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Mo FT 1M (Thalassemia) & —2H ML 41 85 & BB g 5|
AR, S No-FIp-H AR M B R, HiAT
XA R FH R R AR R M R [E p X 12,
RIB-H S LR AR 20 B, WETE 3~6 M AJE
HELHEAT M 22 1M, RS2 RVEIRTT R B, 2 HeTE
5~10 2 B i) PR GL i e o D) R 3 v T G T2 BT ALY A I I & 25
BRIRIT BAR K B AR, (H S B ITRIT A 245 B R
SR H I 450 5 FR AP S H 4,

T IR PR RIS FEARCR, I TOREIRER B4 4 B R 4K
SR 0L ) B PR S AN S50 i I st e b £ R DR A 1L 5
IS B, R ORE . IR R N il RS, X
M B AR TR P S AR AR L IR AORET . (B ST LI
PREZEIERS) AT, SR X BISTTIR A . ZAnTis b K
W, SR PR E B ) A 2 ) SRR it

S &8 W R b R B AL 4 PR DGR T I PR AT Il
(0 N I S = U a2 A 1 P LB 2 L b [ 3P s
SERREE. TG IR 2 R A I I A I 21 2 1 H bk O
BHE, BIAEREMERESEFIE, Hi2WEeFamE)E
PR o Q01— U oF i 85 i N bt v 5 100485 7 3 28 (RO 90 4
RN, SR a- M MR ERIA 23.4%. MAEA
FL KON o- 1L R 2E A RS RN 79.8%, A B-H g 7R
e IR 2N 10.5%0), X ERE DA T E T BOCIEH
JSEAFUECWIIEIR T K. BB FEMFEARKE, Bk
CRC I L AIS I SbniE” , BERERE MR IR SR AR,

WA T E TR A S, A BRI,

AL R Gh B P BT L SR IR S S W e, E AT
i 5 o TR A B B AR, PR RS IS W SR g
RN R L P A s Pk, I PR SR S A IS WA . 4R T
BRI, B A S L RS A R s A B
2 fEGE SRR E B A K R
2.1 M3 H K AL 40 AE b 23 HT

M FAE (CBC) ML M) — & F B, IMi4L
HEA (Hb) . Z4I-F@s (MCV) | SFMmaE &
(MCH) A A% O Fa AR o I A Hh b i 2T 1l A 3 22 5
NGRR T T, MCV<<80fL. MCH<\27pgl®, If41 & [k
STt 7 17 7 R PR A PTG o AT IV ARt T 1T P 2T 40 A
FARVMEE A S e, B-Hb b 2T 1ML B35 £ HbA2 7K Tt
B (>3.5%) , o-MhREER B A HbA2 /KT 24 fFIEH,
FEPRRFE 5 FAARHE PR R AR J R B He o2,

ML R i 28 LA R A A [ A R R o 5 R BRI 2T
M (IDA) Fh#THEH4, H MCV. MCH /K Fn] 5 84l IDA
BEWIRES, HEHCHGE R RIS, 2090 5547 56 5L
(RDW) 7EAN[AI AU 27 1 88 rp i m] R BAE (LI 3, a2 T
AERRPEDLST, PR, L AT g g 2 A iR LR,
e ML E K BRARHR I & 43 A B 2 i, $20H2
WOk T
22 MARHBKERBBMHEEE (HPLC)

ML 4T 2 {1 FR ORS00 €3 (HPLC) 2 by 34 3 1 43
RS W BB R o LT 2R A PR IR FEAN [F] I 21 2 1 1) F ey 22
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SEIHL B, HPLC ML HOHT (8 HoR 52 R 21 88 1052
PESSERAT, T S S, (EH i
L5 B R T SR R0,

(-t S L SIS Bl UK T B B DA
AEPES S, P-Ha I % I HDA2 KFFH#, HOF AFT
AEFFIER ST, RIS S RERERG 50 LK, P
PLIBFI HOF /KT A B85, A5 4 10 HOF KPS A
FERGIE, 58 HPLC 000505 W10 0 12 T
A

WU T B A4 — 52 ORI, HPLC Aol 5y
4T A SRS R A, FIRGE RAE, 1T HOH,
HbBart's A1, F T ML408 L RAFAESETAS I, ikl
HPLC KIS AT A IR 22, Kt T T 2 FL R
T BIEAT ol 470,

MIGER 16710 UL 28 11k b5 HPLC J by
AR EHEER S, (L A S AR 2 5 R 71
BT IR, 76 B USR5 4 T
SR RIFIRL 40T -

2.3 BRI AT

AR U AFI K T A I 27 5 5 ) 55
BT B, B0 bR L 8K L3 BB 1 A4 45 ) (TIBC)
JRIARE o K 0 PR S 01 2 B DL A7 1,
SY BRSBTS BRRZ IR (IDA) , LRV
IOV L2 OB SR 50

FEIHRA LIk, Bl IDA 23 B ML B
BeE FIVEIR . TIBC T ABESEA LR H i 20 L1825
BRI B LB R R S E I
WHHEMP, I I R gl 2RI L BT
BRI T TIBC FEMIRUMA. 236 Bk Z o M i 22
Mo, SR LA PR, ST PRk 1 T e
B EREE MR IE, A5 %129 4.4 IDAUM, Lin %
(2024) WOBFGCRAESS, Hoofib o0 LA % 0 JC A0S i 2
BEBR RIS, SEOGIR BN, BB 1t 7T e
ISR BRI, HE— B IR IUER, L i
R IR AR R T B et

FEIFRSCBR T, R SRR A 46 LA . 2T
B R SR R, LRI KRR
%, ROURY B DA S HFBEHAR, il M
BT TRMEESE, LT 15 .

3 A TRMBARKK KR
3.0 BH AR AR BL

6 52 R BB A A BLAR BE 375 TR0 3 7 2

SHAOTEIE T AR, SIS H ST I A ERORS  f

HAETEM . H AP A5 ARSI AR 45 56 A i
B (PCR) . R[#Z3C (RDB)  FH#FH AT RS- KA H
iR, (ARMS-PCR) FIZ#EF (Sanger Sequencing) 5.

PCR H AT AR i R AU S5 e, 7 DR S A8 ) o 2
IR, AHGEY #e-BRER 5N (HBAI/HBA2) FlB-BRER 15
K (HBB) ) H b B, SEHLG H ARIER 1 o e, 1)
MAAE (RDB) 5B & 5 LIRS S R ET 45 S 1 =4,
BE [ ARG 00 22 P s LA, B v R DX 485 5 7 A 1105 FH
R4, ARMS-PCR il i B¢ v 12 51 9 S 0 SR A% 1 IR A% 5
(SNV) HREHERTIN, HAEFiE HRABAL, EEHEERE
TF R BRI SRAR KM 22 SR W74 Sy 5 R ARG W 1) 4
#E>, AT EFELE DNA 75, IREGEFNR B AER, 8
I AR Y 58 WUR A T BRI
32 EERNFEAR (NGS) 7EHh ¥ iz i+ i R

BRI T (NGS) FARBAL R 7 512 Wi PR T 4
WERAT, ZRAREIEIEATI R SEEE AT, AT PO RO = A
LG R, (RS RAZ R & B E RS . fEAiE T
LI, NGS A AE F A I 22 AN AH DGR, 38 AT 1R 53 2% 5%
DRI 5% LA R s 20 b v g 7 1 5 (R SR AR 27

NGS 75 b AT L2 W7 R R S %0t (i A IILLE 27 L5
A 5 R B R AR R AL P24 b, @ 2 A b AT AR G
B DR J ORI e, W] AT 43 A R R R 4, 1R HE--THALL
--SEA/0CD30(-GAG) a5 1% G 1 AR ME LLEAZ (13 4111231, 9
AL G5 A TR TSR GRS . Nuinoon 25 (2022) i@
it NGS 73 #ri& KB, PO-thalassemia/Hb E H# 1 ¥i)5 5 HBB
BN A 87 X AR S B DI O, X — R I Tl jE WAl B gt T
FISER S T AR B,

SR, NGS (I RHE A7 E 1 2 LSBT, oA 2w L,
FEAH 4 IR 4t (40 DNA sl SCEME) S5EdREmM
MAEYE BRI (FEBE RS I & 805 , R
THASZ I =1 KNP K52 E, RE NGS &
ARFFGE AR, (BB T AR GRN 7%, HATHRA, b T80
K, A PR AR IR RTINS B S ] R, 2
NGS 7 b 385 23 (1112 W7 82 A A A e 1) 1) R
3.3 #F PCR RHEMFTNY FHAR

#7 PCR (dPCR) RIEFENEH A FRMEAR, A
RGE S WER T ERE ), JUIOE TSI I 5 7= B2
Ysto GHABIDEREA S BN K ERHN RN HIT, FEFAE
JCHSL5E R PCR SN, AT SIS A AR 1R RS A U 23],
TE b T IR0 A 5 52 A AR A TR R I R

CRISPR S K43 E AR M H I, o HE DR 5748 (Al 5 94
JYHROHE T AR T ), BT SR R S RS, RSB
5T FE R G [ 52 17 5 1B 20, Sy by el 28 M 5 384 MR 1 ¥
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JTIFRE T HT %42 . H AT CRISPR $A Bl AR B FH AT AL T 4R ZE Y PEARERTS, FIRMEHNE N SRREEE . RN EFRASE

B, (BRI 5187 T R A IR

IFMHER IR, BER T T 2 B A M ) A M
e, AT IR R SZE T 20l AN Idax S AR ik
JABAEAEAS/ DS, bl dPCR W AR, PR T FAr 3t
JEEEFT NI IS B s CRISPR HiA 1 BLAE 508 . A 2 4k K
A HR 0] AT T i — P IRAIE . AR SRBEE B AARUE L HE S 5 A2
HARAL, X ARG E BRI s —iRyT —
PRl AAR Z 1 2R B R 4
4 RO LW SRS KGR Bk
4.1 EGHES S FRINEERE R

ML GRS 50 FRNMEE S EiR R, &2
RE S AR Bt , Hi OB MR . K
Wie”. diahEmMARRXFIERERAR, "R H =8N
BAERM, WAR I, fER XA Z2AT. FERTA
FEIT FR AR HUR I, DL MCV<80fL HI/88 MCH<27pg 1E kA
BE, —IFEMEEE AN RN, B T A EA
FLYK B HPLC A, BHAfILLL 8 AP RS L As), f045 HbA2. HbF
FRH MR AN BN, ZHIf IR s s A E
F, BANZHESH B, MRIE Ik R IR R,
W LA TR ) ARMS-PCR B % 7] 52452 (RDB) , N,
A e B e R AL E % 4% NGS B dPCRB,

HeAh, G SR 1Y) St I 7R A Al H X 5 N FE AN AL
TR, b IR TT I PR T I8 AR AR TE A () b 343 [X 3R N 38 o A
TEREZR, LWRERR AT, b E R
Bo-MFTLA--SEA KA E, A FRIAR G E iR 7
. RAZESE HOE KX, HIKANFF & s iR HbE 4671,
[T 64 HBB L HAG I, £ A by 7 B2 I8 5 N AE 1
SEEIC I IR A SRS, REIRTHIR A M SR T SRR, i3t
Bt iR S A TAT I T &

4.2 15 AR BLF A B AR RS R BE iR

TES TR SRR S, AR 5 S hil AN HdE
SR AR H MR, Har, RES TRMBARRIKREN
M A I RS R AL T BRI AR, (BTSN 2 AT
B, SIS FRIARHEA —E, SEE R
BefEvE . WAL, BRI RS 2, T RERZ I
PRGSO HERR RS, PRI, 3837 45— AR I o vEE AR R 2 425 ) R
B, BRI 45 SR P S — B, SR AEEh AR I PR
ES

MACE RIS, FEFERI &AM M RES
R S ) R R AR TR A, TR AR D A oy B
B RRAR G FTER, IO R AR 0 SV R 8 5 X

PF YUY B 2 S T S B T, AR R 43 TR O
T B, VR B X o] s £ P 3R I S 1
W AR 2%, A 24T A A AR R PR A B O 1) R

4.3 KKK REH SHITH

Rk, BT N LH R AR EE M2 Wil B R R AR 7T
ML FT 2 7 b 0 T e R LS 2 S SR T 2 2 F B
DAZELB0H, T L SE B UORT A, B w7 E F v B A
M. BEAh, N T SR TT DU i 5 2 4 2 (e 2
AR SREERIIGS R, om0 B S WORS FERR (b
(RIRLA2, X — T [FPRHEEE AMEALBET I R R, ISk g
% 5 5 ) e SR RS HERI2 T T &

e R AR S EBRFR S, S HESNH AR S W AR
P A EER L, BOEY. 5T A DA
WEFRITRAME, TILRE MRS HA, LRI E L0
Podlo RN B 1 BB AL T A A B T4 /N X (12 17 2 57
P ETRBRAT B . MIGIR KBRS RE, BETELH
BT AHERE, TEBARCIH . B 2R A 1F 5 E BRARME R P A
SHE, UASTHUE R RSB IS A EL
5 BgE5RE

B LMEGIRE IR 4 TR BAREAY
PR ARK R, B R AL W OB L%
M MR vk B MR KA SR T B, s
EHEAIRS, 2 i R X R MBI 2 (R0 T B, BNTERR
W FRA RSB IS W b e E G R . PCR.
NGS. dPCR %43 TR NE A M AR G, AT SCHLRE P 5845 (1)
FEIRA, B ERTHAWI R B SR R, NIRRHL . &
HE ) B RS TR AL S0 o 4 M 5 7 S W SR PR s X
TR A X MRS MR, BET T2 I R RE 15 A R
SERE T AN R X R 7 B R AT, b BRE v I 4 1) O B g
.

SRT, G RMS A AT 2 LSRR, R LT
T MR HEAFR BEAS AL« WA A iy, 20 T AR 3R 2 15 2
FOFT_E IR DR AR (R 0% T A 5 R T e 2, 0%
BRI N BRI AT R AT A R Tt

WAL A TR, TR E R A R
J&, AT s WOkHE S AL . B R — IR TR
JBo RRMIS W H IS AR IR TR, T EAETEIT
filiy JRIT IR SEAMThAE, SIS WA T - AR
EEHITE | WPREE A SBORHEH RS 1, R
S ARG EERRERMT AR, XERETWE, A
BRI PR at o R 5 EBRAR .
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