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7.

Il

it

A FEIEGB/T 1.1—2020 (hrefEAL TAE SN S50 AniEAb SO RIS /AR BRI Y (R
L,
TEVE B ALy AT REV S B o A ST R AT WU AS A B IR & R ) 54T
A FRIINAER R 2R 50 SR 00 P2
A I AR 2 A .

AR E AT RN R ZEAG I SE6 5 . T P E A X PRAG 56 O« IR 5 244G 56 T
AIRAF . WA NRERE SRIITE 2 X AR R RN IR X A2 PR 7O B
ECI T R B

AXHEEREN: P, e, R, 2FF. B GkBl. . EE . 5. VR, 4R

HE HRYE. KFF TER. W,

1T
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b 7 B3 I AL EAQ T 1 RESEIE K& E N BT AR

1 SEH

ASCAERRSE T M A A DRG0 4 P B BGAIE e == A B R ] (NS FORE AR, R R RGP R
A=W RIS ER . PEREIIERIFE . 7 iR Bk &

ASCAFIE T R SE 56 & 7 1 34T M P g 3 I S RS DN (i 7 v 2 R EAN R 1 9 YGPCRYZ
PWEPCRIG MM 2512 Z4PCR (gap-PCR) V. miil&WFiE) A XA MR BEA T PERE I . X IEEAE
FH CRASE DA ARG 0 &5 SR A 5 1) 2 4R R DR mT e S5 A AR AU A SRR, ] SR B A SO e S AT PR B B IE

2 MuMsIAxH

N HISCA A ) P 2 E s SR R YE A 5 | R T A BSOS ST AN AT A 2R R, v H R 51 ST
1% H B B I RRARSE FH T A SCE s AR H I 51 SCF, HaRhiR CRFE A s ) @ T4
A

GB/T 42060—2022 [R2SLIGZHE——FEMRE. 1Bk, FUCRFE R 2ER

YY/T 1527—2017 a /B —HbriiE 37 i F K] 43 FAS A7) &

CNAS-GL039 7 T2 Wik B0 A2 17 1 Re S E 6 7

CNAS-CLO2-A001: 2023 [ 2% 5256 = i RN 8 0 nl o U 6 B2 i 225K

3 ARIBFENX

FANAIE R g SCiE A,
3.1

S thalassemia

MR TE ST o 2 — A A P /N A AR 0 30V P 7 i, L [R5 2 | T Bk 8 S TR ) e e
ML 8 A I ERE AR EEE —FhE ) LR & D A BE A il 3L 88 A AR 0 208, IRIRKZ R
MG P AT MV I 30
3.2

H# 5 reference material

TE—TEk 2 TR B W i s e a e v, BT R . 25 oAt W o Tk (i sl 2 3L o = R 1 4
Jio
3.3

SIEEMEFE high-throughput sequencing

—ZRIACDNA/RNAI 7 45 AR BB FR o HAZ O 2 BEIE — I SRAT XS L+ 5 B8 5 25DNAS T 14T [A)
S, AT SEE 1 78 AR R A 6] P G AN 6 DR AH B s A 3 AT R DU HAR AR 1 234 o il =l
G T LG REAMF 7 R AR P ST AR R R AR . BT TR
B FI=ANE . T “9eRFLF " 8B =A80 745

3.4

Q30

e b, B R ) o A K T 30 o B A Bk i 1 L 43
3.5

LM FRE average sequencing depth

TIPS BN WVEAE B AR X 2L 20 S B bR XK B LU
3.6

ZBE[E coverage ratio
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B e IS 3225 751 B0, B 8l be X 20 i X o 4 3000 A v FLs XS H 40 L.
3.7

MBEISIE performance verification

JE I B AL R AE PRI B 26 2 e BR, MR R E KRG MEREINTE, W2 HARM EAHEE .
3.8

FFEZ coincidence rate

W& &5 B 590 E B E 2 M — B .
3.9

FEM repeatability

EAHE MR LT (F—#AEE . F—Es . [F—s2i6 =, M EmpgEn ) , X E—xt %k
TR Z N E, Ha5 82 A —8EE.
3.10

FINM reproducibility

R THMEZMA T CRFEEEE. AEIES . AESZE = ANERED , X [E— s G iki7
W, HEERZEP—3HEE.
3. 11

AN R cross reaction

R s SAEE PRI R A N, IS EURBH RS 5 T A .
3.12

#WHBR limit of detection

RGN 5425 BE S T S SRS HH ) B 42 P e (TR Bl
3.13

SYMEEF 9T bioinformatics analysis

A TFEAERE . BEERG T 22 vk, NP B AT IRE . g EEL. . AT,
BN RS, DAAR R AW EdE 1S Ja g & A 2 5
3.14

EREITMIZ internal quality control (1QC) procedures

SZIG 2 N TR N RFSE W AT PR 2 sk B2 B A s 1, DA O S5 B RE ARG I 25 SR A4 Jo & AR m A T ST
FFETER— B RGN ERER T . U AN bR
3.15

ZE B REIEN external quality assessment (EQA)

EANERBOBATLAY CanE e Aot Bz A0 1, 220 S A — AR A HEA TR, SR J5 221
FWEE. et AT RPN 25 9206 25 ) el ik B, DAk fiy % S 06 5 A0 I o 8 17°) e P AN — B e v 21

4 YEEEIVE

A 4ERE IS T AR SO

PCR: BAEFBEZ N (Polymerase Chain Reaction)

EDTA: & —fZVY 2.1 (Ethylene Diamine Tetraacetic Acid)
DNA: Wi ZFEIZIER (Deoxyribonucleic Acid)

5 RIFEEK

5.1 RIEIREEF
51.1 MERARLER

B SEIG = AR AT I YE B A H 1, W e RS IREARSRAY, A E . EAK. BFL. B WTA
2R e L R ZHDNAZE

5.1.2 HAREREBMENX
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FEASE S R AT A GB/T 42060—202271 5516 2 [ 5K
5.1.3 HARHEREIEHEK

FRE A SR 1 SR A ) N ANER T ) 2 SR 1 B AR
5.2 DNA iRBURZ1TH

JSZ A P 7 g5 T 5 B 7 (AL R BRI, BRI R AR S AR W A SR BB 70 5 1 U W P R L
il DR LR HURCA AL BER, FRHUR ADNAE B 7 28 /D58 A — ARG TN ) 75 22
IR e HUCR VPN AL IR IR L . A [ se bk

5.3 HNEIZREES

AR b e B 100 8 RUAGE I 7 32 AR AR [t I A 0 3o v SR A0 AN ) P i B o) R o BRI SR
wEIRAE A B ISR R A GAR O E RS N R Y, RN Z S5R39 )i
EopUN i
5.3.1 ETEBENFHEZFENTIZHHIRELS

WK E = T 177 CEAEEA IR T A SO 2 =AM 7. =AU 7 #Arseil, #5%
P PP I AR B LI AR AE B A B ik R o S AT R A

153 PRASE 24 S M 5 i 3B AT A BEAS DUV BRSO, ) 78 R AS & R ARF S R 25K 5 S M S 1 Joft F % 1)
PR AL AR

a) DNAWKE=3.5 ng/ul, A260/A280 LUAH B LE 1.8~2.0 X Jd];

b) AN EBCCER B ARAE 200bp~600bp 22 [A], FUEHIILAE 300bp~500bp 4k;

¢) KA BECPEEMI B Ay A fE 400bp~850bp 2 [f], 2 U& HIFLLE >500bp 4b.

5.3.2 ETF PCR &M AT IEZEFHREITH

K FHEE T PCRIK T CHFREATR T 2¢ 6PCR. PCREAMEHIZE . ZLITPCRY HEATARIN, D) 75 AR S X6 7
FEMAAF (I SEPRELR, ADNASREXEIY 4. ik, A fss 7 s, B EAR T

a) WS REZFEER Ct HEACt 1H;

b) Yy R AL

o) JAfARIEIERY

d) PGP IR A

e) A ANIEE.

5.4 1MNERERH

T S AU B B 5 PL R B e br -

a) “PYIIFIRIE

b) BEE

c) Q30;

d) Y.

TR LEFEAR () S MME M AME T2 2 I B AR ER . Hodr,  H bw DX~ 25000 3 3% B o7 AR s Al 56
i Xof ik R A S5 ) T i () B0 R FE 1) 75 SR T

WP FHUSRSEEIRE ARG, HRIERNEIE IR :

a) Q30 MAMIET 75%;

b) 20X 78 75 FE N AME T 97. 5%;

o) AEMMEEFEA AR TTE G

5.4.1 MREEAHREITH

A PR R 5 5 RO R HEAT PO o A, PRAIESR T A e B, SR AR B sUE R R, Rl
R, AR S s R AR B WO BT R LRI S B A AT I SR R AR
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et H A% o R HEAT AU R A AR, PRAER T R T o wh Ak S oAt 5, RIVHs J H i o Ao
SEE RSB RS RN B e B R R

5.4.2 MHARFHEMHEE

= 2 R A A D DR AGE TN 245 SR P B » AN ] SR TR R A B AR A I A AN B8 AT A SRR A FH 22
Ko
A1 L RIDNARL A 47T -20 “C K EA IR, PRAFEIRN N34 . SR BTl SLiR I WZe &% 8,
SE A TR E AR 24, ] P an 4R BUFFDNA JZDNASC IR, ¥ RiA7fif T-20 °C R LU R IREGH, HEF CRAF I
BROI3AH o ORAFI FREGE RN AT, JF AP BHE R

6 PEREIIEEK

6.1 EREILIERTHL

6.1.1 SIS rp i T M S A AR I, A i 3 REAS AT N SE BEAT PR AR IGAIE . FF R AG I A 5K
= A A H O TP AR A 5SS IR 7 10 A M e AT VP .
6.1.2 AR AT RESZIA R R P 1 B (A vl R AT, I R AERFITE . W . SRR AR . Y
SRS MTIRAEAR . MR AR B S s I, SRR IR 7 B35 S T A AT AR IR AIE
6.1.3 SN RS M TERERT, GRMEARIR TS AR d b, F e, (U MEE S,
6.2 MHEEIIEAEARER
6.2.1 MEEIIFAEARSKIR
Fo 08 DL T U0 396 56 P T b A 2 11 3 DRG0 42 R 36 IE PR A -
a)  MEREIGIEFEAR VI CAIIGRFEA, G CBFAERD | PHMEREAR GERABRALS) . %
FEA RN R EL A IR IR e SRR AR S B, e B % A B0 T T HE e AR M2 W B2 97
SR FH U0 BE A e RE R P
b) MEERAEIRAIEHE = S% M, MAHKN RS moidA ek EREtnsE . %%
AN ZEE BRI R G s, YERE LM SRR E, MIGKFEAMIE, HEERE.
6.2.2 MEEEIGIEREAR TR
FH T thy m A 2 111 5 DRS00 2 6 56 IF PO AREAS A5 & DL R BER
a)  PFAMEZS S EIR R BHTEREAS . SRE AR S AL i N AERF SR MV N, FFLAE. RS

RIBEHE AR S A5 5
b)  BIVES s R IR RE A e B A e DAL AR 37 5 5 XRAIE, T H AR 22 57 IS 2% i
Bl PRBAVEREAS .

6.3 MEREIIEFEEK
6.3.1 FAE

{1 CNAS-GLOSFH IR 1) T3 L HEAT N 5E » - A3 sl S P AR AR AR SRR A AN /D T 1O A A2 M PR AR A
AT 10BIBHTE IR R FEA AN T 10FH WRAAL 1) LURBITE . FIYES % f (HEFE S dh R AL
fr sl BB LA AR ARE A B R GEdE AT A, 75 & R VRl A EORON:

a)  FAVES 5 W AE ARSI 2R 40 7 ot Vi B N (006 L 4 B T R AR SR A H 5

b)  BATENRARAFEA, A2 R4 A BA P

) FRPEZZE e MTRH PRI PRAE ARG U 45 RN N R, AT & AR L AR 2 D AL 31

6.3.2 EEMH

% I CNAS—-GLO394id 1y 7 vkt AT e , A FH Rl — MR B S35 i BEYE 58 0 5 H BE A I R R
A (TR T AT S PRI RAREAIFFEAR R, fEF— MG LR W BT =R E BRI . A
RN

a) M-S 5B MR TEAS I 2R G078 7o Y0 Bl N B2 55, = VORI 7 4 350 0 BH 14 A8 S A6 H
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b)  BHYES % B ElH M FEATERS I R Gi 78 o5 VO P AR AL A, = RS 87 4 A H o
6.3.3 EIM

2 [ CNAS-GLO3OFIA (¥ T vEBEAT U 5E , {3 FH [F) — AL R B 228 AN BH 4 225 i 5 B B 2 i A
A (F S AR & AR R R A, 7 =AM HRHATE RN . S ERN:

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

b)  FHPES 2 il B BH VR R A LEAG I 2R 907 5 Y Bl Y I8 S 67 i, = e 0 7 4 e e

6.3.4 XK

% HE CNAS-GLO39HH A F 77 vE 3 AT 52 , A5 FH AR A A PRSI 2R G A 0 B 12 2 28 il BH 1 I R FEAS (7
B AR S AR RAS KA FNREARAY) |, 5 BN 2

a) ARG AR I YE P A H AR ) S 5 P P 2 2 B I R R AR B ) 4 TR — 3

b) T AKG IR G S VE AN ), A 4 B A B M .
6.3.5 KHR

5 B8 CNAS—GLO39HH I Y 7 v AT 5 , 45 BH P 22 it B Pk I R ABE AR (75 78 5 A 3771 5 s ARy 28
AFRRIMBEAKAD) SRR 2 708 FH U0 B P Bk G H BRI B, R B vl s ) B 1k i vy, 6
FERA BOIAGI 2R B3t AT 5 IR BAE AN R L N S Z R FERE AR BT 20k R M 2 CAnil ek, AR E 403
VNI ©7F AT LR,

a)  KeNEh BRI ONREYE, B AR N A R
6.3.6 IZERIREBR

FZIEYY /T 1527—2017THIER, X 2 /D450 & e B BN A A iR )L =F 7K 40 i BB F0
HEATHREL, BEAFEARBAT2AE LRI, IS5 BN RRIKEE N AME T 10 ng/ v L.
6.4 ZERHE

e, EEM. BN, XN KRV AR, TAZ S0 5 ) M b i 23 10356 A I R 8¢
AN E A RERT & o
6.5 TEIEIEN

WITEREIAEATT A, NHER 26 AT R, B IER I RE 7 5 =gk AT M REIGIE

7 ERREEHE

7.1 ZRRERNSZEARERIERE

SEEG E NS E N AR, KIPREREIN RGeS . W RIS H 8 =775 MEliE R
FHEREA, SRFREAEAR — [T SR SL 50 50T = N B SN 2 2 A B R B E&—Fh
FHEZSE . BHMESE R WERERE — T — R E e (FHHS L —RIARME D , HREK
[F6. 2.2,

7.2 ERRIEIFEEX
7.2.1 SRHFE

EN T SRR — T A SR A . NAT A CNAS-CLO2-A001: 2023 5E, Akt E R
N

a)  FSEIGIAT Y RNIA BIAH N B B FE AR, BRI 5.2, 5.3;

b)  BITESE FAER I R Be 7 o Y PN AR AT A N 4 T P 1 A S A

c)  BHMESHE SAERIN RS 7E 5 VG P A28 AL A N A4S H

7.2.2 FEBYMIERTE
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FWFEEM AT, 2. LG EORIT, ENREAGR, MERKERE . R IEHE R, S5
K5 -

8 E[EIFR=ITEM

S8 5 N ) 5 B S PP R AN B, R E I 2 S AN AR R B, 0 P AR SEER S A AT AL
KL RE D IIETE S, L0 = EE N AL R HNES), EERE]. A R AT R RS2 % o6 AS,
FFAE S0 45 R AR S N SR TT R S U6 45 A AR S S0 o MRS 5 8] 5T P45 SR PP A S U6 S AR D AR 1,
FEXSAKE G I R M B A SRR S (0 21 I 9 it Rt
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M & A
(BRI

EESERERMUS

TAHEESERTRAR

75 RAFKAY AR S A
1 [{ERES [S5kes
HEIET IVS-11-654 (¢.316-197C>T)
2 + AR AR
o GRH KA J CD71-72(+A): ao/-03.7
3 o HRRHR KA ao/-03.7, Codon 5 (-CT) betad 444
4 o B ao/--FIL
5 o BRK ao/--SEA
6 o BRR ao/~-THAI
28 AR
7 o RE Hb Constant Spring 2% &
28 AR
8 o RE Hb Amsterdam-Al 2% &
AR AR
9 o R Hb Quong Sze #H
AR AR
10 o R a: Fusion gene/oa
11 (RS AR IS
12 EES SEA-HPFH 22t
13 B AR Codon 17 (A>T) beta0 &
14 B RA Codons 71/72 (+A) beta0 Z&&
15 B KA Codons 41/42 (-TTCT) beta0 Z%&
16 B AR Hb E beta+Z¢ 4, IVS-I-1 (G>T) beta0
RE, BERE
17 pRE Codon 54-58 (- TATGGGCAACCCT)beta0 244
Erseaiy
18 pR% Hb E betat+ 4%
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