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][

Al

A CFEIEGB/T1. 1—2020 { #rEL TIESW  F1E0: adECFREamEE RN fHEE
L,
WA PR ERERES RER . A ERAIEARBIR LR TE.

AR N RICAE 2 2B
A & E RS EARERRARZ R Z(SACTC 179)H0.

APHREELRLL: AZEETG. WIERFE. TEEFHZEREIMNER. | HRELLT. TRER
BUEZR R EHoRf L. PEREBGERSE. e EMEST .

AMFEZESA: THE FLE. TR ROk &1 Al 5idb. 2REEE a0, Fis.
RO, WOCH. B

1
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ZEMZE DNA ZRAIFRRENTE

1 FEE

AAAE TR R FEARETEERZAZE DN BERCEANFRERNSEERUE
IS A ARG RIGHRE . R . BESIGHEREAZR.

A E T WFR R N FEE AL bRic R 58 A ST 38 SO b B E A AR M SR A
STR.SNP,InDel ~ ZFiif&bric LL R EKLfk DNA #H4T —RAFFH s #r.

2 MmMSIAXH

THI R A S AR a5 B R AR SO AR A& AR H, A BRI SIS
. 0% H B RS B T Aot AER B S RSt K ek (BfEmA i Ess) &/ T
AL

GB/T 27025 #allFIeEsLEe = 6e HREHER

GB/T43633 ZEFFE DNA LR ZFE WM

GB/T43635 ZEEFIF DNA LTREHEHT

3 ARBRMEX. FR&E

3.1 RBMENX

T HIARE R E & T A0t
311

DNA JIFF  DNA sequencing

XIDNA 7+ F R BHE Y W s, B E A sl & 7 TRIIRTE S (A) . SIES(G) . fmEng
(C) Ffg B mz e (T)  B9HES WLFY -
312

Z{XMF  next generation sequencing;:NGS

XAlF 144t Sanger UM EEELE L) MFr, BEWE — U T KEBER 7T 50 E I EeK .
3.13

PN targeted sequencing

BT e o B ER AR sl B BRI 4 (X P L AL AR Rl AT A I
3.1.4

#it=X PCR bridge polymerase chain reaction

BEEE DNA —wmFRil S RAEEMNERTREFRES S, SEERFENS —mESH, 5T
FERBEXN S —FOAFEER “TBAH” , LUCEDNA ARG T 8RR M.
3. 1.5

F.4k PCR  emulsion polymerase chain reaction

¥HT PCR ¥ KME R SlHAERIES, BRKEMEKPORILEMM L PCR 12N, fEH
rh 3 153 20 K AR R R E T i R .
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3.1.6

DNAZ9KEBk DNA nanoball;DNB

RN FERERT BEES, 5% DNA 2T B s, &k 5 A3 (0 sl B2 B 3R IR
DNA, 2R 5Bl Ry ¥ S8R DNA #2340 BERELT4L 17 Y.
317

B single run sequencing

WA RRBE AT — DR, — 8 8 — oW 3 8947 4 -

[kJ§: GB/T  30989—2014, 3.20]
3.1.8

SEE library

W AEYRIERN . ALERSeEEARERGEIAN — 1 EE 0 T75.

T ISR SO, BN DNASCHE, MEREARAIOUES:.

[AJ8: GB/T30989—2014,3.5, FHizek]

319

##3k  adapter

T drid M E el e v B — /B C 5 IDNA R EL.
3.1.10

FZE  index

%1% barcode

—BREEMREABETRER B, E2FAEGENN, YA EEARENME —FE.
3111
MFFER® sequencing throughput
BRMFTHEAFAGEMERFREERTHEMRAERBEERNEREZR (LIEEER)
s
FJE: GB/T  30989—2014, 3. 21]
3.1.12
MEFIEK  read length of sequencing
TS MBI DNA  F B EE .
i W EOR.
[#iH: GB/T30989—2014, 3.24, Hizel
3.1.13
MEFRE  depth of sequencing
R I RE A op B AN 8 B8 T RR B3 AR 4 E 1 B R B A R
[RiE: GB/T  30989—2014, 3. 31, &
3.1.14
WEIABEMRE accuracy of base calling
BRI F L e e B o T R e S B R e
[Ri: GB/T  30989—2014, 3. 27, i &0
3.1.15
WEIARIEHRE  inaccuracy of base calling
BRI P R T R A L R A S B e, SRR ERE (3. 1. 14) AHXT .
[R{E: GB/T  30989—2014, 3. 28, A2
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3116
WEINSIRRE  quality of base calling
E R EFINH L, BFURFEEERR.
AR TR B & SR R R EHRE Z AR R AT A (D) o
=101gP (1)
2o
Q— WALRA A &
P—— WL R AR,
[Skdsi: GB/T 30989—2014, 3. 29, &4
3117
S47EIME  analytical threshold
RGN B A5 5 5 AL 2R g 75 1 A7 PT 5 X 40 A B AR PR BEE (5 )

3.2 4mEiE

N gangEIE R T A S

DNA: i 5 1% § #% 2 (Deoxyribonucleic - Acid)

DNB:DNA #9KE(DNA Nanoball)
InDel:Jfi A sl &t %% (Insertion  Deletion)

NGS: —fRllF(Next Generation Sequencing)

PCR: ¥ #8550 . (Polymerase Chain Reaction)
SNP: 1 f £ & E(Single  Nucleotide Polymorphism)
STR: & & B & & /7 ¥7(Short Tandem Repeat)

4 BEER

4.1 SRISEBINFFGGB/T43633 (GEEERIY DNA SIS BTG 2K,

4.2 SEES N AN AR IFERE T AN F#HTEERER RO R M EEA L, IR R 4
g A o e 8 R AT - B SR

4.3 SERENAEEFCBAR, 6. EG. el RTRRENSE, HARXSNRA. JH
idg. MEEROMEE, REERATLE#E.

4.4 SERFMHESIENATECB/T 270250 %K. LRFMTE CFEHENX. HEEX. AT
BB 1E DNA 5%, L3 M E 0B i TAEX 380347 PCR 18 AR fE GAMIECH] . FEAHl &
E)MGE PCRY . MFA SRR ERE, HFRE AR TIEX. BIRHUEN STz, SERsE
N R HI RSN . FrA SR (R R e X80T -

5 RE

¥ A ks o SRR AT & I RF AR 5, B R RC PCR. L4k PCR 5 DNA 4KERT 1855 PCR #1844
A, BRI EROL, FRICRRCCRE, RGEHT TN . FIRA & BaaRIFr f5Rg, IIA—FhEL
ZRFMCERATEIRCRDE TR, ERGENOEAT, RBEIE T AMOEN, #1T DNA $#15E
fi, EF—RIER R SERGESFERNNGES, GFIOuES. BESEEREE e T
9%, WERZESIFRERNIM SiEEEE R, S b RFEln, EENFEE, IS AE
FATREE N



GB/T 43636—2024

6 FEMFNE

6.1 &M

6. 1.1 XFTF KA AR50 2844 F kR 7= Sh RL L8 GB/T 27025 M ERZ Fikw G Al R .
6.1.2 X T RHEBEACE B TR ERA B bric A 8 3R B AT I 2 1 380, &
FEEAR T, REFE. BetE. 5. S8, EMEVE. MEfeaitsE.

6.2/

FERGESEESE:

a) ACHI R BEEE R ) s i KT 20, B O BE 2 5 W e e N T ELE T
99. 9%, Ml Frif & A M AR E R s e b ic 50

b) PCRAY:

c) PIER PCRIG

d) %‘ﬂn‘m:

e) (KiRIKHE:

f) Bilids.

6.3 X5

FERRE AR

a) DNA M. HTBIR. 7&RGSEEMFEASIE DNA Fi1Taik;

b) PCK HEA&F MM AT IMECFTE & 1 X STR. SNP. InDel ZE#i % bric a2 i fA
DNA H1& Birfb S8, SRERNEDONAE: ISP, 7868 R b

c) XEHERAF: ATERELBNFECERE, SRNENELREE: k. DNA EEMHN
DNA B&5F. S

d) MR B SO AT ARE R, NENE NS WS, W RN gk

-
7 RERE
7.1 i@l

RIS NLAT S A RO B PAMGES BR ERE 2K, TSR = i R SRE, SE AN AR
WkfE S, NEEDEE:
a) fSePR: £/84% DNA RIS e s, M CEER. M EASEE. M RKRs:
b) FEFER]: EAGE DNA REMREZES. SOFF BOKEEAREEES]. P IR G E0EE R BT
il MFEERRE .

7.2 DNA IERS4HL
ZHEGB/T43635  (GEEERPY: DNA KR ERIHNG) (973 T REls, JFX! DNA $RIRA R AR

BT R &Rl BRI CEE )TN DNA IREZHITE S, NS ERRA R EE Rt
TESAE. WOREZRRE G AT S ZR, N SR HUEUE It & B AT R R A .
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7.3 BEFEFT i

Fri& B 19 DNA InE 5| PE &R PCR TR &4 PCR ¥ 38, F ST FIEMN T AR
PCR F¥BEAT AL . ¥ 18 R ik 22 R 063 2 502 AR N Bl U 0 158 1 . 9298 57 4 B8 PR 1 % B A A
HXof B

7.4 EEAAE

FEPROERMESL. SO, U SN SCEE —{b. MR R DA R i B
TR, Hhid S HIaE.
a) EMTbRICE ARk, PibiR Rz G A U
b) bR kR 5 R R R B0 5% SO FE AR AL BRI i I P i AT A AL A FE
¢) TP g i A% R R Ot E W AR M SO PR BT, mIGE R AW W ORI S R BUR
v, SEEE S NSRS R R E 1 5 O P R A U P R B R A A
d) FrERBIERFACEHRTE MRS, Bk LN A A A O =2k ik

7.5 MIFSEEHIE

WL ES—. REF, EXAHA PCR. FLIL PCR Bl DNA FUKERY 8577 kAT (5 90O
H, (ESmER AR ZER. MET5 & L AR &l B 5 A

7.6 W

WRE A RDEITRR, EMNFEMERTEEMETREMEF CESTRIFNERETESS, RN
PR ZE RSP ENES, AFRERRTREES. AESHETES. RN ES AN —ANF
B 1S, HoAflhE EH A

a) AR R A AR TR AR G R R E &S 1 SCF EHLIREL

b) R EL M A v BE o o 1 A% bR G R PR 4 S 3 B P S DL (R 0 e 5 R o 1 N e

c)  HRIEASFE AT G 004 AR R A R S B A0 R W OE A A AW R IR

FHEAT R IAE, PRAETI 45 R .

8 HiENh

8.1 i@
8.1.1 REMSEREFIN

Rik H AFFEER i e . SEREEE 2 2 MR A E B ¥ 8E, BHTEER B A bR 2 — AN
Fradie b, SOR QI Sia a5 R e m . AT 3R

8.1.2 AMFEE¥ERELDS
8.1.2.1 RaNEREFE

L R RV R G e R, BV AR R OB R R . PR E. FRIKE. NCR
B BA S E ) I, Bk S ESS.

8.1.2.2 ¥
IR MG 4 St i R E R BUE P k. E R AR N MBE LY, Bt A EaE L

2
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i S EN R AN ] (i E A A e b c s A R A AR T S 3T R, st E
BSAIE)

a) Rk SR T8I,

b) HERE—EEEHN BEN T,

¢) WEMMMAERIERAERME, XS — €kl HRmREEEN 5

d) BEEIMNERD, ZBRFYFHEBEAER T RERN RS

e) ZBREVIEKT—EKENF;

f)  HAbLE T AE A8 U1 2: B2 H 5 .

8.1.3 EdBExI T

KA & At s R RS R AR EEE, X B iREER B T T 0 R g e
R .

8.2 STROHE

8.2.1 —ARIIFF STR BUE /M fh R #74 STR (ENFHIEEEEinicitir 08, KA HETm R
FIAEF) STR EMEE W HRH AR EMER. FRAZETHERGENSHARKESZEMS
gy, HHEEFIME—{E.

8.2.2 LL GRCh38 fENLLXZHF4, LAHIERFFIEN STR 4tk .

8.2.3 FFEK RN EuEE RS STR VI8 FKE, ARGEAFHHER 7 U TSTR 48, M&d-RiliE
481 () E i .

8.3 SNPHE

8.3.1 Ll GRCh38 {i: ALt ZE 5.
8.3.2 KHIdbSNP HHEEFEHID Sil(rs#) MIARIEAT SNP i 4.

8.4 InDel 38!

8.4.1 bl GRCh38 {ENEHATZHEFH.
8.4.2 EAZEFELIFFE Bbor, BURSMAERER <" #tiThos.

8.5 ik DNA A

DL KL K {f DNA %75 (NCBI Reference Sequence:NC_012920.1)fE Ktk xt & 5|, i#iT
FPRILLRS . PHERERL, PRl 5Z AR E RIS

8.6 AFFEHEERESER

8.6.1 HILRIEE/fr il G iE M FFIREE (& EO) fE a7 Bt HI B o i e . 5 3 AIFFIR L o5 L
(TE P22k [A] 8 /o et 2 0 PR FE b B 5) A T B B (R WA e 7 P B o] Bt i 35 e 511 9 0 e R 1
&t T SE Tt B E I R BRI S AR .

8.6.2 siG= MR BATRMEEE SGE TR ETRIRFRE S . BERETZESERL. &2
Bl pl. $H0 SR BAT R —RIEHEA, Sivh 00 iR 7S e 2 s U PP L o 12 0 2 0 PP iR
FE A E 3k 1% CF7 52 2 00 PP 3% 95000, BR 75 e 3 B M PR ER L 850, R D) « 34T 500610 #
A, RGO EE A A 5 0 75 B B v PR B 2 i R B A el (P ), AE B LI
Hh AT E P PR B S%PE A S B E LB . X T STR ZERIRE, BIFe®isE S KL T
U, FRGTHME A P B R PR B b, FER2E (B A e 7 e 1 ) o v IR R EE L. 8%

[
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527 IR [ SNPA Y | MR | R S
TGAATGCCATCCGTATCACCTGTTGAAGGTTCACC S EHE T 4940 | 4940/5000=98. 8%
TGAATGCCATCCGTATCACCTGTAGAAGGTTCACC K 75 51 A 50 50/5000=1%
TGAATGCCATCCGTATCACCTGTCGAAGGTTCACC I 75 - %) C 10 10/5000=0. 2%

5 -
- 4.5
3 47
3.5
= 34
=261
:-E 2 J
gf 1.5 &
P 4 L] L .. -
i; 0'; . oh.....“'. .e ...‘ K .'.......-..'*.. see”
. 0 10 20 30 40 50
AR
H1 S#8EXPEASHRERIESHFERE SHEER
#£2 CHISEHEENE SR ZEEENFIIER
393 R %) R NFEIRE NFEFEE S
12 [ATCT] 12 SER 2500 2500,/5000=50%
10 [ATCT]10 S 2100 2100/5000=42%
11 [ATCTIi o 150 150/5000=3%
9 [ATCT] . - 1 130 130/5000=2. 6%
11 [ATCTIsAACT[ATCT]s e S 5] 90 90/5000=1. 8%
12 AACT[ATCT] I 75 %) 25 25/5000=0. 5%
10 AACA[ATCT], 75 51| 5 5/5000=0. 1%

8.6.3 BUEFF A HTAEARISEER B/ SR o rRER, fRIES. 6.2 FRITEBCEM PR S, Bt
S 2R R R R (BPE E/  i) B R R SR R S AsRiR) . HzERNTRSET
1O Az i (M e/ fr s B - i B, & 2 A5/ T 10 BASN A= 358 RE 104F iz 2 1 e /67 e 9 20 #

] {Ef

8.6.4 ZBWUITFREEARMASHEEHSTTRIPH.
B HRHES. 6. 29 ) i e R IR B o B 1% E A ESNPRL s A LL . #EAA F91ZSNPAL s 1) 20
REE 54000, MIBFFEREEANTF4089 75 GZn@lh 40510830, 20, 10) BRADAME SR, W3,
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® 3 XS\ HANFHERRG

%1 SNPAyRY | W FFIREE (I FPIREL & b R 2R R
TACATAGGTGGGAAAGCAGAACACATGGGTACTAAT A 3930 98.25% | FHFAIEEH
TACATAGGTGGGAAAGCAGAACACGTGGGTACTAAT G 30 0.75% |BFHEFF
TACATAGGTGGGAAAGCAGAACACTTGGGTACTAAT T 20 0. 5% R 5 73
TACATAGGTGGGAAAGCAGAACACCTGGGTACTAAT C 10 0.25% |MRFEFEF

P2 12188, 6. 2h AT E W R G L 2%fE gt STR JEREEA I E LBl FEA BAYiZ STR LRI A 2
TP 3 BE 10000, D30 e 3 BE /N T-20089 7 71 (Zon Bl v 20 53 9100, 20) BEADSREA R 0 T8 Rk FE o EL3%HY
Fedil, it — iRl o e A e E s 3, IR,

F®4 X SR ZEEENFINERRG

K FF 5 W PR B W PR EE & H wrHIER
18 [GGAAT i, [GGCAl 4500 45% E20E 35
18 [GGAA], [GGCA], 4200 42% FhE
17 [GGAA], [GGCA] . 480 4.8% o
17 [GGAATO[GGCA], 400 4% T
18 [GGAATs [GGCA]GGAA[GGCA] - 300 3% W 75 7 5
17 [GGAA], [GGCATAGGGA[GGCA], 100 1% g 75 15 %7
17 [GGAAL,GGGA[GGCA]s 20 0.2% I 75 Y 31

R 3 F 088, 6. 27 P B E MR (G EE 1% E R SNP G S RE L. B4 CRYiZ SNP {5 fl s il e
TR 500, 4 5 e W B o e vk SR00T N P R (B A0, M BE8. 6. 3P ARk T I IR I 1OFE R i ) 1 -
3 FEE SR8 A9 i Fy 5] Bl i 2 0 R oy HE T 1%, {8 B AR A T (R A R ) s R S
Fl, VRS,

'S5 XS\ USRFIIEATH

FF 51 SNPAF Y | WFFIREE |80 FFIREL & L) B
TACATAGGTGGGAAAGCAGAACACATGGGTACTAAT A 483 96. 6% FA AR
TACATAGGTGGGAAAGCAGAACACGTGGGTACTAAT G 9 1. 8% M 75 1 31
TACATAGGTGGGAAAGCAGAACACTTGGGTACTAAT T 8 1. 6% Lyl

9 BESHIH

9.1 % STR fENFH ZEMBERCETZRER FZSANREEERGHE . B FE 51 A H 19
STR HFfAREZERMIMAFRSFMUER, IXRAABFAXRRENZFFHZE STR FMHMERMES T

Hiw .

9.2 MAHTZEEMFSHNRUEBEIHELIES,. FERrHFEMREEFRCEZES K ROEH.
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M R A
(R )
ZEBZE DNA ZRNFRRERR

HEFZ DNA —RFBERICRERRLE A1~ £ A6.
£ A1 FHESE DNA ERERECE

XxxxDNASLI = o om s
¥ e DNA EEE RS E

BEA:
JIEEUR DNAERIE: 8 & A H ™ 4 £__F A H_#_5 (24/h8tH)
ERNE: DbitFokil OSEBER PR X DA

BT
EERH: OEH— ORA= O
#iF LOT 5 :
FARS g HARS R HFARS W

WA R Ang/ul., FHEAELREACHESERRKS.
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® A2 FHfElE

x X x x DNAS I = ¥ w5 .

DNA faSick—F HEfFlks

(A
PieiE. B F A H M o E__HF A H_ B 5 (4hEH)
8GR Ouli— Oui— OWi= OuGhl O3

Al LOT 55 -
i VT TR kR ) TaFEL:

SR A+ g? Bl | Fs B z?-; B | 5 | i E gi_: B | 75 | &
Al 25 A 49 AT 73 | AlO

2 Bl 26 B4 a0 BT 74 B10
3 Cl 27 4 51 Cc7 75 | C10
4 DI 28 D4 52 D7 7 | D10
5 El 29 E4 53 ET 77 | E10
6 F1 30 F4 5 F7 78 | F10
7 Gl 31 G4 25 G7 7 | G10
8 H1 32 H4 56 H7 80 | HI1O0
9 A2 33 A5 57 AB 81 [ All
10 B2 34 B3 28 B8 82 [ Bl
11 C2 35 C5 59 C8 83 [ Cl1
12 D2 36 D5 60 D8 84 | DI1
13 E2 37 E5 61 E8 83 | Ell
14 F2 38 F5 62 F8 86 | Fl1
15 G2 39 G5 63 G8 87 | G11
16 H2 40 H5 64 HB 88 [ HI11
17 A3 41 A6 65 A9 89 | Al2
18 B3 42 B6 66 B9 90 | B12
19 C3 43 C6 67 c9 91 | C12
20 D3 44 Dé 68 D9 92 | D12
21 E3 45 E6 69 E9 93 | EI2
22 F3 46 F6 70 F9 94 | F12
23 G3 47 G6 7l G9 95 | GI12
24 H3 48 H6 72 H9 96 | HI2

FRURR — 4% B BRI Jung, 35 FE A Ho At 0 FBIA S AEFAR b .

10
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£ A3 NEHRELS

x % x xDNASET 16 = 7ol m Yy
DNA a2 3id 3k —— U Bl 8 ( JFEFE)
BEA
BENE: B__F A A M 4 Z=__FE A HB_W_4&@48rEH)
PR OBRESH— ORESH- OHAh
Wi LOT 5
R OFEH— OHfh
Wl LT 5
Afbutir: OsifbeGil— OHfb
WAILOT S
FEA W 5 WES FAEYS rES BAHS &S
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® A4 XEERSERELCE

X xx x DNASL U = 7hm e
WEEREREFILER

BEA:
WEESESE; B £ A H M 4 E F A H_ B 4 (24/4hEF)
ERCER: OQubit 3kt OELHf9bER PCR{X OiHfl

{245
EEWH: OH— OR= Ot
BFAILOT 5 -
FEAG S WRE HARS e HE HASS e RE

WL R ALERA Ang/uL, FERILER L RO F RS ERES.
F__m/Ik T
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£ A5 MEELE
x % X xDNASE 84 52 w8 &% Y -
DNA B3 id gk — P El R ( FFFE)
1A
ftRml&rmE: 8__F A B o 4 = % A H_®_4 Q4hwsE)
SR OSF— O&kh=- O&8hk= O&/F0N OERfh Sh%S:
R & d: OFs OI{Es i BES:
R Hl &R OulA— 67 LoT -
OuF— o LOT 5
mreetE. B F H H B 4 2 # H H B 4 (246D
M s O{eE— O — OfyE= | e
MFeER: OH— &5 LoT 5
Oidf— #i7 LOT S
OFf=  &F LoT 5
MFr28 ODNA  SCFE EFRRARE ZFows: @Mz
HARS xS HERS BES HAaemS nES
| m/It T

“FBLH R & T GRR A ARSERL, MR A
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¥ A6 DNA SBiIZEs

XX X X DNASE S = EHlgm S
DNAZ B0 ——FF 5 £ ASTR BT HHEF
FEARS:
HELR] g KR4 B BEEXFF MEXZR | WIFERE R IEZF e ES

W/t
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£ A6 DNA DBZRE (&)

x X x xDN AT ¥ %= il -
DNA 7 BYigt——SNP BRI 8 «

FEASS:

(A g R R fir 2 g M FFIRE A= ] 0 P

E4/08:

H_ 00/ 3k

*InDel 43 RUBFHCF o] Bz R,

15



GB/T 43636—2024

£ A6 DNA HBZRE (&)

x x x x DN ASE 88 % Al .

DNA 8z —2 ki fk DNA 8l Ridxg

2.

BFAES

¥ 1: 25 F 5 AEIT R 2157 2% F ¥l (revised Cambridge reference sequence.rCRS).

72: “DEL” #rizbr S MR rCRS Bk FHEREHE AR TA.

3 EEMmAENETRE SN SHER: ESEEafEE/ G SEaEnEiE.
Fa/HM:
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2 F X ™
[1] GB/T30989—2014 o i A W E AR F R
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