

o/

INQUTLEIANITATID

q

dnsuanitadurnuiaunfvesBuiiduamnues O-thalassemia 1 wiin SEA wavyinlne
A1ag1a1dan : EDTA Blood

ad

A8n13

Gap PCR/ Agarose Gel Electrophoresis, Relative Quantitative PCR %3835 %u289uiimu1dulngniu
N1IATIAABUAIINYNABIVBITTIATIEN (method validation) a@enndesniudemmvualuinasgiuaIng

nsenuralunsainsaidedeluyanaimluiililinisnseitedenisnluassdunsen

578911 Negative for Ol-thalassemia 1 (SEA and THAI deletions) Tunsdifinsavldnuannuinunfvesdy
Ol-thalassemia 1 ¥ia SEA wazyila THAI

578911 Positive for OL-thalassemia 1 (SEA deletion) Tunsdifinsianuaruiaunfvesdy OL-thalassemia 1

¥Un SEA
51897 Positive for Ol-thalassemia 1 (THAI deletion) TunsaifinsianuanuRnUNAUeIgy Ol-thalassemia 1

¥Un THA

wuaUfuRdmIun1sn 93 dadeauiiaunfivesBuiiluanugues B-thalassemia®™

TUTLEIANIIATI
dwsunnaitaduanuiinunfvesBuiduaivnves B-thalassemia lunsdlivdsisnsssuazadidugides
nilomalsiudaynsidulsaiia B-thalassemia/ Hb E waz Homozygous B-thalassemia

fv819188m : EDTA Blood

%019

Allele Specific PCR (ASPCR), Reverse Dot Blot Hybridization (RDB), N1301399W18 1A UNTIS 896194
@157 ugN551 (DNA sequencing) M%’@?%ﬁ'wmmmﬂ’&um%’?ﬂmEJm'mmimaf\]aaum’mqﬂéfawaﬁ%%Lﬁmzﬁ
(method validation) @enAdesnIuTafiuuAluNINIgILEINS

N13IIYIUNA

51891UNa Negative Tunsainsialinuanuinunfvesdy B—thatassemia finsraaeu Wy Negative for
B—thalassemia codons 41/42 (-TTCT), codon 17 (A-T) and IVS | - 5 (G-C)

UNURE Positive for B-thalassemia warsEUAURAUNFAYEIEY B-thalassemia AnTIaNU WU Positive for
B—thalassemia [Codons 41/42 (-TTCT)]

318974 Positive for compound heterozysous B—thalassemia LLasﬁxq%ﬁmaﬁuﬁﬂmﬂaiuﬂﬁajﬁmwwu
AuRaUnAvesdiu 2 vlinganiu Wy Positive for compound heterozygous [B-thalassemia [Codons 41/42 (-TTCT)
and IVS I-5 (G-C)]

ey



wumsufulunisasrameiesufjiAnsineativayunisaivauuaslasiulsasiaadille

LY

wuUUAd MU ALEN?

aa (% | al @) o & .y aa . aa (% a a a a
ﬂ'ﬁ’]u%ﬂﬂ@jLﬁENL‘UL!ﬂ’]iU']Naﬂ’ﬁG]i’JQEJ‘NEJu 108735 Hb typing LAENI1TATINIUIREAUNAUNAUDIGUN
a

Juamnues O-thalassemia 1 uaz B-thalassemia mutation vesmdnsnssiuazandunldlunisiansaniivun

LA A Yo a I3 v o a a o a a
QLﬁEJQVl@JI@ﬂ']ﬁI‘Vm']Lu@umﬁLﬂUIiﬂﬁ']aasULNH%uﬂEULLiQﬂﬂiqﬂagL@U(’ﬂumqiq\iw 5

M15197 5 NM3UINANI37399 Hb typing waz O-thalassemia 1 ulduszifiuanudsslunisiiynsidulsasidadide
FUATULSI 3 YA

Ol-thal 1 trait

EA Bart's Disease

EF Bart's Disease

Hb H Disease

B—thal trait

Ol-thal 1 trait a o
B-thal trait A% Qi-thal 1 s2usae

Homozygous B—thal

Homozygous B-thal 7Tl a-thal 1 $ause

B-thal / Hb E

B-thal / Ho E 915 Ql-thal 1 e

Hb E trait %39 Homozygous Hb E

X|X|X (X (X | XXX (X|%X|X
XK (X [([X (XXX | X[ X|X|X|%x| %

AR SANIE SANEE S NS E 5NN ANE N

Hb E trait 198 Homozygous Hb E 7ifl 0-thal 1 $aushe

X lifaaundss v Ganudes

e
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A15797 5 N151HaN150599 Hb typing uay O-thalassemia 1 wldussiiuaudsdlunisiiynsidulsasdadide
wiinguwse 3 vila (sio)

Ol-thal 1 trait

EA Bart's Disease

EF Bart's Disease

Hb H Disease

B-thal trait

B-thal trait 7 O-thal 1 s

Hb H Disease
Homozygous B—thal

Homozygous B-thal 7Tl a-thal 1 $ause

B-thal / Hb E

B-thal / Hb E 711 O-thal 1 $aushe

Hb E trait 138 Homozygous Hb E

ANIRARNIE RN AN R NN AN AN
K| %[ %|[%[%[%|[%x|[%|%x|%|%x|%
X% [%|[%[%[%|[%x|[%|%x|%|%x|%

Hb E trait ¥38 Homozygous Hb E 7iil Olthal 1 $audhe

X lifaundss v Ganudes

2 e DL W O S O P

BReS D
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M157199 5 N15UIMaNI5A539 Hb typing kas O-thalassemia 1 unldUsziiunnnudsslunisiiyasiulsasaadidle

yiaguuse 3 vila (s9)

Ol-thal 1 trait

EA Bart's Disease

EF Bart's Disease

Hb H Disease

-thal trait

B-thal trait 7 O-thal 1 s

EA Bart's Disease
Homozygous B-thal

Homozygous P-thal 7Tl oi-thal 1 $ause

B-thal / Hb E

B-thal / Hb E i O-thal 1 $2dhe

Hb E trait #3® Homozygous Hb E

AR N ANIANIENIANI A NI ANV R AN R

XXX X | X | X | X | X | X|X| XX

NIEIANEAANEZANEZAYANANAN

Hb E trait %138 Homozysous Hb E #ii Ol-thal 1 $aude

X Liffaaundess v daudes

S Ny

S e DLV W O P N

@0
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M99 5 N15UIHANITATID Hb typing uaz O-thalassemia 1 unldusziliupudsdlunisiiynsiulsasidadidle
wlinguwse 3 vila (so)

Ol-thal 1 trait

EA Bart's Disease

EF Bart's Disease

Hb H Disease

B—thal trait

EF Bart's Disease | B_thal trait i Qt-thal 1 $aushe

Homozygous B—thal

Homozygous P-thal Tl o-thal 1 Sause

B-thal / Hb E

B-thal / Hb E 711 O-thal 1 $ause

Hb E trait #58 Homozygous Hb E

NEIAYNEIAVNEZANETANA VYA AN
| X |SINININ NN %X %] %
ANEANANANANAN AN AR 3NN

Hb E trait ¥3® Homozysous Hb E 7ifi Otthal 1 $aushe

X lifaaundes v Ganudes

A AN s A AAANAA 4 AN

BReS¢D
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M15197 5 N158Wan150339 Hb typing uaz Ol-thalassemia 1 ulduszifiuanudsslunisiiyasifulsasdadide

wiiagunse 3 ¥l (so)

Ql-thal 1 trait X X X
EA Bart's Disease X X v
EF Bart's Disease X v v
Hb H Disease X X X
B-thal trait —

B-thal trait sisilwazlaill a-thal 1 52use x v x
Homozygous B-thal weniluarlaldl o-thal saudhe X v X
B-thal / Hb E viaifiwazlalil o-thal 1 $aude x v v
Hb E trait %30 Homozygous Hb E variuerlesl othal 1 X X v

FIUNY
Ol-thal 1 trait v X X
EA Bart's Disease v X v
EF Bart's Disease v v v
Hb H Disease v X X
B'th?l trait B-thal trait X v X
a_;f;[ . B-thal trait 73 O-thal 1 e v v X
IR Homozygous [3-thal X v X
Homozygous B-thal 7Tl O-thal 1 268 v v X
B-thal / Hb E x v v
B-thal / Ho E 1 Ol-thal 1 $ude v v v
Hb E trait %39 Homozygous Hb E X X v
Hb E trait %38 Homozygous Hb E 7ifl Qtthal 1 $audhe v X v

X lidaundss v Ganudes

&
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M15197 5 N158Wan150339 Hb typing uaz Ol-thalassemia 1 ulduszifiuanudsslunisiiyasifulsasdadide

wiiagunse 3 ¥l (so)

Ol-thal 1 trait X X X
EA Bart's Disease X X v
EF Bart's Disease X v v
Homozygous | Hb H Disease X X X
p-thal B-thal trait isfiuazluil a-thal 1 $aushe x v x
Homozygous B-thal wanduarlaiil athal 1 saude X v X
B-thal / Hb E sisiifuazlaidl oithal 1 $audhe x v v
Hb E trait 158 Homozygous Hb E aniuazlsldl o-thal 1 X X v
FIUMNIY
Ol-thal 1 trait v X X
EA Bart's Disease v X v
EF Bart's Disease v v v
Hb H Disease v x X
Homozygous B-thal trait X v X
@B—thal B-thal trait il Qt-thal 1 e v v X
74 Q-thal 1
ddqy | Homozygous B-thal X v X
Homozygous B-thal 7Tl a-thal 1 $aushe v v X
B-thal / Hb E x v v
B-thal / Hb E i Oi-thal 1 $awde v v v
Hb E trait %39 Homozygous Hb E X X v
Hb E trait 30 Homozygous Hb E 71l Othal 1 $aude v X v

X lifaaaundes v Ganudes

O
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M1519% 5 N13UWaN150339 Hb typing uaz Ol-thalassemia 1 unldusziiiuanudsslunisiiyasilulsasdadide

wingunse 3 ¥iln (se)

O-thal 1 trait X X X
EA Bart's Disease X X v
EF Bart's Disease X v v
Hb H Disease X X X
P-thal / Ho E B-thal trait Weiuagleldl othal 1 $audne X v v
Homozygous P-thal Viafifluarlalil a-thal 1 $asae x v v
B-thal / Hb E Waritwaglll othal 1 $audne X v v
Hb E trait %38 Homozygous Hb E Waitluaylalll othal 1 X X v
U
Ol-thal 1 trait v X X
EA Bart's Disease v X v
EF Bart's Disease v v v
Hb H Disease v X X
B—that /Hb E B-that trait X v v
78 0-thal 1 | B_tpal trait 7 Q-thal 1 2 v v v
i Homozygous [3-thal X v v
Homozygous B-thal 7ifl othal 1 $audhe v v v
B-thal / Hb E x v v
B-thal / Hb E 7151 O-thal 1 $aushe v v v
Hb E trait 139 Homozygous Hb E X X v
Hb E trait 38 Homozygous Hb E il Otthal 1 $audae v X v

X Liffaundess v danundes

&
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M1519% 5 N13UWaN150339 Hb typing uaz Ol-thalassemia 1 unldusziiiuanudsslunisiiyasilulsasdadide

wingunse 3 ¥iln (se)

Q-thal 1 trait X X X
EA Bart's Disease X X X
EF Bart's Disease X X v
Hb E trait
“ Hb H Disease X X X
P!
Homozygous | B-thal trait Visidiuazlaiil o-thal 1 Sasiae X x v
Hb E Homozygous B-thal weriiuaglsidl otthal 1 saudne X x v
B-thal / Hb E vafifluazlaiil oithal 1 $asae X X v
Hb E trait %39 Homozygous Hb E wanuaglaill o-thal 1 X X X
39998
Ol-thal 1 trait v X X
EA Bart's Disease v X X
EF Bart's Disease v X v
Hb E trait
. Hb H Disease v X X
%390
Homozygous B-thal trait X X v
Hb E B-thal trait il Qt-thal 1 $au¢e v X v
3
Homozygous [3-thal X X v
O-thal 1 :
dnydqy | Homozygous P-thal 91 Oi-thal 1 e v x v
B-thal / Hb E x x v
B-thal / Hb E i Oi-thal 1 $2éhe v x v
Hb E trait %38 Homozygous Hb E X X X
Hb E trait #3o Homozygous Hb E 71 Othal 1 Saude v X X

X lidaaundss v daudes

O
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M13199 6 Aulndvesmmsuazyiesdadidle vliainuleslulsewmalng

O-thalassemia 1 trait —-/aa B/B
EA Bart’s Disease /- B/ B
EF Bart’s Disease /- B/ B uaz B°/ BF
Hb H Disease /- B/P
- /-af B/B
B -thalassemia trait oo/ 0oL B/ PBuaz B/ P
Homozygous [3 -thalassemia oL oL/ OO B/ B uaz B/ B
aa/oa B°/p°
B -thalassemia/ Hb E oLoL/ OO B/ P
oaa/oa B°/p*
B -thal trait i OL-thal 1 e /o B/ B uaz /P
Homozygous [3 -thalassemia 71l /o B°/ B uez B/ P
O-thal 1 23628 a0 B/ B’
B -thal/ Hb E 711 Ot-thal 1 $2aidfae —-/aa B/ P
/o B°/BF
Hb E trait oaa/oa B/ B
Hb E trait 715 OL-thall $2aise —-/aa B/ B
Homozygous Hb E oaa/oa Br/ B
Homozygous Hb E 78 Ol-thall $1sie /o Bt/ B

IR
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A15197 7 vliansiman B-thalassemia luaulne

1. -28 (TAAA-TAGA)
2. -31 (GCAT-GCGT)
B+ Transcriptional mutations
3. -86 (CACCC-CACCG)
4. -87 (CACCC-CACAG)
5 [+1 (A-O) B* Cap site mutations
6. Init. Codon (ATG-AGG) [30 Initation condon mutations
7. | Codon 8/9 (+G)
8. [Codon 14/15 (+G)
9. | Codon 15 (-T)
10. | Codon 27/28 (+Q)
11. | Codon 41 Q) BO Frameshift mutations
12. | Codon 41/42 (-TTCT)
13. | Codon 71/72 (+T)
14. | Codon 71/72 (+A)
15. | Codon 95 (+A)
16. | Codon 123-125 (-ACCCCACQ)
17. | IVS1-1 (G-T) B°
18, |IVS1-1 (G-A) B°
19 |V15 (60 P (severe) RNA processing mutations
20. [ IVS2#654 (C-T) B+ (severe)
21. | Codon 19 (AAC-AGQ) B*(Hb Malay)
22. | Codon 26 (GAG-AAG) BHb E
23. | Codon 126 (GTG-GGG) B ﬁbb'\?eh;notii;i o Unstable Hb
26. | Codon 15 (TGG-TAG) BO Nonfunctional mRNA mutations
25. [ Codon 17 (AAG-TAG) (Nonsense mutations)

KD

OO@
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A151971 7 wianiseman B-thalassemia luaulve (so)

26. | Codon 26 (GAG-TAG)

BO Nonfunctional mRNA mutations
27. | Codon 35 (TAC-TAA) )

(Nonsense mutations)

28. | Codon 43 (GAG-TAG)
29. [ PolyA (AATAAA-AATAGA) B+ Polyadenylation mutation
30. | 105 bp deletion
31. | 619 bp deletion

BO
32. | 3485 bp deletion
33. |45 kb deletion Gene Deletions
34. |12.5 kb deletion (6B)° (mild
35. | Asian Indian inversion deletion 6p-thalassemia)

A 0 .

36. 101 kb deletion ("Y5P) (mitd

dp-thalassemia)

@0

DI

R e L W, O R S T, P N
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[ a 4 <

anauAaan (Prenatal Diagnosis) 91n51¥NeasgAusunnguislssnalng @

Y

wuUuRlun15n52931a

Y ¢ o o aa o a a I3 Aa = Yo a <, U N a
?Gli]l‘ljigﬁsiﬂ mmumammaammmﬂﬂmsummiﬂiumiﬂmmmmmmLaaﬂumﬂ‘mmLummmuimmaamm
%ﬁmuuﬁﬂ 3 viln lauA Hb Bart’s Hydrops Fetalis, Homozygous B—thatassemia e B—thalassemia/ Hb E

nsifiudaegnemafuieganmsnluasidifiensnaiteduneunaondosiiiunsiasgiumeatianutiung
Tnsawy Famsildiitefushedhedl 3 53 feil
1. msvfiusegnstuiiesn (Chorionic villus sampling) ilugiae8as3a 10-14 dUam 4 Sasndesiiaziin
NSUNUTZINSoBaE 1
2. MaawthA$ (Amniocentesis) Vilutsagnsss 16-18 &Unw fshsdesihsinnawinissinasdosas 0.5
oy Timsuudeunnwadud W hasduden duiliddymlunsudanals
3. Msiiumegradonvamsnluasss (Fetal Blood Sampling) nstanzidenveanisniunsssanalasie

lug9018A53a 18-22 dUasi AdnsndeenaziianisuisUssunasesay 1

nsuseg9anmsnluassddinsianiiesy JuRnismisdanseudusiiod1udenvemndninssnuas
ainSeulseinlagaziden

250191399
1. nsdidermidsdlunsidulsasidafidesiia Homozygous B-thalassemia way B-thalassemia/ Hb E
_fiusegaintudiesn nietnnt wieadonvewmnsnluassidinsieidaduanuiaunfvosiu
(DNA Based Analysis)
- Ausegadenvesmsnluassidilunsia Hb typing nMsulanaedednuazves chromatogram
finsaanu uazUsua Hb A

2. nsdifimnudedunsdulsasdadideviia Hb Bart’s Hydrops Fetalis

_fiusegaintudiesn nietnni wiedonvewmnsnluassidinsieideduauiaunfvosiu
(DNA Based Analysis)

- ifufegsdenvemsniuassiiilunsia Hb typing wagRiansanusuim Hb Bart’s winmsnidu
Hb Bart’s Hydrops Fetalis agnuus Hb Bart’s $osag 80-90 linu Hb F %3e Hb A tay F9qy
ArsannmisnluassaunAfinu Ho F iludulng

- msnsendudssnuigs Ingldrdudesauige awnsadamunsniidloniadsasenisiin
Hb Bart’s Hydrops Fetalis sausilasunadi 2 vesmssanssdnse 18 §Uaitull ssnudnuae
Hydropic Changes laun TPIRIRU et O ﬂnzﬁ’ﬂ,ﬁﬂml,azﬁ‘ifﬂmimLs‘faﬁmﬁﬂa i lutoaros
Binahasities snmnuarlng dmsumsitasenneiilalelinisin Fetal Cardio-thoracic Ratio
Inedalun1n Four-Chambers View 1% Transverse Diameter maﬂﬁﬂa&gﬂmiﬁ’smé’umu@uéﬂaw
Tneedsvastosen (Thorax) §131AN31 0.5 @wnsaviuemsniidvuinvesialalndy dedleq

Tugaa Mid-Trimester
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ad 2 nsdifianudsdlunisifulsasidadifivviin Homozygous B-thalassemia wag [-thalasseria/ Hb E

Couple at risk of
homozygous B—thalassemia
B—thalassemia/ Hb E disease

DNA-based analysis Hb typing-based analysis
(common mutation detected) (no common mutation detected)
Fetal tissue Cordocentesis (18-22 dUa1m)
GA 10-14 &UmA GA 16-18 dUavi GA 18-22 d@a Hb typing for Hb A **
Chorionic villous Amniocentesis Cordocentesis or Not detected Detected
sampling Amniocentesis (Hb A = 0-0.5%) (Hb A >0.8%)
DNA analysis* B -thalassernia major B-thal trait
or B—thal/Hb Eor or
homozygous Hb E not affected
RUBLAR

* DNA analysis : gene amplification, reverse dot blot hybridization

* TumsnunAagdian Hb A UszunuSeuay 4.89 + 1.47 (range 2.9 — 7.4)
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Awd 3 nsadanudsdlunisilulsasidadifeviin Ho Bart’s Hydrops Fetalis

Hb Bart’s hydrops fetalis

Couple at risk of

DNA-based analysis
(with known mutation)

Hb typing-based analysis

Fetal tissue

Serial ultrasound %n 2-4 Ui

Sufauwalasunan 2

GA 10-14
#&Uaa

GA 16-18
dUaa

GA >18 duauk

GA >18 dUa¥

Chorionic villous
sampling

Amniocentesis

Cordocentesis or
Amniocentesis

Cordocentesis

DNA analysis

Hb typing

NUYLAA :
* MCA-PSV fanAu 1.5 MoM

Sign of fetal anemia *

or hydropic changes **

Hb Bart’s > 80%, No Hb A, No Hb F

Hb Bart’s hydrops fetalis

** Cardiomegaly, pericardial effusion, pleural effusion, ascites, placentomegaly
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- AnthevergUie w3esia 11avaenusIYfiiegnnTY
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