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58 = 7 $ R (High-throughput sequencing) , PR N —ARIE KM 5 (Next
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1 SEE

AHFEE T LA LR ZH DNA R i A & G il 5L R e CRAR i)
FRNGS) WE RGP BE AR AR IGUE o 0 25 S A 6 228 (R A8 S SR AR A /Bl AR
TSN B R AR S

e I B R DR 2 7 2 A SR G, 7 EEARE R G U FH 4 A0 g 2877 AR () 2 25 R
HEAT 3 AT 1t BE AR RIS IE
2 5|AXH

ARFETIH T RS

GB/T 30989 a1 & K 75 B AR A

GB/T 35537 fay i & 3 PR &5 VP 225K

WS/T 505 7& VED 5 1 RevEA 45 7

WS/T 514 Il RAT 38 7 VAR Hi BE 77 BB L AN 1IE

WS/T 416 T-Hi S5t

CNAS-GL039 7 72 Wk S A iy PR RE S E 45

ISO 9000 Joii £/ FRLAA 28 -Jk A J5 AT A

ISO 15189 & 2% 5% = it = A fE 77 1A vl vk U]

JUA 3 H AR 51 SO, A0 H IR R AR E T ARG . N AN H 51
FISCA, HbcHhioA & T ARG .

3 R\ EXFNFERETR

3.1 REMEX
3.1.1 HEEW/F next generation sequencing
RE—XIFAT LTI R UE T3 56 531 Fe 71 s A1 — R KB R 45 9 36
i F DNA 1l FHAR
[GB/T 35890-2018, 3.1]
3.1.2 #iiA validation
T o A 2 WAIE 48 0] A5 7 10 TR P i 2 P 5K 459 21030 2 F A
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[1SO 9000, 3.8.5]
3.1.3 KiE verification
T8 3 e 2 MIE 48 X0 A 5 R A3 200 2 A E - [1SO 9000, 3.8.4]
3.1.4 MERZE measurement precision
K5
FERNE SR AE T 5 X6 [F]— BRS AR I tof % B 520 0 e 75 (i Ul 4548 1) 118) — B
TR
7
1 NEREEBREEACNEXGTAMEREREEMNEFERART. EHNEFEEAERENE
FHETRNFNETFERA M HERERERNMNE LN ERREL
2 MEZFHTUSEEUNEEXY, HEBZENEEGRERENEERMF,
3 NEREERTEXNEEEM. HEEEEINEEN M.
4 MEBREEAFRTNELEWE
[JJF 1001, 5.10, FHBH]
3.1.5 HE M ERSZEE intermediate measurement precision
FE— ZH S [AD RS B8 B2 2% A I U A 2 T
[JJF 1001, 5.12]
3.1.6 WEHERE measurement accuracy
A0 = A4 S L B TR ) — SO
7
1 EMNE (BEEFXR) EROEMENTFERIBEERT.
[JJF 1001, 5.8, JFHBH]
3.1.7 #HESEHIE standard reference data
FH VA 0 e 2 e 5 SR P SE AR PR (R0 L 25 80, A R EAE T
B R BT
3.1.8 FHEERFE# true positive rate
For HY L BT g BEAE B4 3% S5 A0 s 1 228 B 4R I PR AR AN 0K B
pan P

3.1.9 FAERFA 3 true negative rate
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o HH HL W g A FRAE A B o s v 2 2 Bl £ v A B ARE AN B
Irtt.
3.1.10 PR limit of detection

H 45 78 M AR P 3R AT A48, FE A BRI 5T B o AR AE B iR FIRE 2 B,
FERR P 5T B3 ATAE R FIER N as

7

1 EFRERNAUFERKER(UPAC)HT MIoFBEIBIAE S 0.05.

2 IR . S/NTTHMIRE(EE), %54 LOD,

[JJF 1001, 7.18]
3.1.11 ¥14ERME analytical specificity

— AR P RO B A U AT AT R B

[GB/T 37871, 3.1.5]
3.1.12 EHHALFREA genomic variant types

BT 00 THRFEFI T RESE MR B 5] e 51 AR A HEAT B RGP 2028, R s AL T IR
AR5 (SNV) L ffAERE (IndeD) « HEIHER (CNV) 5,
3.1.13 BRENMEEFHZ variant allele frequency

TERFE ZE AN 1 b, SO —RAZ I P 18 (reads) AL mUEA 200
Frued (AR R KE .
3.1.14 "5 VEE reportable range

RE 6 P S o I A2 AT AR S S 2R DR ARy T R DR 4 X 3k

3.2 FiNRiE
N F g i A T A
NGS: miEENF/ T —AREFNF (Next Generation Sequencing)
RM: Fr#EYII (Reference Material )
CRM: HiEAR#EYII (Certified Reference Material )
LOD: fyHPR (Limit of Detection)
CV: R A%  (Coefficient of Variation)
VAF: A8 78847 B FIA% (Variant Allele Frequency )
TP: HPHYE (True Positive)
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FP: fRPHYE (False Positive)

TN: FPHYE (True Negative)

FN: f&BtE (False Negative)

SRD: 1S % (Standard Reference Data)

DNA: 8 %R (Deoxyribonucleic Acid)

SNV: HIZHRA R (Single Nucleotide Variant)
INDEL: %E#f AR G457 (Insertion and Deletion)
CNV: # %745 (Copy Number Variant)

SV: %5848 5+ (Structure Variant)
4 i
4.1 BREEERNF RN EFE

BT RPBIATIFHAR, HAZ O EIL K DNA Zr FRaNL T Bk E % By
FEECR G, LB R EA RIS SR BRI B 18] 43 B8 10 5e
7558 DNA 4i2K3k (DNB) , Bl J5 i i 12 seadnil F 1) 77 35 S BB 5 41 (1 52 B o
TENF [N, DNA AR 7R ic i ANTP 1B M5 N B AN, B0 VAL
JEAR—ANBEE, I HE R U R AR TGS S IR P AIE B, 16
I R e A BN E o B2, MR T A B A G B U R
S A 5 R 20 sl 1 [X el ) e b P T
4.2 MERGHRL

vy 108 5 R] ZEL U 0 R 9 1) 2 RS, e U P 2 P T e e T A
AR T SRBES IO FEM S5 o I R Ut H (ARG DN 5 SR A R R A S A Y
AN/ B3R e Sk A e PR AR 45
5 W\SIIERYIERR
5.1 BIAIERR

FFEIE A R AN (FFE%. RERD MR, ot (e
A SR BT« FIAREVEE CH bR XA AR R R AR
5.2 BAEFRAR

AR N FRAEE (FFE%. BEE « MHR. arikEaE (3

pRE
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FRAE DR X SRR )
6 TEsfH

6.1 %KM

6.1.1 #EE:  (10~30) °C;

6.1.2 FHXFIRAL: <80%:

6.1.3 flLH HLYE: HIE (220422) V, 4% (50+1) Hz;

6.1.4 PRI TR {38 1E H TAE R s 3 AR 31

6.1.5 (it R 17

6.1.6 HAh: TR HEK.

6.2 L UE A A AR Bl

6.2.1 LIRARUEY) T : BRI G T SATBOH T e A AT A AR E I, R
(B BAR AR P 39 A2 50 AE SR A B 2 RGO T &

6.2.2 WOLEHETE: S, BUHE UEFR D) AT AR E o

6.2.3 T HUK: MEVEREIN>1 bp, REUE<Ing/uL (DNA) , A IEFRHEY)
JFHATARIE -

6.2.4 A% MHHN 10 uL. 100 pL. 200 uL. 1000 pL.

6.2.5 BolbrEY LK. CREEA/NT 182 MQ-em (25 °C)] .

7 FIASIEUERHL

7.1 BHIARAL

7.1.1 B RGE SN A AT

7.1.2 SEHG = A A R B AR Gt 5 R A4 RN T BT SR M R R A o 4 — B
7.1.3 ATA] ™ E R IS RS W R RE RIS DU AR S, LTE I 2R e R JR FH
X 52 R PR PE RE S 20 HEAT B o S IR0 52 2 0 20 A 1k B R4 40 P ARG (AN IR T B
BB RS BT 5,

7.2 BB HL

7.2.1 FERGEF AN, HiEREBASHHNERGET 2R (X
WA AR, R AR TR R v R R S AR IR R
KT HIAIE
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7.2.2 AEAT BRI R RS M PERERIIS DU AR, AR R AR S EH R AT
X 2 MR A1 RE 78 20 BEAT SR AIE » SR B AR 48 0 M P RE X7 00 T B (B AN IR 1
e B R AR . RO R B SE BUTIRI SR BERER BE % s
7.2.3 HRERDWIE, Seie s AT RGN E R, A H O AR A
S AN 45 a3 AR P 1) 0 M PEREREAT VAL, NLRE T AL A B8 45 R T

8 WIAERF
8.1 XERE

SCPEH JEE NI 65 o B EOR, B DR SCIZE R BT
8.2 H R B 1%

PRSI B T R, I B AT R E ] R AR R AR
ARFERELFI . ERICRELE . ZBRESLFIE. S 06 2o
JSLH A2 BA R 2% A
PR B E R T55T 30 CRP Q30: BRFEUUNETIREA KT 0.1%) KI5
LTE 85%LA I

—— 2% P AN AN WA B N BN T 5 A

—— R AT Y LA B 1%

——— 3 A DA Sk 5 S S R R T BT I BE KT 120 bpe

N T TR A HER AN AT S, EUOH S AR T AR S 0 R A ) 2
R, BARZORINE 1 PR,

SCAA% e U A FH BSOS =, an bt &5 B« bam” SCAF A,
W45 AL fastq” SCHFBRILAD . fnfd A A B RO BR AR SO, B ST %A
HERE TR VEH U, IR B SO 205 e Ak A e 2 1k S L4 (R 7702

1 EEX I AR Jot 4 il K

My S35 5 EASES HER Q30 il (5 bk
RN | >30x >95% <15% >85%
AHME TR | >100% >98% <20% >85%
%Zg? >500x( H #5 [X 1) >99% <50% >85%
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o >10000x( HFFX ) | 5990 <80° 585
(W5 DNA) X(H X 30 %o % %,

8.3 ZRFZRFRAINERE
8.3.1 fFE%E
i/ CRM 20 RM, R4 € M E KRG TIE, K 2 AR,
® 2 MEMEEVEAL R

TN R G ek JSE
ERE3 1
PR HIATEE (TP i BAYE# (FP) TP+FP
B AT (FND HAMES (TN) FN+TN
PSR4 TP+FN FP+TN N
TPR = —— x 100% (1)
i
TPR——PAMERF & 3
TP——FLFAPEAL
FN— BRI
FPR= —— % 100% ()
e
FPR——ERT & %,
TN— B 15
FP—BBATEE
8.3.2 BEE

i RM, ESHE 3 MEFEAK, BT 3 IRE R NE (B —
AT, B RE IR 3 0O, THEMRE N CV, RN 24
SRR o n SR DR D Jo R A A R P B 1R A ) RPN W — St Oy 4%, IS B Bt
FEREINAT — 73t
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8.4 A HifR
8.4.1 PPAHEER

T NGS XA FZEREAR 7268 (SNV, INDEL. CNV) [ LOD & AHE,
DAL 75 2 o sl A B AR S 2R 2L ) LOD
8.4.2 ML 7%

¥ CRM ERCEIFE MR REA D T 3 MARIREEE, BA/KPFESNE
ADTF 3, HERERE U R ST R R I AT 2 B E 3E4T Probit 43 #T,
0% 95%BAMEAS: H SR XF N[ VAF {H4 Cy. B VAF {58 Cy HIFE fh b7 B 2
20 K, 95%PH A H X B fK] VAF E RINAS HHBR -

8.5 orirRem ik
8.5.1 PAHEER

I3 Ik 22 S AP S IR HEAT R TA o AR A I R 4 Hh A A (R R E A i
PRI AE 23S R N BOEEAT BN o VA BRI o AN P A A 32 S RE T
FE HURHIN 45 R BIREI o A8 SUR B S A HE A S H bR 7 51 DNA FEdh . HA
RV 7 5 AL R P 41 R R R AR e, DA S S B B L Bk PR R HAR S 2 £y
A8 SR BEFFF o
8.5.2 XX RBL

St R B R 2 SR AR AN RML B L RIRE RN i, B 3 9K, e Ailgeit
KIAE ORI AN RM B ORI 1) A S5 00 8 25 SR o P P
8.5.3 FiLL:

AR AN 28 G0 Hh B B 1 28 ARRD T P g e B AH L) T R, e Tk
YIS TR L o 4 250 2 AT KoF CRLE SSRRPEAKSFIE D IRERY, A
P b S 4R NS R 2L 2 B A D 2 9k SR R Lt 1 5 20, e in (512
B2 SR G AH R BE T PRV o0 (R Sk T 25 SR 22 5 o T8 S
MBI ZEAMET 95%,  TAAIZIK B DB = A4
8.6 IR ETEHE
8.6.1 PFAHZER

A AR 0 RS B R PR i b R DX B RN AR S S . TR A Y H B A
Xk, AR HARR . A8 2 BloRe 2 2R panel IR 66 1 . A8 S5 R AL ELHE
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{HABRT: SNV. INDEL. CNV. SV. 545,
8.6.2 VAT

/1 CRM 5t RM HESEIIE: 3 AU, SR HT B SR 3 4, SiitaT oA
FSER AR 5 A, DR o I F ik R 28 X 3k
9 WERERF
9.1 FEHAA FRA U E

9.1.1 ZF&=XR
Z 0, 8.3.1.

9.1.2 FEHE

fEF RM, BEEIE 3K, THEBATERFG 31 CV, IR R 24 45 R
.
9.2 fHfR

81 F CRM FBE ZE I 7 PR AR R PR, S 5 7, MR 45 LR 100%
B . WRANREGE 5 RN, TLEPR [ Y REAT 20 IRE SR (i
S5 OR, BERIGE 470, RERMED 17 JONHTE.
9.3 AR & VL

Z ], 8.6.2.
10 MHEERIN/IIEERTIE

2 PERE RN/ UE 5 1 ol AL RN Y R g, BRI IER T, R
N T SHINRIER TR & SR B K4t
11 YEEERGIA /L8 HERT (6] (6] BR

TEMIE: R Gk R A 5 RR AT, PR TE 7 T8 4 e A E] i e 24
TCE RAFAIS, P BEIGAIE T LA [ 4 AT ok B 4K
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1. GUM (Guide to the Uncertainty in Measurment) ISO/IEC Guide 98-3: 2008
2. EP09-A3 Measurement Procedure Comparison and Bias Estimation Using Patient

Samples; Approved Guideline— Third Edition

3. EP17-A2 Evaluation of Detection Capability for Clinical Laboratory Measurement

Procedure; Approved Guideline — Second Edition
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