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Abstract: Thalassemia is a hereditary blood disease and is the most common type of rare disease in China. Thalassemia
can be classified into a type, B type, delta-B type, and delta type, among which - and a-thalassemia are more common,
and all types of thalassemia have the pattern of autosomal recessive inheritance. Carrier screening, prevention, and control

for thalassemia can effectively reduce the incidence rate of thalassemia, and therefore, this expert consensus is formulated

with a focus on the methods and procedures for thalassemia carrier screening and related prevention and control strategies ,

o [ %71 B

in order to guide and standardize the clinical practice of clinicians and laboratory personnel.

[Journal of International Neurology and Neurosurgery, 2024, 51(5): 43-50]

Keywords: thalassemia; prevention and control; carrier screening; genetic counseling

i PREBT I, S48 R AR A AR, JE T I
CLER T I R LSRR B G, S 80 — P el LR R 2
JUCE B B/ BN BE A i, 50 B B 1B ) E AT AR A o
ST A A3 0 )R A — 2 38 A P 3 L IS
o3 AT Loy ok o Y B 70 5B AU & T 4 Fp s Y I
H L o BN B 2R b P A SR MR R L - RV B I N
B AR BRI, DR o BR R 1 IREE 9 2E 32 B0 43 5
AT AT, B0 3 Ry HBAT (OMIM*141800) F1 HBA2
(OMIM*141850) . B Hli i 3% 1l >y 55 Yo (oA i 1k 35t 4%
M B 2k 85 K BE AE BRI e B 550 A i G, S0 R IR ol
HBB(OMIM*141900)""2/,

b VRIS TR A UL TP R R UL 1)

EELWB : FEE A LTI (2021YFC1005305)
Y fm B #3:2024-03-12; 1€ 5] H #A:2024-09-07

JERIY S S R M e T A I A8 O A B L RS
A L ARIZIG B A S R, < b H VA 2 1t 85 2 O A
BB d £ R ALV il 4 R AL AE 2 B SCRik R 52 1T i 3k
Bl B AR T AN AR R T 56 T Hh T A I HE A
i 5 ) 0 A v TR AT TR A B AR N Y, B AETE  AOH
TEL IR A B U RN S 56 2 N B A I R S % o
1 RIITRZ

Hirp A I (L) T 2023 4E 9 A 20 H w5 T A g
R A 25 W R A5 6 AEB 1) K A 1 (B8 L 55 g H 51
Wk PEAFTR ST, MR T LAY 51 2017 AR A 2 1 K
FIRZ

F VT AR 0 b DX Ry i 2 M DX, DLV LT AR T

BISMEE 1 1 (1962—) , h g KW R Bepl 2 N BE, T A-, Bd2, E14E 0. Email :xiaobo_xy@126.com,

e 43 -

https://www.cnki.net



o [ %71 B

2024,51(5) oI

T i A M B 1L IR

http://www.jinn.org.cn

PSR TG M B IR R 4 4K 24.5% ;) AR HEL
HE AT M BE R BT RN 16.8% ILAL, Btk A1 AmA .
TLVE = M OS5 I 3 T A DX, 55
DL PR A T X R AR 2 1 iR R 5 e
Ao BRI, PR i b DX 5 v 0 3 1L 3 A i X
AAWGr o DRI Ay v e 23 IR A6 S £ 4 L EL A R
(AR B P L L AN TR i R X A B A7, i
SFEH S EE A SRR O B TR
2 HERIGKRERI

HRAE LI RERAE , b P 22 153 R R, Bl i A
i A4 b I X I (non - transfusion - dependent thalassemia,
NTDT) Al %y 1L 46 4 750 P ¥ %% 100 (transfusion - dependent
thalassemia, TDT), NTDT V. %Y i | 3 5 A 75 5 1M 49 49 740
A o PR NS R EY B R i E I HBC/B ML rh
T B I 5 A Z0% 5 L ) o3 AT Bk 2K B 0l £ 5K 1 H e
(hemoglobin H, HbH) 9% 52 1 558 i 20 26 1 B/ Mo it
B 5 e 2 ) B i 1 9% 53 PR A S i 2 78 HbH o | o 1) 74
S e R RN B o | AR g = W OV/ B S | R
TDT A5 FE AL B s Pl 5% L A B [ Y B 3t g 97
il ™ H HbE/@ # g 22 1

NTDT & & i 5 75 2~3 % 19 05 4 1 4 Hh 3045 R i
AR IFBWOGAL . H R RE 2 g T
1ML, MLZEEE 7K 70~ 100 /L. JEEYE PR Z2 Bl 2 IR FH 3
ARGy, T RE S B MR AR o AT DUAT IR (4
R B BEARAS URRAE | B0 K e e S O R E
DEUEE AT RE A T RS T B R SMNE B A
FEIE A WIFRAE . KEHURE W SRR A A7

TDT LA Y B Hb A ifE 72 1ML ( Cooley 51 ) AT, £ 8
H R 3~6 1 H NJFIG i BUEAR ORI . %)
JREIR T A TPV AL R G, QR WMERE R (&R RS A
PRE GRS 55 dn] Al BRI o B S S 1 T
R M R ST, 2 IET A ARAE , QT (4 1 B,
R RIL R, BB LIEFRE WS K. B TR
A BRI RE AR 278 A5 T I L 1% DU AR R
ISR Y R R AR, R B A KK E
Jo AR R Sk O R AR L T B
RT3 RPN e O RIS DA o IS I e
Vo AR . MR AT 4k e LT RE D HE , FE 1T 5 RS i 40
WD RS ) A R I R A Bt il A o

WA b B I AR A R B e T R AR 5 2
A EGTURIE L IRIR R, KR RELE L.
JHF I TR e R A, 55 | RS AR s B ) BB A2 45 ) BEAR 1
SR, B An.C )5 v BE LS BE S H A S S B
B AASE T O 77 0 08 D) B ff A Sy b O 2 0 R R SE T
1 R 2

https://www.cnki.net

3 DR
3.1 NTDTHIZHiik iR

OMANRRFI . AR . QFME MG /N
FRAG A RAE T I . R B AN s Pk X Il 21 8 (A 7
e DMEEETE X HhH i 2 Wik e . (OFE1 7 1l b i 22 i
FE AR OCAT I o A1, NTDT i 75 28 R 24 i 2k
1 240 JEL P L A A B R o £ R 1 R A S R 41 2
A S S MR IR 2501
3.2 TDTiHKkE

(1) R PR B o (2) i 2 A5 00 - COAR A it v i £1
HH<TO0 /L, /N M AR (0 2R R 97 0, 20 200 M P 24 A AR
(mean corpuscular volume, MCV ) <80 fL, £I. 41 g ~F- 44 IfiL £1.
£ 11 (mean corpuscular hemoglobin, MCH ) <28 pg, £T. 41l ifl
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Z P UL AFAE . X T B b g 2E 1M, MLPA AT UG
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GEAR AT LRI — 5 Sk 57 2R 1) SE PR 5 R AR S, AL ]
HHEER /N 14 DU S5, s A5 AR 5 2% 10 L PR 40 45
Mg s A F . MLPA REG% 76— U S2 56 v ] i)
e I 22 A5 PR 7 o83 ) 4 DL, LA 3 R IR0 L i e
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A B A T 45 Fh ISR 0 3 PR s 2 75 AR HC A 5 DL
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RDB A4 JFU UG — 281 © 1 1R S PR SEAZ T AR PR T
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GBI SR UL o F B BR R LRI A . Ao P
WA o oo™ 5, B M ST I 1VS-1-110.,
CD41/42 .CD17 F-28% . RDB SR AREE M 20, 5 T
EAE , RENSFE— YR SE G R ISP RG I 224 B RN 28 AR 6 45, 3
Al RS2 52  FUN FH o H RDBAKH T~ B 1Y 28738 51
BEHRED, BRI T H R e kAR e g e s Y 5848, G
PR R R HI A 2EAE . TR, 22 R A A 2
BONE WL 2R AR, RDB A RE 2 TG -

PMCA J&—FpFEF PCR 4" 44 A1 XUE DNA fifp i 3 119
Sy FREMELA )2 0 AL ) S A H
SR LG Y kL (41 SYBR Green) 5 PCR 4 38 72 4y vh iy
WEE DNA 254, 4 PCR UV S5 WG , R %A FHE , WE
DNA B W il 55 Bl . S YRHE DNA FfRsik iy i 5, 5
AT S N %, AR A DNA P81 HAT AR [R] Bk fie
TR (Tm (B , PR 282458 25 2028 DNA 19 B 5 B X AR RS
P, I TS SO [+ ) 0 i ol 2 o 0 o A O 45 A 0L i 22
S, Al DU A3 B A e A BRI R AF RUBEAS . PMCA BER
T TR 0 s SR R SR IR LE BB A2 5% ) DNA XU
IR G (287 . PMCA AT RIASIN B M rp ik 73 1l P
UL B HBB LR 5 2848 40 IVS-1-110 . CD41/42 IVS-1-1
CDI17% o T o Mg %l , PMCA t 58 T4 o BR
B R A A B O B ZEAE U o M PR AR I AP o L B
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Aor ) R AR, JCICAE X 53 2 5 AU R 9 78 HURE A B 26
0, PMCA R B¢ T OB T X 8 i 58 28 A0 s/ 1 i o
PMCA {XBEAI C HIAY 5 578, T A oA MY s8I0
MIGAZ o WA W TAFTE 2 AR YAEAS I i it 2 &2
ZRVERG N, LABOHE DLER X325 R AL . I, 2%
PR [ B AEAE RS, PMCA Ffif B ] R 7815 PRIAE

Sanger il 7 (4 L7 Ji7 U LT DNA R4 B 2 il Bl
DNA  Efdf 1] 7 Rp 3k 1 B S8R =R AR e 26 1k I
To SRJE XL R B B A0 UK HET T 00 B AR SO0
PRICKTINA 1F 07 E, TR UL DNA B BREE P81 . X
T8 S X BT A R B ) AR i B R A 20 A, A AT A 3 H AR
DNA FBEAY5E 75 . Sanger 75 AR BENS B 152 B,
R4 PR Py 91, PRI A 3 B T T ARG AL 5 o 1 B 3
HREE B ILAE N A5 28 RS N BU AR LA KGR
IR AR AE S o Sanger I T AE % 72 58 FE 52 DNA 7
F, BLAT W e A A 1, 3o (e L s Ay 6 ARG I 7
SRR bRE, BX TR BB 5L 5 577, Sanger
P 14 SRR AT, TEVEA AR o A B G o 3 e AG
HR , Sanger ¥ AL i, LIRS %, 75 SR B e ]
FEINe PRI, AN B RS T A R 2 30 e 1) S A

NGS & —Fl 5 38 & DNA WP HA % H AR B br
DCIRARAE il SR AR HEATHE o) ' G SO Y K
A B2 oA R BE R Y r 92 . [EI SR 2 8
PCREARY S ELR W 2K ¥4, 45 G HE A5 B 2e i, e
A R 0 LR R RN S5 R 28 57 NGS RERS AN o b H 1A 3%
AT B i IR I ) 22 A RS SR f 4 R 98 R B
BRI A ARG GEAL B AR R M WA . NGS
A 6% — U 43 B DAk PR 71 DX, 7 b i 2 1
G3FiZWrrh ] LA [a] i R 22 A HE DAL, AR B i 1A T Ak
o NGS SV [A) I %k 22 H R AT 747 430 B, 3%t T4 i
MBI P A 2R i SR AR R R KR A AR AR A A L R
i A T BT 22 AH DGR DR B RIS IX . FROK NGS Y LY

=]
7E

J7 AR Bt o A AR 20 32 R, (R 1R £ i) A B8 o
BB 2 AT 5 8, Al NGS 7= A K s, ol i 2
e BORG AW B2 T B AR A R, ot
LI X 5 A8 8 52 2 ik PR o %) A R P A

SMRT REfE7E IO 91 (916 0 B0 T 54~ DNA
O3 F AR K S FE B R 445 B SMRTER 1 figks:
D42 PR R B 2878 R R BRI R RN 42, IR REAS P 16 3
PRI 20 5 e P 23 A, [ I PR B3R FTC ™ 38 fi e A9 55 1L
A w0 AR I P B R 2 5 DR 8 Ay N AR A1) A
5, U o BR R L DR R A R S5 R A8 5 HK o, ™™ B2
ARSI IR, SMRT LK K TEd 1 i
R R =R R AR A5 R 3 A R 0 b v i 2 i A2
J 1 S TR 5 R A8 SRRl Bt Ok A [ R, RE A 9k #ME 42
D752 AR AE 2 45 K RN EE A2 PR A T R . BRI
% e ) LA RN A 2% B RS Ak PR ) T A KRR I AR T
AT Z I
4.2.4 5 F% HENEGRZ —FREE AR SE T XU
X 4 B M O Bl AR B TS PR RS BRI T T
K H 31454 B M i 7% 1 AR 3 A AH , i 2 [l B A
G BOT- 25 b AT T IR . U T — AN i Wi
AN F . FIFHFF A EIEEE (2 516 61)) 1 Z 75 & Cox M1/
BLRY (Y B R BOH g b b g 2% i [ PR S O S R &
(Thalassemia International Prognostic Scoring System,
TIPSS) 1A,

TIPSS PEA3 2320 exp (1.4%C S +0.9% 95 +0.9x
PRAG+0.9x L I 41 +0.6X 25 TN % S JifF =42 TU/L+0.6X IflL 2175
<9 o/dL+0.4X I8k & =1 850 ng/mL) . TIPSS /31y
R EEE A « <2.0 0 F R IR AU , 2.0~<5.0 40 R
KBS, 25.0 43 227 o AU o 7F B DEZ50H0: 48 v, TIPSS 343
JEFET 45 R ) R A 0 B - (AUC: 0.722,95%C1: 0.641~
0.804) , 3 Fft JRURG: 28 5] f 5 1 AR A7 22 57 35 (P< 0.001)
4.2.5 JFEEReE TiiARRE LI 2,

L A
R K 1 LR M IX 2 — (R AT A5 [ DB e s T AR
PO S AR b INARRPEST i B ENGS NN TN
AE AR AE M) AR AR 2T
SR S AT A8 2 1t A [ECIN 1 4
s CBC WEILTANNL iR o Bk FE kiR
AN N 1L S P A i ] TR EE R 1, 208 LK
BRI ST BRERHE U

IR 1l (MCV<80) | IE & /TF gk

LT3 APk (Hb A2 A1 HBF 3 in sk

EH)
B2 iR SRR BT RS I

FEDIAUESE o B ERER 1 HE I 57

TR BT

AT I (M P
PR L S

YNNI N
CBC=%> s 2, i 3+ 2 ; MC V=241 20 i, -F- 3 4R A2 ; HbA2=sn 21 55 & A2 ; HbF=6 )L 214
2 R
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4.3 ZgpE™ HES AR, Dy 3t RS I AR E S AR YT B
4.3.1 AB I WP H bR AR S A AERESE AP B, JFA5 45 21 Mk PR R A4 2 S B X Y

R AT AR R AR DR A, IR A 2 ) 2R AT S
R Ar o % Jy T RT EAT B R DR gt A% O SR A T A
I 3R e B M 10 gt A KU o R LA LA O X
1.

AL N T O R P A M SR A R 2
BB AE ), A5 B AT T A B R R 38t 15 IXURS: B ] i
14 T 85 1 it

P51 0 A < 7 b P I 2R 000 5 & M X, SR P B A

A B LRS 222 MMCA'™' | ddPCR 45 | R 17 #5472 fifi
A, T HIE YR B R A () 1 X i, A5 B U0
AE R . Hob LRS R Y RT o A R 28 T A R
SR R D5 VR I R A o B R DU S B 4 K, LRS T R
e 245 1R — Tl R ASE b, v v 2 485 7 A O A 1Y 25
HE>.
4.3.2 ZZBiE RPN EERE PRI 5
/e o 7 R b VA A AL R L TR AR T A
PEF=RTIZ W, 22 I A0 R I 7= T2 W, TE A7 1T DNA K
I Z I B A A . R B AR LR 2Rk T,

FERTIZ I 6T O A R I AR T T2
Wi, SR G LEE RIS WT R P RG 2r, DL 6 25 0 4 BT v
T R AR AT RGN, AR 2 i LS 75 A b i Y
Mo BT A BR, 27K 22 T AR 7Y BE 06 v B X 40 1E X
HE 5 i HP V2T R

FEHE T I X6 T 7 RIS Wk T A i 2 i ALY
Zi 4 R SRR A PRI, DA R F R R LAY AR R
XA B R SR At 2 g
4.3.3 =R CHBEEN B ol sk
TERILA WG W R R A Lo A . MRIERZE A
T 0 HEAT I 4 05 100 B ast A% 25 0 SR IBOAR [R] B8 7 48, i
F) A B R A B i T i R KR
(26 5 AL B AHE B8 s AR 06 i . R ELE A DAL
7 T SR

LI AE 2 WA R A < X6 T 78 0 25 o RS
A b & B SR A3 rFRE SR I R L, B EAT I 2 W, LU
R FHRATY . fed WY I 08 R B O /b A (al)
B T AAE (69.8%) JHZE £ (67.6%) Fl4i A= 2 D /K- 5+
H(67.6%)7"  FEVEAL BB AR AR S T E
P, HATAE R 3K 93.1% , FoR 2 AT h fE A A, Al RN
82.3% SR, %F T A I 2 4 i IFAl W) S A5 AN 08 52 45
XA 25% WY B FAERG AT P T T ZFF KR PEAG

ARG TE RN X T2 WA M R 2R i A B
Jora s v 7R B A R A BB DT ) PR Y
BRI T AR S T, IR ST AL o0 2 fgkt B AN %
TR AR AT RS . AT B iR

https://www.cnki.net

PR R R E A SOR

CARES NS VI L AR5 |07 B s L TN
THRFRAE A BBV L R R S R O B
R MRS YT R BE AL S B
b G, 7 X R ) A

IR E AT R T BE N EEE RS R E A
TP PURMEE S, I R AE R & E . i 2R IRIE
IR 203t K Hi v 0 37 0 13, 12 55 2 ARk b v ¥ 3 i 174
TAHURT B i, 5 3 DG T R0 SR b v v 20 B A A
panici

PEHEEE =R AE G B RO, S m i ST 2
FEKF o Ban i BB JLRE AR 8t AL i U 4y A
[) 2 15 b v 0 B 100 ) B 4% 1A o

S EMIFRIET , T & B BT 5 48 BTG b g A I
T J S b AN RO 5T, Sk Bl 45 TAE SR AR 22 R P8 F B AR
TR, 1T AR AR SRR A RUIR YT R . IRIRTT
Jrk R —ELAER N, 5 & 304F A L, H T A
I, 90% LA I B £ 78 3 il T 40 AR RS M5 RERS A7 15 , TR
AP R A 80% >, FEFRIIRYT @ & s, LI TDT M
H AT AIERA YT vk b A2 45 (A ZE AT SR BRIR YT R,
S ATPRAG , AT R B R S RE R 3R 25

B PR GV 53800 B S 5 B B b i 38 00 B 4 T
1B, =B AL, 5|k Se kB AR R ¥k 3l 4 Rt
L RN (NE s A0, 3

BUORAB St &2 5 48 S BUM AL 2 4 B0
T B AL B 4 T AR () F RN SR i R S SR 114 1 A
St A AT 2 IR A A B B ROR T . AE R E DA
FEERTTHREN T, )7 P6 T 20104 f5 3h 1 () 74 b H i 22 1M B
IR , 2018 4 2l 1 (B b b i 22 i LR A i
RISCH 58 ) o X 2 rp e 5 40 07 BURF 5§ 00 BOR i rp
VAR L 14 TS AN T A TR AT T AL T R

FE ST S S 11 1 v VA B I AR A AN B R B ik
AL NGB by rP I % A DG | S RHE LI PR R4S PR B 4L
CEWAD-& . SO 57 = S Kok | /3| R A S s A S 1
B4 TAER A

RVERRIRARE : XL (G DA AR N ERER A
TR (1% 1t o Vi 3 AR 50 ) T e 1 9 4 S s R i, 42
5 NG

ARSC G T MR LR T 2% A T A R R
W JRYT B A RO R R 0 = B A O 4
T HAAHEBCME W, . SR, B B I & J RIS 1 T
A Hi BRI B A T AR A R R R N S . Aok, 3R
AT I0T 2R3 ek AN TR b 7 42 SR s RN B R T B, 4 v b v it

e 48 -



o [ %71 B

2024,51(5) oI

T i A M B 1L IR

http://www.jinn.org.cn

T A B P8ORS A5 S A A AR AL =2 HfE sl st
MBI TAERI L

MEFRFER:FFARARRAFARALEA B

*E

PEAN  FHEL(AFTERRFHFTER) . ZE0H
& KA AR IR

FRMRN (Bt R L BEEHFHR)

EFF(PLURFWESLER)., N2 E(L b A3
KERAFEFEWERFER) YXRKR(BAELE
) X (PAXRFHEERIBER) . FAR (A5 E
HRXFhFER) SHA(FToARXFRBEER) HREAR
MEMRKSZE—WBEER) EM(WNKFETER),
WH(TERKRFE ZER) . FHL(Ar EFRFS
FER) FH(PHARXRFRIEER) T8 (L PHAKXET
RAEFERENRER) FHM(PHARFREE
) REEA(PHRE) X E (W BARER). 3 2R
(P RFEMEER) AN (FPHRFHEER) LA
H(r@aRFHEER) P RL(LEXFRELLE
) ETF(HAERER) . FE(MNKFLGE —E
) EaM(FRKRFE—ER) RERCHH AR
) BEHa B Ry Ren) Aa(hy ERAKFE).
FHRPHEINEFER) ERGHIKFEFHEHES —
ER) EXRR(ZMKXFHER) HER(THAXFERIE
ER) GR(PEEFHZRLTDAER) (KL
EERER) BRE(PLXERES —ER) . TAT(#H
REZER) KRS(PEHEARFWREETER) KA
(T BEARERL) AR (i T da iR e ) (4R 4R
(REEFKXKEREDFER),

2 % x W

(1] ARE S B 5 o 2o it A o e PRS2 BR A e 5 4
ool TPV B UL B4 I RS2 B AR R (D). R AR R AR S AR
2020, 37(3): 235-242.

(2] AR R S PR ARG 2 o 23 oA i I R 52 e
B~ 4 v BT AL A G R S Bk AR EE ()], AR EE A
2020, 37(3): 243-251.

[3] SHI XM, LIU H, ZHAN SY, et al. Rare diseases in China:

HE

(e I

(=

£ OF
L\

&

analysis of 2014-2015 hospitalization summary reports for 281
rare diseases from 96 tertiary hospitals[J]. Orphanet J Rare Dis,
2019, 14(1): 160.

[4] WANG WD, HU F, ZHOU DH, et al. Thalassaemia in ChinalJ].
Blood Rev, 2023, 60: 101074.

(5]  APAEBRE0 MEIT L0 AT 2 4. I A48 720 b
T M2 T 5 IRYT T E L A3 (2018 FE O], e
WiF AR, 2018, 39(9): 705-708.

(6]  rPAREE =0 M AT S L0 AN MGG (BX ) =20 . v i il

« 49 -

https://www.cnki.net

[9]

[10]

[11]

[12]

[13]

[14]

[15]

[16]

[17]

[18]

[19]

[20]

[21]

WAL B Mo I M Wi 5 R ITFE R (2022 4R RO )], e
I A4, 2022, 43(11): 889-896.

BRANCALEONI V, DI PIERRO E, MOTTA 1, et al. Laboratory
diagnosis of thalassemialJ]. Int J Lab Hematol, 2016, 38 Suppl
1: 32-40.

ADLY AA, ISMAIL EA. Management of children with B -
thalassemia intermedia: overview, recent advances, and
treatment challenges[J]. J Pediatr Hematol Oncol, 2018, 40(4):
253-268.

MENSAH C, SHETH 8. Optimal strategies for carrier screening
and prenatal diagnosis of a- and (-thalassemialJ]. Hematology
Am Soc Hematol Educ Program, 2021, 2021(1): 607-613.
WSETE A me  MAR(E, 5. MRS TR IRE 4 R0 UL ot
T 00 AL PR UL 2 % AR 2022, 35(4): 283
-286.

FEASHE, EHK, £ITH A5 BRE A HOA2 A0 HOF X T i 45
BRI i 2R SR RN ED]. TR B
2pRik, 2022, 39(1): 16-20.

SALMAN KHAN M, ULLAH A, KHAN KN, et al. Deep
learning assisted automated assessment of thalassaemia from
haemoglobin electrophoresis images[J]. Diagnostics (Basel),
2022, 12(10): 2405.

VIPRAKASIT V, AJLAN A, AYDINOK Y, et al. MRI for the
diagnosis of cardiac and liver iron overload in patients with
transfusion - dependent thalassemia: an algorithm to guide
clinical use when availability is limited[J]. Am J Hematol, 2018,
93(6): E135-E137.

VIPRAKASIT V, EKWATTANAKIT S. Clinical classification,
screening and diagnosis for thalassemialJ]. Hematol Oncol Clin
North Am, 2018, 32(2): 193-211.

ALIYEVA G, ASADOV C, MAMMADOVA T, et al
Thalassemia in the laboratory: pearls, pitfalls, and promises|J].
Clin Chem Lab Med, 2018, 57(2): 165-174.

XIONG F, HUANG QY, CHEN XY, et al. A melting curve
analysis: based PCR assay for one - step genotyping of B -
thalassemia mutations a multicenter validation[J]. J Mol Diagn,
2011, 13(4): 427-435.

SHANG X, PENG ZY, YE YH, et al. Rapid targeted next -
generation sequencing platform for molecular screening and
clinical genotyping in subjects with hemoglobinopathies[J].
EBioMedicine, 2017, 23: 150-159.

LIANG QW, GU WQ, CHEN P, et al. A more universal
approach to comprehensive analysis of thalassemia alleles
(CATSA)J]. J Mol Diagn, 2021, 23(9): 1195-1204.

VITRANO A, MUSALLAM KM, MELONI A, et al. Development
of a thalassemia international prognostic scoring system (TIPSS)
[J]. Blood Cells Mol Dis, 2023, 99: 102710.

AR BR[O 2 TR 2 I R e R
41, PR BT IMATE O A B L ST R AR T R A 2
&, 2020, 23(9): 577-584.

TOLEDO DM, LAFFERTY KA. Clinical perspective on use of



2024,51(5)

Horb g3

T i A M B 1L IR

http://www.jinn.org.cn

[22]

(23]

[24]

[25]

[26]

o [ %71 B

long - read sequencing in prenatal diagnosis of thalassemialJ].
Clin Chem, 2023, 69(3): 211-212.

LIANG QW, HE J, L1 Q, et al. Evaluating the clinical utility of a
long-read sequencing-based approach in prenatal diagnosis of
thalassemia[J]. Clin Chem, 2023, 69(3): 239-250.

TANG XW, JIANG F, LI ], et al. Application of real-time PCR-
based multicolor melting curve with automatic analysis system
in pregestational and prenatal thalassemia diagnoses[J]. Ann
Hum Genet, 2023, 87(6): 316-325.

SUWANNAKHON N, HEMVUTHIPHAN J, PANGESON T, et
al. Non - invasive prenatal screening & diagnosis of B -
thalassaemia in an affected foetus|J]. Indian ] Med Res, 2023,
157(5): 447-452.

XU LP, MAO AP, LIU H, et al. Long-Molecule sequencing: a
new approach for identification of clinically significant DNA
variants in «-thalassemia and { -thalassemia carriers[J]. J Mol
Diagn, 2020, 22(8): 1087-1095.

BURE  RFG BRIeht, 55 . A i 2 G LK 0 2 IR B

https://www.cnki.net

[27]

(28]

[29]

[30]

- 50 -

I, PRI 255K, 2020, 43(3): 154-165.
EKWATTANAKIT S, HANTAWEEPANT C, KHUHAPINANT
A, et al. An urgent need for improving thalassemia care due to
the wide gap in current real -life practice and clinical practice
guidelines|J]. Sci Rep, 2021, 11(1): 13283.

BONGAY L, KYNOCH K. Improving care for thalassemia
patients in line with best practice standards at a tertiary referral
cancer care center|J]. JBI Evid Implement, 2022, 20(2): 128
-133.

ANGELUCCI E, MATTHES -MARTIN S, BARONCIANI D, et
al. Hematopoietic stem cell transplantation in thalassemia major
sickle cell disease: indications

and and management

recommendations from an international

Haematologica, 2014, 99(5): 811-820.
BARONCIANI D, CASALE M, DE FRANCESCHI L, et al.

expert panellJ].

Selecting B -thalassemia patients for gene therapy: a decision -
making algorithm[J]. Hemasphere, 2021, 5(5): e555.
SRS SRR



