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]l

Al

ARSCAHZIEGB/T 1. 1—2020 (hrEAL TAE SN 6180 A SO OSSR RS FERE Y (e
.,

THEBEA S I A AT RE I LM o ARSI I R AT HUR AN AR EAR ) & R Y 5 A

A IR EE A e SEi = FE .

AR AR AEL b VA 1

AR E AL RN R AR ST . | PRILIR B ia X Im AR IS 0 PR AR XN R
BB« AL ERREE 2 B e b s B2 e« AL st DB AR AV AR IR 2 7] WREAEMIER GRIID ARAH .
R E AR A R AR REWR, RPO AIRAR . WHLa NRER . BT E 2 X E4%)
TRAEBE . RO R X AL TR EERE . SAETE — NREERE . EBEABOR A MR — by CRBUE L
Ble) « 2N AREERS MmO B b O AN RIERE . B IR AR
(RPO ARAF S HINHCEAEDREA RS .

A FERREN: RF FR R B BRI EHI7 . BEE. . R 5KEL
ST TR XS, AR REE. R /. BTs. RIET. ERE. &R 25, X
B EaE. 2 KA R NS RSE XA B RECE. S XL M
B XU o
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b 7 B3 I A AL 1 REREIE & E N BT AR

1 SEH

ASCAERRSE T H A A A RURG 00 P P E B AIE % 3 PN R i ) (=N ) URE, TR s A PE RE AN
FEWTHEER . HREAENE R AP B R A

ASCAIE T R SE 56 & 7 1 AT M P g 3 I S RS DN (i ide 7 v 2 R RN R 12 %R YGPCRYZ
P OEPCRIBMEHI 283 . L IPCR (gap—PCR) V2. PCR-FZIA) A28 miiB &I FEiE) At a7 3k 4T
PEREIRAIE o X6 1E7E A8 FH ARG IR R ASE WU &5 SR A B I A 4K R IR AT e S5 A SR A R i, i mT SR A S
X H AT 1 BEIIE

2 HseMsImxH

B SO A A P 2 ST R R 5 R TR A SCA A AN R A 2 R e, v H I 51 S,
0% H 3 B B RRARIE T ASCHE s AN HIAR SR o, HEsH A (BFErE fiescn) EH A
A

GB/T 42060—2022 PE2#3Li = —FEMREE. 1816, A AL B R

YY/T 1527—2017 a /B —Hbrifg 33 i 5 R BOAG AR 77 6

DB45/T 2829—2023 i iE %2 I i 25 5 12 Wi F A ML

3 ARIBFENX

THNATE R E SOE A T A
3.1

S thalassemia

NHREFEEYET M. & —4Ls L M /N A €0 20 i e 3 i, G [R) R 2 ! T Bk 8 1 2 IR ) sl ol i
L2185 BRI BE A — P al ) LR & Bl /b BN B A B A 7, 5 80 20 B8 (1 2 R 2 088, I IR
K2 RIS AT M M PR3,

[RJE: DB45/T 2829—2023 A3 LI 2 512 Wi B AR ML)
3.2

H# 5 reference material

TE— B 2 TR B A R s 3 S vE AR e v, B TR . o oAt U B SR A = ARIE 1)
i

[RUE: DB45/T 2829-2023 Hbrifg 23 I 57 2 512 Wi B AR iy ]
3.3

SIBEMF high—throughput sequencing

—ZDNA/RNABI 7R AR B R o HAZOVRE SR BB S — IR IFAT XS L3 2% E 75 25DNA S - 312E47 [R5
¥, AT SEIIL T AR R B Ta) Ay xof 22 (R 2H b s 2H H A X SdEAT RS . DU HAR RS ) 23 A o il il 7
AFEEARRT: 2T “AE B 7 FEE R A7 BT SR R AN BT R
TSR AR . 2T CH9eRFLINT T =AM AR,

3.4
SEYMEIRE average sequencing depth
7453 2 P AE H AR IR £ S H br XA B LU A .
3.5
ZBE[E coverage ratio

eI ey 51 LU 21 225 Fr 40 B, P i B 210 A X3 o 47 00005 Py 9 R A X3 ) 1 20 B



T/SZAS 104—2026

3.6

M EEISIE performance verification

T T R A E R E B S 2 e R, BRAIA R & KRG EREIE, T2 B bR IS E B
3.7

&3 coincidence rate

Wl 25 R 5 9 & JA 2 8] ) — SR
3.8

EE M repeatability

TEAHFEM =T (A —#fEE . B8 B2, FEmmpEn ) , X E—x %k
ITES Z R &, e Ry b —8RE.

3.9

EIMM reproducibility

ESE THMEZEM T ONEEEE . RS AESLE . ANEBTED 6 E 45 R 3k47
W, HERZEMH—BFEE.

3.10

XM cross reaction

K7 Copuis) S53EE bR kA RN, T B BEPEEUE S5 T I 4 .
3.1

PR limit of detection

DN 5925 e % T 5 AR HH 1) e 000 42 P e R R S B
3.12

SYMEEF 4T bioinformatics analysis

EBHAEYY . HENESE . BUEERG T2 7, SR I EE AT IRE . A4 S EE. N, AT,
B FER:, DAB S B S et & a2 5 X
3.13

ERNEITMFZ internal quality control (1QC) procedures

SEIE 25 N T N RS W AN PR 2 ek B2 B A e M, DA R S5 B RE ARG I 25 SR ) o R m] S T ST
FJEEE — B KRAEREAERE 7 . AT FRAE o
3.14

ZE |8 REIEN external quality assessment (EQA)

FHANTBUSALE Canim kO B dey) HE, A0 S X A —fUPR A TR, S8 )5 fZH 2
FUEE Gt BT FDEA 55256 = ) Rl g5 5, DAy o 4% S0 == A0l o & ) R it A — M 96 3
3.15

IGRPETMEFEZAS clinical positive sample

K I R 28 3ok 799 e 8 9 o Db 7 YR B ek R B R A o

4 HEBgiE

B G & T A SO

PCR: HE&M5E < (Polymerase Chain Reaction)

EDTA: Z %P4 Z. B (Ethylene Diamine Tetraacetic Acid)
DNA: % HiZER (Deoxyribonucleic Acid)

5 HITIEEK

5.1 IERTREEH
5.1.1 MERARAER

A S AR R Y B R, T B REARSRA, AR L, SRR BRI, SRE . YA
23 J Hk PR ZHDNASE:

2
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5.1.2 HAREREMENK

FEA IS FE N AT AGB/T 42060—2022 7 55 165 [ K
5.1.3 HARHEREEHIEX

FAE A SR 1 SR A ) N ANER T ) 3 B SR 1 B AR
5.2 DNA iRBURZE1TH

JS2AE PR 7 6 C 8 B HE R AL R SR BT, SRR R A S AR S AR B BB 7 3 0 U 9 P L
il DR EL SR HURCA AL BER, FRHUR ADNAE B 7 28 /D358 A — ARG M ) 75 22

BRI MR VP BAEALIRIR E . AEFE AN/ BSE BN, ARV SR H5 T AR AN RIS I 75 32 1) 7 22
UL A — g S L

5.3 HKMIIEFRERS

AR08 i r g BT 0K AT I 7 3o (R AR TRt S A 0 o R SR8 AN T F o i) R o RO SIE IR
BEWAE A FAM, e B mAROHE SRR Y, BEEYIN 2 5. 3. i
ESUREE

5.3.1 ETHBENFHZEENIIZHHIFRELS

Wk A s ST 7 CEAEEA R T A SO 20 A7 . =AM P72 ki, &2
Xt AR A p A e L B ML DA AT B T I AR A AT R R

R F A 5 iR AT AR, 75 BRI i AR @ B B AL DA AT B4 i I AR A3l 16 AT
=i,

15 R A AR SC P 8 o i A T VA FE AT AT = BRI , ) 58 FE A I 15 7 A Ron il B s SO ) 2 1Y) ot s
BRE AL A

a) DNAWE=3.5 ng/nl, A260/A280 ELEEAE 1.8 ~ 2.0 Z[H];

b) AN BCCER B ARAE 200bp ~ 600bp 2 (8], FUEHILAE 300bp ~ 500bp 4b;

c)  KFBOCPER R B AifE 400bp ~ 850bp Z[A], FUEHILAE > 500bp 4.

R = AR 7 VAT R, 75 B P i R R R . AL DA RS B o A i R o gk AT o i
Gl

I R AR SCPE A J AT VR BRI, S8 RE A 5 RS Rl 25K s DL 79— S 5 8], SCE R
AR E IR A DU A

a) DNAWKE = 3.5ng/ ul;

b) CEEWE= 0.3 ng/ 1L,

5.3.2 ETF PCR &M FETIEFHREITH|

WER FHHETPCRI 5L CEFREAPR T % HPCR. PCRIGME AL . ZLCIPCR) HEATATI, ) 75 AR 4 X6} B
R SE PR 2R, MDNAFRER S48 . Hk. S S 22383 T R 23, AFE LR AH N 5256 777k 11
I EATE

a) WS KEFER Ct {HEK A Ct 1H;

b)  YyE iz A

c)  IEMRIENT Tm {H;

d) PRIk AR s

e) FXABEAIEL.

5.4 SEENFENGERETH
W NG BB S E DLR B R AR -
a) “FHINFIRE,
b) B
c) Q30;
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@) TSR
OGBSI S T4 7 £ MBI RAR BER o 3, AR SR 0 V- 0 AR o 5
B4 5 5 5 T 5 RV 7 R T
5.4.1 REEHREBEH
S R R SR AT FUE AR (RAEAR 5 RO, SR B Bt SRR, TR
EREH, KW IR AL B, IR SRR R LR AT SR 5
R AR AT ST B ST A AR 5 4 8 RGBS S, Dt 030 5 MR
5 BRI R BUR B R RO B e TR R

5.4.2 tFARGFHMEE

= ZA AT A D i O I 45 SR vl PR, AN TR SRAU R AS B fif £ I ORI B LA 15 A R R A 22
Ko
A1 A MLFATDNARL i 7 F-20 C K EL N IREH, RAFERNON3E . Kl = Al SEi A IZR &5 18,
SEATEAE PR, PR Y an S BUSDNA JZDNASL i, I RiA7 A T7-20 "C K AR IREE Y, 7 CRAF I
BRA3AH o PRAFI IREVA BRI R AT 8 8%, IR B AP A B0 E =%

6 TEREIIEEK

6.1 MHBELLIERTHL

6. 1.1 SEIG S ST M P g ST M PRI AR P i, A R R AT R S HEAT PR R IRAIE . JT AR P 5
S al M H R AR R AR S AR P8, e IR B0 R 1 (K 0 A P REREAT VP

6.1.2 AEATAT BERZ MR I AR 7 PERE MG DL A AL AT, i AT, i i, SRERRE R . AW
FROMIAEAE . LR G DL, NG IIAR Py 58T 5 FH AT REAT PE R BRI .

6.1.3 FEMARI RS AT IERERT, G EAIR TG B, e, RIS

6.2 MHREISIEREARER
6.2.1 TEREISIEREASKIR

PR UL T U 328 3536 FH 3 i o e 5 1 68 AT 0 428 RE B IE PRI AR A«

a) PERESIEREA T SRR FEA, BT (BFAERD | FEREA GERZRM S o 1%
FEASRLR T S AR NS e R SR A ml B, e B 58 A8 B [ It A A A2 i 27
ARG FH 0 T 45 U R 5

b)  VEREIGUE/F AT HIZE =07 2w, RIA R R4 metl A ERERENSE . 5%
dn AN SZHC BRI R G, PEREACUEIY SIRIRSE , Al RAEAANIL, HER A,

6.2.2 TEREISIEREARFHE

JHI 3t i B 10m 5E RASE 0028 RE B0 UE PRI RE A LT 5 DL 3K
a)  FIPES % el PRBIVEREAS : SR HR AR 7 o i AR SR S A I VS Bl Y, R IAIE . HERA T (5
R B A A 6 A5
b)  BATEZ S R A PR A A K DL A 1 & B 3R AT B2 7 2 L IR F4 X711
AEXAIE S TE HARE S 10225 i sl PR B PEREAS .
6.3 MREIIETEER
6.3.1 FFAR
2 [ CNAS-GLO3OFIA (M T VABEAT I RE , R a7 G 75 PR (R A SR AL S AN /DT 1O B s R AS
AN LOBI BRI R BEAS CF i 1R S A Y PR P R AR DL AR BITE S b (HERE S %
i S RACAT s BB LAY AR A BRI R GEREAT R, AT B AR VEAL A ROy
a)  [HIEZE S AT AR ST ot v Bl N A7 e B 4 S TS FH PR AR S A 5
b)  FAPEIRPRFEA, ASIEs R85 g B
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c)  BHMEZZE SR AT BH M I PRAE AR DN &5 SRS 5 M BE A, HLARF6 A I 1 22 (R 2R 1
6.3.2 E=EEM

Z: IICNAS-GLO394#id 1 /7 vEdb AT e , A F Rl — MR B S i BEYE S35 0 B FH BE A I R
A (T FA MR G F PR AR RRFFEA LA |, R — M HEK W3 T =R EE R . AA% 2
RN :

a)  PBAMESE S EREARTEAR I R A7 T YO B N PO A, = VRSN N 4350 TG BH PR AR S A H

b)  BHYES S S E FH M EEARTER I R G078 5 VU B N AR A6 5, = RS 87 4= 3 A H o
6.3.3 EIM

Z: WA CNAS-GLO3OFIA 1) 77 ¥ REAT I A€ » A5 P [ — AL IR AR [ 1 228 i R BH 1 25 25 i 50 B A28 I PR
A (R F AR & R RARRBAREASER) |, 7 =M REHT E R AR ZRON:

a)  BITEZE s VE AR AL I 2R G o VO Y B R, = R N 4 B e P P 28 e A

b) Bk Z 2 il B FH PR AR A ARG I R G 5 V0 B P9 AR e, = ORI B 4 A

6.3.4 XK

Z: WA CNAS-GLO3OFIA 1) 5 i REAT I A » A6 FH AR A DA (RIS 2% S AGr il FHE 2228 i sl BH PR IR PRAEAS (5
T8 i AR G PR RAR SRR AR SR, S5 R 2 -

a) A kA I T Rl ARGt 2R ) L 5 B 2 ot BB AP M PSR A 2R 531 45 R — 2

b) X F AN R G SV AR, R £ RN A

6.3.5 #tuhifR

Z [ CNAS-GLO3OFIA (M T vEHEAT I E , K5 FH LS 25 il BRI PRAE A (O 8 i o M 7 45 7 R R 5%
ARRARIREASRAL) BEEERRE R S0 Ui W 15 P AR A HH PR B, (8 AR A AL 2R e AT°5
UREAEAS AL A R R FERE A REAT 20X R RN E (ISR, BERIEMBFEAD , GERNIE L : Kl
SERNLIONPRTE,  HLAT G A R 0 2 A Y

6.3.6 ZERIZER

XA AR TR G TS R RN A A AU iR ) L K G B BB R AT S B, B AR AT 2N
SR, A 45 SRR AL RS IE 1) B IR 2K

6.4 LER¥IE

Frede, EEME. EIME. X K IRVFA I G, T2 S = 10 1 rh i 23 i 66 PRSI 3R 48
AIHONE ARG
6.5 T EIBIEHE

WYEREISTEA ST &, NHEE LU0 R A e, AB BRI 5 858 AT 1 BB AR AIE

7 EAREHE

7.1 EARENNSZEARERERE

SEG S N ST E N R A R, KRN R faett . N REHER M E =52 % Wik R
B/ BHMEEAEA, SRGFEAR — R AT SRR S 5001, EW RN H. L EDEE
— MBS L ER G R PP ERE A (FEARZESRF6. 2.2) o PHAt 2 N B das i E U 28 B el s 2 AR i AT — I
EHe (RS SN E NS E— A AR RARRA) , HATRMHES. 2. 2.
7.2 ERRITITFEEXK
7.2.1 SR¥E

FEN TR SRR — T A SR A . NAT A CNAS-CLO2-A001: 2023 5E, Ak E R

5
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a) A SEIRIATT Y RIR B N s fE AR, BRI 5.2, 5.3;
b)  BITESE FAER I R S o Y PN AR A S 4 TG B 1 A S A
c)  BHMESHE SAERIN RS 7E 5 VG P B AR AL A N A4S H
7.2.2 FEBYMIERTE
FRRIEWSATELT. 2. 1A ERE, SNEEAEK, NAELRREER. RIYIEHEG. =

SEG
8 EE|FREFM

SRS 2 S 1 5 B SV TR N R E S 2 A AR e Sl ] Y A S = A T
WA RE D IIETG 3, LU0 FEN AL R EZh, EERE . A EAT R 52 % ik 345,
T AE S0 45 R i SR N SR TE 3R S IG5 SR A AR S ST o MR = ) o D45 SR DA S0 S A DN R 1
FERIAFFEIUH BL AT R« SREUH L2 IR i, Rkt
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M & A
(BRI

k

HESERTRMS
TA HESER

it
o
B

lE =) A AT
1 RS
2 -SEA [NC_000016. 10:g. 165401 184701del]
3 —a®"  [NC_000016. 10:g. 173384 177187del]
4 —a"*[NC_000016. 10:g. 169818 174075del]
5 ~THAI [NC_000016. 10:¢. 149863 183312del]
6 CD142 (TAA>CAA) [NM_000517. 6 (HBA2) : c. 427T>C:p. %143Qext*31]
7 CD125 (CTG>CCG) [NM_000517. 6 (HBA2) :c. 377T>C:p. L126P]
8 CD122 (CAC>CAG) [NM_000517. 6 (HBA2) : c. 369C>G:p. H123Q]
9 a a aanti3. 7 [NC 000016.10:g. 173384 177187dup]
10 a a aanti4. 2 [NC 000016. 10:g. 169818 174075dup]
11 -28(A>G) [NM_000518. 5 (HBB) :c. —~78A>G]
12 CD17 (AAG>TAG) [NM_000518. 5 (HBB) : c. 52A>T: p. K18%]
13 CD26 (GAG>AAG) [NM_000518. 5 (HBB) : c. 79G>A:p. E27K]
14 CD41/42 (-CTTT) [NM_000518. 5 (HBB) :c. 126_129delCTTT: p. F42Lfs%19]
15 CD71/72(+A) [NM_000518. 5 (HBB) :c. 216_217insA:p. S7T3Kfs*2]
16 IVS-11-654 (C>T) [NM_000518. 5 (HBB) :c. 316-197C>T]
17 -29(A>G) [NM_000518. 5 (HBB) :c. ~79A>G]
18 -30(T>C) [NM_000518. 5 (HBB) :c. —80T>C]
19 -32(C>A) [NM_000518. 5 (HBB) :c. —82C>A]
20 Cap+40-43 (~AAAC) [NM_000518. 5 (HBB) :c. -11_-8delAAAC]
21 CD14/15(+G) [NM_000518. 5 (HBB) :c. 45_46insG:p. W16V s*8]
22 CD27/28 (+C) [NM_000518. 5 (HBB) : c. 84 85insC:p. L29Pfs*16]
23 CD43 (GAG>TAG) [NM_000518. 5 (HBB) :c. 130G>T: p. E44%]
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TA HEFESERTRAR (8D

AR A

24

IVS-I-1(G>T) [NM_000518.5(HBB):c.92+1G>T]

25

IVS-1-5(G>C) [NM_000518.5(HBB):c.92+5G>C]

26

IVS-II-5(G>C) [NM_000518.5(HBB):c.315+5G>C]

27

Init CD(ATG>AGG) [NM_000518.5(HBB):c.2T>G:p.M1?]

28

SEA-HPFH [NC_000011.10:2.5201647 _5229059del]

29

Chinese Gy+(Ay5)0 [NC_000011.10:2.5169918 5248821del]
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[1]CNAS-GL039 4 FiL Wik 36 F2 7 P RE I8 IE F6 e
[2]CNAS-CLO2-A001: 2023 [5 2% 5256 =5 5t & A1 HE 7\ n] Ak U 1 32 FH 225K
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