ICS 11.040. 30v
C 30

Y'Y

i AR ZEMEE 5Tl AR R

YY/T XXXXX—XXXX

=8 = EE Y

High-throughput gene sequencing

CHESR & AR

XXXX = XX = XX %5 XXXX = XX = XX St




YY/T XXXXX—XXXX

H &
5 B/ AP T
1= 11
L T e 1
2 TGS B ST . o oot 1
A R 2
0 0y .~ 4
6 BRI B T . e 7
T B B T E . o e 7
B R 8



YY/T XXXXX—XXXX

it

HiJ

AArdERE I GBIT 1.1 45 AT 5

AHRHERISELE AR T REW B LA, AR SCAF A R ATH U A AR IR A I 2 LA (1 5T

A v Y 2 i B R AR

A vHE 2 R R P Wi PR 562 ST 36 == A SN2 W R e EAL BORZR B2 (SACITC 136) H .
A R LA

AbritE EE R

IT



YY/T XXXXX—XXXX

ShE-=-JE P S

1 SeE

AFRERUE T B E L R I PR EDR . IG5 ARRE. AU B, A A

AARHEIE T2 AR s . TSR RN A BRETREH I AT iE . BRE RS e ek
TP BRI 7 SR A O 32 B B A R AT 00 1 vl B R P A

AARHEATE ] T30 (Sanger) Iy Jy 32 B AR B AR JE DRI A

2 HEMSIRAXH

N HN AT A SO B R R AN AT D ) LA H AR SR SO, AUTE H B RRASE B T A
o FLRAVEBRAR SISO, HsofhicA CRFEITA BB SR & H T A0

GB/T 191 f.%éfittiz Erbr &

GB 4793.1 M. AL = RS RLZEER 5 1 #s: @EHZER

GB 4793.9 &, =H| ML= HES WL LEER 5 9 s LR=EHT oM ErH
A B & R REE R

GBI/T 14710 & A HLZSIAEEEE R Sl 77 1%

GB/T 18268.1 & . #=HIMISKES = FHI ks FRIGRASTEZR 5 1 #5r: JWHER

GB/T 18268.26 M5 il F1 5256 % H I HL R & FREFR A TR SR 26 26 #B0: RRBRIESKR fRSMS I
(IVD)I=I7 3 %

GB/T 29791.2 fAAMSWIERYT #MR HIERISREEMIEE (b)) 28 2 #4552 BHAR

YY 0648 P&, =HIFISE0 = HBE AR AN ZATR 5§ 2-101 #5: A4M2h AvD) BERHR&
[ FHEE K

3 ARNBEBFENX

NHIAREANE SGE T A

3.1
EEMF gene sequencing
XFRZIR Sy T AN AR A I 5, B 5E 2 A% R 73 1 IR (A« SIS (G) . JEmsng (C)
A Rmng (T) B REERE (U) SERE RS .
3.2
MEFEIBE throughput of gene sequencing
FRYBAT A A R0 E I i SEAZ B L IR R (LU R
3.3
BYNFBEE valid throughput of gene sequencing
FAYBAT TR B I R R B A 4
3.4



YY/T XXXXX—XXXX

MEFEISE4 read length of gene sequencing
FLRIEAT U T B SR I T8 BOK R, 1@ DA ER R .
3.5
EIR7 base calling
Wit A2 R 15 5 BB T S B T 7= AR A5 5 T e i 245 S I AR
3.6
EIRAFREE quality of base calling
T SRS IE AR A MR . 18 H DLASCIEY BRI .
3.7
SBEEEEMNFEM high-throughput gene sequencing
A B B X 3 F-Sangerill 7> Sy =5 B H7 A 5 HE A 3 PRI P A3 e 388 2 O 6 DRI A4S, o o5 SR
TEA LTSGR B B R B SIIX F 50 3T A BALIIDNA L AR T3 S7 e AR Rt AT e P48 . fE
— AT XL B LA J3 &R T 5 (DNAD 7313547 17 511 e s — SR i S5 R RFE ads & .
3 ARERNS RN EME. £UHKRTL. BSHRABEARFATERARRENESTUNFHS@ESEEN
Lo
3.8
TMEZEEZR sequence coverage
S il 28 110 32 R 2H 7 21 5 H A 2 DR AELRRE e 51 RN B AEL
3.9
BEFIWNEFEHEFTIHEL covered base
W PP ASCIN e 28 3k 3k 9 LU X} I 5 20 ) e AR R 2 H
3.10
HEEB LI EL genome base
H b 3 R 2H i & 14358 7 ZRE 5 H
3.1
TFE R E sequencing depth
W A5 312 e B 5 1 78 o 1 2L R AH /N B A
3.12
BEE S ES mapped base
W 51 Bk 21 35 R 20 B ) SR 2 H .
3.13
SERCIRE 2L mismatchbase
WFF = 7 5 e 2256 7 51 EA— SR 4 H -

4 EXK

IN

1 HNIESR

AR SN R 5 T 2K

— BRI RN MR B R, S AR A A B R MU 15 5
— PR, N R RIEE, REIFNEE L ERREh;

PRE FTSRIEM . k.

2 MFEKBES

IN



YY/T XXXXX—XXXX
FERLSE (I KRR, 0 o AR 3 A 20k 8 7 A 5 o e s L (R 3K
e SR R ARIBE AR T A e R A THIE, 0. WiK150bp, B ik200bpEF.
4.3 WERFREASLL
PR, G5B A R R E R R DA L R Eegi], B R R 40 B P S B S AN T #h
HLSE K
E: PEIRERMNFERE R RERAEGES, 020, 030 F.
4.4 EREIRFR
4.4.1 SNFFIBEE =206b/run 5@ & ENFL
4.4.1.1 MFBERFNFFERE
i) 3 i SR o 0 ER] 2K 2 % ot B o ot )0 8 5 239 AR P B0 B
4.4.1.2 NFAERHE

T ] 32 A )0 7 i R A PR, NS AR

Q) R AZERZL (DNA) S SalibrdEfh, USRNSSR R, 5 PR (SNP),
AL ST (Inde) ZE BRI, SNP. Indel v 20 7 B R AF& 13 7 A K

b) A AFEFH DNA 27 MelbriEfh, HOZERMAFEHERMER, 5ANHERKY4 DNA %7
HIH8E 1Gb ZH AL, T —BUF FIERR Z S AMET 99.0%:

c) LILHE A EE DNA 2% 5, H5XIRiSHFAIAT, 7 —807 FIHE R RAME T 99.0%.

1 WBRE R AT AL ELEDNAR I B B (AT R 31T A B ELA0NAS & R s ARt A o

SE2: FHEIT SRR 1 44T B0 EE T R (SUET 18 0 8 5 B B 4HDNAS 3 R R HE AR

4.41.3 EEEMH
BT =IREGIR, NIRRT S 44.1.1-4.4.12 FER,
4.4.2 FIBEE <206b/run H=>2Gb/run EiBEEENFL
4.4.2.1 MFEERMMNFFERE
1 ¢ T A 0 2] 58 2328 it b v ot 100 00 7 5 S R 7~ 3 TR
4.4.2.2 NFAERE

T 1) 36 7 WA o N P 7 s A PR N, BRF A AR R

a) Al NJFERZH DNA S5 S sbr v i iR 6 8 4B F X, e R AF S HE i R, 5
BB &SN T X1 SNP. Indel S HHEELLEE, SNP. Indel FVHERG R A R EBE N T & HiliE i
AR

b) A NFEKZH DNA S8 Shalibr ik 5 P 38 8 B4 B F X8, X RN AT S HEm R, 5
ANFEFZ DNA % 75 5 2 /bR F XK EL s, I — 807 51 HER R N AME T 99.0%:

c) HrIZHE AN EE DNA 2% b, SXMNSHEFPIExT, I —BUF SIMER R NAME T 99.0%.

E1: XPRE R AT AZEZEONA I 89 2 E A 7T R 1T A E EHONAS & @ sl imE an il .
2 XHFEATRERS S ATEE EN (U E 10 S A R R FLADNAS E RN AR .



YY/T XXXXX—XXXX

IN

4.2.3 EEMH
BT ZIREEN, NIRRT 54.4.2.1-4.42 210 25K .
4.3 MFIEE <2Gb/run B =100Mb/run =il & EFEMF{Y
4.4.3.1 MEFBEZRMNFFEHRE
1) 32k S A A ] 2K 2% it b o 1 7 i 2 R 7~ S50
. 4.3.2 MFAERE
A 1] 32 7R (000 7 i e AN P PR FE R, ARG LR K

a) Kl AFERZ DNA 22 HLalibriE dh b 382 1K) 20Kb X3, Ebx R A& ik i Bk, 548
SE M 20Kb X337 H X, P —BUF TR R S AE T 99.0%:;

b) I ANFERZH DNA 2% Shakibnfe i b3 2 20Kb X hFe 2 1 20 4> SNP. Indel /7 £, SNP.
Indel A& I ) AEAF 28 AN T 95%;
c) F4HE A E: DNA 2% 4, S6 NS ERFHILExt, —Z0F 7R R N MK T 99.0%.

E 1 BRERAT AZELE DNA HN A B EN AT R 1T AZELH DNA 238 maliin i midil .
E2: RHITRUEFTI SRR RN R E N 2 AR B F HONASE R HER .

4.4.3.3 EEEMH
AT = IREENF, NIBRERF54.4.3.1-4.43 205K,
4.5 IREIHEE

vy 308 R PRI PP (SRR A L 22 /A 5 AR IS AT PR R AT AN 5 SR SRR A 1 3 7«
a)  AXEHSATIREIAR AT B RE 51 T 58 AN AR AB AT MR, R I R 0 EK
b) AT SR SRR AT N RE 78 B A5 T SRR R, I 75 & il I 7 (19 2K

4.6 REEXK
N4 GB 4793.9. YY 0648 il GB 4793.1 Hid FH 46 3K AL E
4.7 EBHFREMEX
i fF 4 GB/T 18268.1 Al GB/T 18268.26 Hid FH 2% #k (R .
.8 MBI EK

NAFEGBIT 14710 s FH 45k B2 SR

IN

IN

N

(¢)]

Rk
51 4

N TR e E R RN O, BT 4.1 (2K .

5.2 MFEKMES



YY/T XXXXX—XXXX

LRSI PASC) T SR AL AU PP A it ) 2 SRURE AN 5 SR A AT A U b AL B L BRIy, A S
REFERE, DA TIN5 S s & ORISR ICAS 5 AN FIE A R R g, in RS Sl s
ks CMOS,  HLE SR as TP I S AL RS, GBS SRS h D BUB s XHR(E
TOEMAREE . BRSSO, SRR BINE ST b, RS S AR TR AIE R .
H AT B IR o AR S OO S 7 AR ) — 2 P AUME R T — SR P A SR 4.2 I ZEKR

ARSI P 2 A5 B P, Gevt I e SIBURBRE L, THE PP K. N PR A
TR AU S A B B L

5.3 WERMREFILL

F2 13 S O PO 000 P 5 o 1) 6 AU RE AT > SR VR AT R U ot AR B BRI o BRI e 5 R
R RAC TN (U0 Q20 B Q30 X MIUAFIRF) AL (base) HiATLLA, HINHEL I & A
it SERNATE 4.3 BERK.

5.4 $xERSERBFRERHMEE AT
5.4.1 @S >106b/run SBEERENFRNERSE RIHTERM LR
5.4.1.1 MFEERMMUFFIIRE

F22 1) 3 T A CAE P 000 P 5 o 1) 6 AU RE AT e SR V2 AT [ 2K 258 o B v i AR B A2 AN o AR
KA D FMAZ (2) TSI Fr & i A AT 2R AR . AT 4.4.0.1 ESK

CVR — CvVB

AR CVR—FE SR
CVB—7& i B i 3L IR 24 - 71 i 3 24
GB— &[R4 4= F il 4

e DP—FP-T- IR

MB S B
CVB—7& i B JE R 4 e 71 il 3 %

5.4.1.2 MFEHE

A 3 PR ARE 1R P 7 st 5 RN PR B, ARIRERVGRAE A o Mrifihs, 75 2UFE #h I SNPAT Indel
SR, T S ERHEMSNP. Indel 225 ¥l S it AT 42 A7 5 SNP AT Indel ) R 80 E S5 ERA L 5. A2
MG T RLE (I B e R AP P 2R BT s AR BRI RAE A AT URE s Geih I P 45 R A0 H AR S 5 e 514
FCRBREE R MRIE AR (3« AKX () MAK (5 75ty —BUF 5IER % . SNPFIIndel 32 5
RrMHERA R . SNPATINdelZZ Al RS, SR NTT54.4.1.200 5K,

et AC—— T —BUF UM%
MS—— i A 5




YY/T XXXXX—XXXX

MB S LU 2 E
P (4)
TP + FN
R F: SE——SNPFIIndel 35 T4 = &5
TP— N B HE A H 5 b v i A8 3 4 — U AR S A s s B
FN— U 5 500 R ek B AR E B SNPL  Indel S 50 P 42 (1728 S5 A7 A s 3
P (5)
TP + FP

Adr: PC——SNPAIIndelZs 546 I #i i 2
TP—— U 7 E A 5 v ot 2% S B — B AR S A6 e 2
FP— I 5546t S A5 A SNP.  IndelZ 2 B 4 R — 338 S s i gk

5.4.1.3 EEM

EA 3 PR ARE 1R P 7 st 2RI PR B R BB SR E R A ARt AT A>T 3 IR EL R,
PG AR TR R, SR & 4.4.1.3 [EDSR,

5.4.2 PFFER<206b/run B>26b/run BB EEEMFENERS % RERER M LT
5.4.2.1 MFERERMMNFFIIRE

2 IR 13 S CAE PR 0P A5 o 1) A R AT I e R AR AT [ X 2% i AR v R AL B AR AN o St
TPy 28 e RAE AN > PR A . AT 4.4.2.1 OER.

5.4.2.2 WEMNFERE

T 1] 32 P 2 (A0 7 5 2 AN PP IR T s AR IR BRI E A M AR 15 2URE S FISNP Al Indel
S R, B S PREMSNP. Indel 22 HidE A2 AT 748 A7 s SNPAT Indel (1) R SHERAFETHE . 721
T PR (0 7 o AN PR T, AR BRI E R AT AR, GortI T 45 A H b 225 17 514
FCAIBE A . RN 5 4.4.2. 21 FK

5.4.2.3 EEM

FE ] 32 PR AR 1) 2 7 RN 3 PR B 5 R BRABRAE AN 3 i ARt AT A>T 3 IR &,
AGE AR SRRR, BT 4.4.2.3 (2R

5.4.3 SMFFEE <26b/run B>100Mb/run A E R ENFE SR NERS % QIR E R SR
5.4.3.1 MFEERMMFFERE

A2 I 1) 3 7 S O4E P 00 P 5 o 1) 8 AR SR AR AT [ X 258 i AR v W AR B L A AN o St
TPy 7 s FAE A PR AR . BT 4.4.3.1 UEEK.

5.4.3.2 NFEEHER

FE 3 1 I E B PP o R AN P R BE T, AR BROAERAE AN BT itRE s 15 2 ISNP A Indel
ARSEAE S, T S ERHEMSNP. IndelbriE 2 RBEAT AL 52 A7 SNP AT Indel f E R L TH 5. FE i3 i LE 1Y



YY/T XXXXX—XXXX

TPy 78 2 AT ER P S AR IEBOABRAE M D WA, SEiH I 7 85 3R AN H AR S 7 91 B S IR AR 4
SR NI 5443210 20K .

5.4.3.3 EEM

3 PR AIRE BRI P 7 st 3R 3 PSR S AR IR BOABRAE R it R AT A D T3 R &,
MG AR ARG S, NAF54.4.3 325K

5.5 ERHEFEX
H WA F P St e FshiddE, RifF 4502k,
56 ZTEEX

1% GB 4793.9. YY 0648 F1 GB 4793.1 AN 23k M 58 I 718047, S5 RMNTTF S 4.6 HIMLRE

7 EBEHERAMER

()]

%1% GB/T 18268.1 Il GB/T 18268.26 AH W 2% F i 1 /7153047, S5 RNTFA 4.7 FILE .

[$)]

.8 IMEHIGER

1218 GB/T 14710 AR 5 FOE 715347, S5 R NAFE 4.8 IIE .

o

FREAIE AR

ML GBIT 29791.2[K1315E

~

BE. T I°F

7.1 8

711 BRG R OOSAE B BALE B E A, A GB 4793.1 A SHUE, b RN %
a) G BUHE R R R A PR B A
b) BE . BEREEE RIS AR T WA A R BIARE (RS MR IE— AL R
A e I 1, IR — AN AP G A, AR R 2 AR IR A& 1R = S i 5
o) HUR(EE: FIURMERR . AE R AR B R R AUE AR B R,
7.1.2  FERIDFPACN ZA% I GBIT 191 MIAT Fe M BhAT 3,
7.1.3 ARSI AARAE S B SR A S A

P

7.2 iGH
e 3 e RTINS0 I 42 i i e P B SR B
7.3 I

1o 3 B DAL SO AE fR11 3 R AR R A



YY/T XXXXX—XXXX

2 £ X W

[1] GB/T 21415—2008 A4 ST a8 08 AEHIAE s v 2 XU B AR i R 8 20 B R ) T
IR E

[2] YY/T 0316 P=yyaeti IR B B2y S A R

[3] YY 0466—2003 P=y7 &t F T Bo)7 #3ibnss. pric MR MG BT 5

[4] ISO/FDIS 18113—1 Clinical laboratory testing and in vitro diagnostic test systems - In vitro
diagnostic medical devices - Information supplied by the manufacturer Clabelling) - Part1: General
requirements and definitions.




