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Single-molecule gene sequencing - Part 2: Methods for evaluation of sequencer
performance
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GB/T st 5E 1 B0 LN (IARTE, I ACPERE VN 5%, FEARAR BRIV K i EK, il
JFRAEEOR . TR LA a0, DU EOR o 001588 70 2H k-

—EBLE T AR, BELES NER 280 B 3E 0 A5 i S 14 531 2k LRI e ARSI A FH £ 2L
WA ALE T 58 B 2 R I e AUk AR AR R E S, e BAT IS PP RFALE PR 370 2 DA e 2
BSHERIRARE M BARAR A

— 28R MIFACERE VAN JiE . S 2340 2 35 13 4 AR I 5 OCTE RE VP A 75 THT 14 FE8 AR 2L A S it
o H BIFETRURE 557 22 DI 5 AR PR BE VP ZER St 5 v

—EE3ERTY s FEAAC RGBSR EOR . B3 E R B LA AR A AL BRLTE T T 14 FE T AN R ARSI i
R o B AR T 5 & 1 500 1 ZE D PP AR AR SRR R FEAR AL BB R BRI FEAS I 2R SV FAY
Jiiks

—AR Sy BEFAEEOR . D ATIRAE SR e S4BT 2 B AR A R o 2 T e T A R AR S
TR o H AL T 55 B3 Sk DRI P i o AR AR R E SC R RE Ml i B SR S N Tk, ikl
FeAa 5 220 1 81 B TR S Fe 1 910 2 4 L srte ORISR 8 s 5

—EEO Ay A . HEOE AR 1 BR2HR A AAN A TR R 43 M U5 THD 1 R R B ST R A
R 008 8707 J DAL P S g AT AR 005 2 5 M (R A S A L R S Y 3R L Y LSRG 36 5 1%
L AT SR LR 5 D EE .
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BOFEEMNFR £ 28557 MFRLIEETFNHEE

1 SEE

ASCAFRLE T 8737 P ASCOF E PP IR, 3R T AR L R85 72 o

ARG TR T 1 TSR PO L. B0 T AR LN AL BT PRI A%, B
A VE SN Y RFALE PR B 731 35 DR PP S FR o B VAR

A ER T

——HIH 2 A0 LD BRHEAT ARSI Fr 1 570 55 R P O 5 B PP

——FI AR HEAT R PP F1ERE AR B e 0 358 BT 0 A PR s P

2 HEMSIRAXH

N HU A R P 2 e SO R TG TP T BRCAS A A AN ] 2 R SR s R, v E 51 SO,
A% H AR R I RRASSE A SR AN A 51 FSCt, HEFRA CEFEFTA MBS EH T4
A

GB  4793.1 . FHIALIGEHBRSMLEER F1E0: BWHEK

GB  4793.9 W& . FEHIASLE = AR &ML ATR oy SLREM ST AEMENA
SRR B R IR Bk

GB/T 14710  [EF MR ER S 5008 775

GB/T 18268.1 &, #&MIFSLIn = MM MRS RS

GB/T 18268.26 W& . #iFsLin = HM A HEARA M
(IVD) BEy7 &%

GB/T 34065  ZrHriX a8y 4Bk

GB/T 11606  ZrHr XA ERIALS F 1%

GB/T 191 A fiis Bl R Ar

ROHTER: B ER
R OEE26E T REPRER ARSMZ I

£
£

GB/T 29791.3 MRAMZWIEEIT a3t HE R IRUEIE R () B384 Tk AR AMZ W 4%
YY 0648 M. AR E HERRSMZEER F2-10155: RIM2H (1VD) =%

&L HER,
GB XXXXXX BA;rFHERMF 10 KRB

3 ARIBMEX

THIARE R E IEH T A
3.1 BYSFEREME single-molecule gene sequencing

FE I3 T 7KV XS R IR 731 HEAT SE BRI P 1) I 5E
E: TR B RS S R (E R R R BEIR U 3, X A BRARAR 3 1 S LR
BN 5E SRR« KRR A7 e B B 0 e % DA R i T AR B EAT T P 91 5 (1 #0231 2 5 3K

E 2 By IR DRI R e, AR R AN IR B P G R PR DT 2K, AT ST R R R SRR BRI

o~
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3.2 BYFMAKFAEENSF single-molecule nanopore strand sequencing

FANLIR T WK F LI IR G » Bt R o /e Sk B A sl At 7 g4 i g —d@ g g9k fL, =4
HE A SR, ZN T A S SRR LR 1 R 7 71 AR TS B =K.
3.3 #KFL nanopore

BA T B MK E R ALE, LB 5 g A 5 e ds .
A WE S NEMEALESREESLIE.

3.4 MFBE throughput of sequencing

FRIBAT RIS S B BB s sl m] U 5 1 B SEAZ A% R A M AR (DARE R0 iz
O EEIBR T AMESEE AL, CAHRRIE SRR R A B A
[SRyE: GB/T 30989—2014, 3.21]

3.5 MEEME accuracy of sequencing

FIRISAT RGBT R SR KPP R B HR AR PP P s b B 5 50 7 — BUE R 81 525 R 51—
BRI .

I PP AERA B2 BT ST AT G (1) 3ok

Accuracy = Matches/(Matches + Substitutions + Insertions + Deletions) «-«-===-+= (D

o

Accuracy——M 7 HEREFE 5

Matches—— LA IERRBRE S

Substitutions—— & AR

Insertions——ff N IRTLFEEL;

Deletions——HR KA RINFELL

A AT HREFHINPE

3.6 I EMEE average accuracy

HLSAT AT SR S AR T 7 5 R B HR G P A SR A B A 1 05— B RS 2 5 25
FItExSIa, BT PR B 225 7 A —BUR L .
E: AT AR ARG

3.7 H{IHUEFE median accuracy

B IRIS AT IRAF I T A4 1 20 B2 D AE M B2 b v 2 A T HE P A AR 4, 24 AR N
U IR B BRI S B — 2 o B B e — 4% BT

3.8 AXHBUERHE modal accuracy

BB AT AT ) 554 10 25 1 41 v B RN 3 At 52 T A8 77 ] ) o v WK 7 ) A

3.9 MFEEE sequencing coverage

FRRIUREAS (A% PR PP AR 25 SR8 75 T2 % 7 51 B Ee il
3.10 SMFRE sequencing depth

ARFN R A i 5 R A TR RS 00 ) TR

3.11 WEIRFA base calling
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TR R MEEAE S J6fs 5 el At b 00 7 s 82 1 72 A A 5 B e BB 2t 1 91 45 B I i e o
E: EYUKALIN R SN A — SR F AL 28 27 S0 BRI B 24 S SR A,
3.12 MFHE read

S FF- 6 7= A I 78 B, E i o T E NGRFLIR A TR 4G, B4 5 1 FL -5 100 5
A= T H A B

3.13 MEiEI read length of sequencing

FLRIEAT AT B i B S 1 P 8 i BB, s DA R 3R R o

B TFRREMNFENERE SRS, PSR, 5KN0%.

[SKE: YY/T 1723—2020, 3.4]

3.14 £%JF%| reference sequence

Fe 3 Fr B L ) 0 il 22 DXL 21 571
4 EBXK

4.1 4
ACERHMAT G0 R 2K
——XERRIA A BRI, JIE B BUR, &8 A N A 5 AU 5
——AUEITOC, N RE . IR, REMENRE L TR
— R RS REM. ik,
4.2 MEEIER
4.2.1 NFB=E
4.2.1.1 BHUNF &S
R I AR AR A R R o 1) 4 A R A B VR R AT AR5 I A o AR B L O A A
Fe s AR S BESE RS > UM P A5 S IS R 2 CIRAE AR 145 5 AN IR A S2AS [F] i
Ged%, WEBAE SRR T I RS EE CMOS, L5 SRR 38 T 1 SARAR 3R o I 5 5¢
FRAREE . FRBIEE S TR, SPRERBIGE ST 0T, BB SE B ARERFIIE

El

it o

LI [ 2 225 W) L R A DNA, 0 AL BT A b By — (G2 AT 11 368 B 2 A 5 1 32 K
T AR 2 E USRI R A 1 T 5 NG RSB BEEERI 41 DNAL B
T FAth b Jm AR [ BN BE R 20 DNA 154 53 S WA FE AR 1 S b vt
T 0T EHE RNA I RO HERE VR 34T KR
4.2.1.2 BRRNFEE
I 5 225 W) S L DR A DNA, - BRLKGES B IAZ AT A3 1 I A5 45 1) i 7 R
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T ASCIFR A 22 B SO LA AT ) I3 4 SR SR IR T BEASE I 41 DNAL BL
L HAt R A [R] BOK /NI BRI 28 DNA A0 BB PR R A (1 S

4.2.1.3 B{IptENFEEE

AT B i3 R 2K
4.2.2 MFIEK
4.2.2.1 MFEKSEE
B3-SI R I 5 2 ) A S A U P 3
VEr A TAKIL I R E S .
4.2.2.2 MFEK
K E RS RA DNA, Skl ks Tl iz, RSN ESHE T B
B N5O Bzt s FRA A S ISR R AR A i Jek K

4.2.3 NMFEMREE

4.2.3.1 BoF—HMHENEFERE
R [ 28 225 ) o BE R 28 DNA, BRRAES BRI ASAT 1R B0 43— S5O 0 e e B S 1 45 s
AT LK
4.2.3.2 BRMEAEME
R 28 228 ) o BE TR 20 DNA, - Bkt Fr B B AT (A BE vl ik N 21— 300, A4 il
TP K
a) P EHERRE
b)  AREHEE
c) CFIJUERRE
4.2.3.3 —HMEHE
A3 P FILE B0 PP IR G o I 78 5 SRR R B, A X 228 ) BE TR 40 DNA, L
Xof SN 3 P R SR, DM — SRR B2 RLAMIC T 99. 0%
 VEL: SBRSE FF A SE BRI DNAKY U f, 7 AT A BRI ZLDNAZ: % i e T
 VE2: PBRSE FUF R CE R IR, T AT 40 B R FEDNAZS % R
Vi DU ELERNATIF IO HE RS AT EER
4.2.3.4 TREQNERE
)36 P FILE B0 PP I G s P 78 5 SRR PR B, A FE K 228 ) BE TR 2H DNA, L
X BRI A G T R, 5 BARRIEAR 5 SNP M N B2k Indel M Z5H938 5 SV S 44
LELLHEL, SNP AT Indel o SV FRIHHERAZE AN 7 BIURE B 4 155 45 1l 7o 1Y) 225K
T B0 B RNA P B PERE VR 34T 2K
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4.2.4 EEM

BEAT =URER, MR AL 4.2.1~4.2.3 UEK.
4.3 =£MH

— FE A M FE B SR DR AR /2 GB/T 34065224 PR E R, [ F I RS T F B4y R 5
AR FEGBAT93. 1R/ FNYY 0648[K1 K .

4.4 EBBHFRAM

— 543 AT P B3 BRI SRS FEGB/T 18268, TSR, 122 F i A2 Wit P B 49— 35 BRI A3 |7
T JEGB/T 18268. 261 1E sk,

4.5 IFEEERMY

— %5 A B3 1 DRI AN A2 GB/T 11606 3K, 125 FH i FAS 12 Wi i B840 1 5 DR S0 ds Iy 3
JEGB/T 1471002k,

4.6 RINEE
AP RE RN A — AR B BN A, 8 T SEIL R RIS T B W . AR, 55 REE.
SCHE S AL SRR ARG B ARAE T AR Th AR . R R AR T BB 43 AT A o o R R 1
WU SCHFEAT /3T EERE s HoAth 3 50 23 W A I 20 3 P At s DA G B P 12
5 HWHE
51 4N\
FEEST ANRHEATIO AT . 45 R 4.1 IEESR.
5.2 [HEEHEAR
5.2.1 NFBE
5.2.1.1 BHlNFEE
I8 402, 101 BUE R L, SRR 4.2 11 IEDR.
5.2.1.2 B RNIFBE
R 4.2, 1.2 BUE IR, ARG 4. 2. 1. 2 IEESR,
5.2.1.3 BHAENFBEE
M 4.2, 1.3 HUE IRV, A5 RN E 4. 2. 1.3 IEEKR,
5.2.2 MRFIEK
5.2.2.1 MFEKTEE
Pl 4.2, 2.1 U IR TV, 85 RNATE 4. 2. 2. 1 HIZEK.

5.2.2.2 RIS N50
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R 4.2, 2.2 BUE IR, A RNAFG 4. 2. 2.2 IR,
5.2.3 MIFERE
5.2.3.1 BoF—HMHNEFERE
FEA M FIREE, LOE B ST IESr, SRS 4.2.3. 1 EKR.
5.2.3.2 BN ERE
M 4.2, 3. 2 Mg MR JT %, BRSOy BRLIE AT IO HERR B Tk T 91 Herb— T, 45 RSAF
A 4.2.3. 2 ESR,
a)  HPRLEHERE
b)  AREGAERE
o) CPFIHHEREE
5.2.3.3 —HMIERE
TE 32 P R0 1 7 2 e N IR FE R, i 52 B HR AT X, ARIE A (D
TSR, A RNAFA 4. 2.3 3 IUEDK;

e

AC——— S HERA JEE

MS——4H e i 5L 405

MB——75 & H 7 [X (58 F L i 4

Forr, MS EEE . AR,
5.2.3.4 TREMAEHE

TE il 32 P R0 10 7 75 2 RN IR FE T, i3 5 SNP Indel. SV %R AEREAT LUXT,
Giih I e 25 R B AR 2 2% Fr SR IR 4, IR A (2) AR (3) 1HE SNP #1 Indel
Jo SV AR ek AERG S . REEE, S5 RNAFE 5. 2. 3.4 BIEK;

A

P—SNP 8% Indel B SV A% A M HER K ;

Tp— FE 5 A% ) 545V i SNP B, Indel B SV 243 4 — A48 T A7 s a8
Fp—3 /5 54 A% HE (R AR HE i SNP 81 Indel 8% SV AHAAEAE T S5 5B AL 178 A7 2 4

— TP
R= T, +F,
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A
R——SNP 8§ Indel BY SV 2% S5 k60l R AR
Tp——I FEBHREAS S FRUE S SNP 5% Indel 8% SV S H3E 45— B4R S o7 a5
Frn—— 5 2008 AR A8 1 S kR 5 SNP 55, Indel BY SV 2228 B 42 1148 S 467 5 2 2
5.2.4 EEM
TR 4.2, 1~4. 2. 3 UGG 1%, RIBEAERAEIAT = IRER, 2GRN AR, 4%
YIS 4.2.1~4. 2. 3 IAELR .
5.3 REEXR
— A3 AT FH B - R DRI 4SO /2 GB/T 34065 [RELSR ,  125 I PR 12 it FH B 49— 25 DRI A
2 GB4793. 1 A1 YY 0648 AUESR, HEERMNTTA 4.3 FIESR,
5.4 HBHHMESR
— A3 ATT FH B - L DR ASORESG J2 GB/T 18268, 1 [RIEsR, [ FH I PR 12t B B 45 5 DR R A3 s
Nl A2 GB/T 18268. 26 i3k, HEERNFFE 4. 4 ESK.
5.5 IMBEERM
— 4B FH B L DRV AR A2 GB/T 11606 [MIZESR, [ FH I PR 12 It 2R 4 35 R R4S o7
W2 GB/T 14710 UELR, HEFRNFFE 4.5 MESR,

5.6 IHIHEE
S T B, BRI TS 4. 6 FEDR,
6 B, THMEE
6.1 BEIRE
6. 1.1 UBERNIZFEIE GB/T 191 [ X e dt4T a3,
6.1.2 AXZSEIEFEN NG AL A SRR S B 4

6.1.3 ANFRFRZEEEAL ST A GB/T 29791, 3 ML AE

6.2 TH
W AR 12 32 HE i 3 sy D 2 SR B i o
6.3 Iz

I A3 2% 32 HE F1) 36 ) L E D 2 AR I

10
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Bt C B FERMFN HETNMASE R

SEmER REBKE| %3 R P ERR

SMEIM B #KEE |SNP, Indel F0 SV AUERZR N R &
AEE K DNA >30k bp | AEER4H-

giuliie) B. —BXMHERE
HPV f5 B4 ‘
HPV11 BYE [ 4H DNA 13k bp maX —HMHERE
AL
e | EEEEEK .
S EEEHEKRERELZ DNA| > 30k bp [ GC AE N —EUM AT E
SR EEERE A DNA | >30kbp |B GC B | AR EBEHEE — B MERE

MrBE, MK, BXRWF

KPERFHERADNA | >30kbp | KABRIEAR | KBHRFBE X X
ERE, —BHAERE
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