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3.12
Z{RMFE  next generation sequencing;NGS
X5+ 4 Sanger (WUBERELIEVR) WIFF, ReWs— IR0 K EAZIR /> T HEAT 7 100 IR
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bR AR A R] A A R 4 IX 3 Py 2 R R R AR S AT R
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3.1.6
DNAZKEK DNA nanoball;DNB

FE ZACI PP OB 5 15 R vh, Sef DNA EA7 v BUAR AR 3, i Sk Fe 51 R AL T B A B R IR
DNA, A5l B A B BE PR DNA § 382 ~ 3N 80 G 47 AR M 7= )

3.1.7
BRMFF  single run sequencing
M FALZSIZAT — DD F IR, A0 — IR B ) 5 (AT
[RIS: GB/T  30989—2014, 3. 20]
3.1.8
WEE  library
S ARV N LA O BT AR A A B (K — A A A TR
VE: BRSO, HAN DNASCR., MR NI OFSE,
[CRJE:  GB/T30989—2014, 3.5,  ff&ek]
3.1.9
L adapte
F T br i A E 52 AT 1 Bt — /NBLE AT IIDNA Bt .
3.1.10
P2 index
%18 barcode
— BURRAE R (0 B SR R B, TEZRE AR A AT, 78 24 YR S i R AR R A P — A 3
3.1.11
JFEE  sequencing throughput
LY P T SR AS S A5 SR 0 R P B R U S e I A W A T R A% W A% TR (LA R R R )
[RE: GB/T 30989—2014, 3. 21]
3.1.12
MFFIE  read length of sequencing

MFREMTFHIEK DNA  HBHIKE.
T B DS EOR.
[RJH: GB/T30989—2014, 3. 24, fi1&ek]
3.1.13
MFFRE  depth of sequencing
RN AR AN i T A 8 R B 2% 48 58 15 A7 A3 A U ) R



[KiE: GB/T  30989—2014, 3. 31, fA1&]
3.1.14

WEIRFIEMZE  accuracy of base calling

BALYRIN P T AR 3 A T T ) B s A A A

[RiF: GB/T  30989—2014, 3. 27, f 1]
3.1.15

WEIRRISEIRE  inaccuracy of base calling

PRV P A R FE B R IR R S B R EL B, SRR IERAR (3. 1. 14) A5 .
RIE: GB/T  30989—2014, 3. 28, H1&%]
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3.1.16
WEIRARE qality of base calling
TR AL LR IR IREAR . 38 DI ELER R
i R ) o e B R B R 3 2 M) (R 9 & T 3K (1) 3o
Q=-101gP e 0
e
Q__ WA
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[RJE: GB/T 30989—2014, 3. 29, &4 ]

3.1.17
SHTHME  analytical threshold
REREar I 2 P55 15 HE 2 e 75 AT P 5 IX 23 (1 S IR PPk 2 (5 ED) o

3.2 YEmE
AN TEIE ] T A
DNA: fiit &% i A% FR (Deoxyribonucleic - Acid)
DNB:DNA Z4KEK(DNA Nanoball)
InDel: 48 A B{ 2% (Insertion  Deletion)
NGS: —fRll[¥*(Next Generation Sequencing)
PCR: & Hi#4%E 20« B (Polymerase Chain Reaction)
SNP: % F R % & (Single Nucleotide Polymorphism)

STR: fHHEHE K 7 4(Short Tandem Repeat)
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7.3 BFRFIIE
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z1 CHSBEEXNESN, ANFEFER
¥ 51 CAIZEAY | SNPAM Y | WP dR B | IR B 5 b
arag o
TGAATGCCATCCGTATCACCTGTTGAAGGTTCACC S L A T 4940 | 4940/5000=98. 8%
TGAATGCCATCCGTATCACCTGTAGAAGGTTCACC 75 17 4] A 50 50/5000=1%
TGAATGCCATCCGTATCACCTGTCGAAGGTTCACC W 75 7 41 C 10 10/5000=0. 2%
X
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® 2 BHSBEAHRE STR EEEMHFFIER

K J¥- 41 RYSIEAYE] W FFIRE PR S
12 [ATCT]12 E ey 2500 2500/5000=50%
10 [ATCT]10 L B A 2100 2100/5000=42%
11 [ATCT] 4 I 150 150/5000=3%
9 [ATCT] . i 130 130/5000=2. 6%
11 [ATCT]sAACT[ATCT]s Ik 75 7 471 90 90/5000=1. 8%
12 AACT [ATCT] Ik 75 e 47 25 25/5000=0. 5%
10 AACA[ATCT], L]l 5 5/5000=0. 1%
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