WP BRI AL B S s U
MASRTEE A7)




B 5

B ARSI 73 FHLER AR, ARG BRI A e e, e fi
e PRI Py B A B N Mt PR S 560 = o 388 3k PR 00 e ) 9 Pl AR 8 R Bt AT
R, I — R R R 22 251k RS . /D Bk 2 55 2 b A2 2 S R AR S K
M, PRS2yl Z N 2 R0 T2 Wi, ARl CEAL YRR A9 20w
FEORIREIN | Je A S SRR RE LA L B R R T AR 2 M RO R B R T 45 ), g 2
RN CEAR I 2 W A5 5 B el ), 23k DR 2 22 Al R 254X30h J1 2 A0
AN F1 MR IE N AL St 2 7, N EE BRI AT O i #
BRI SEARI AR T 77 %) AGUEYIRIN O Bpk R 0 A, i 242 DA

faray
~3 o

AR BEE 3 — QI F (next generation sequencing, NGS) FA A & &
FVREIN AR IR B2 N 1%, NGS tH EL 4K iy B EE I IR B R 3 T HE R . NGS
(R AR J5 R K HASESEAT I (massively parallel sequencing, MPS), 1ER—AN" X
HIEIE, CLREVEZ R PR EAT AT DA — etk P A KR E B A R 5 51 1 22 e
FPEEAR . A% Sanger Wl F 1 5, NGS BARMARB AL AR, 5B Z M X 52 %
IR Wit R AE 0 JEL 2 AL BRI R, A R AU A SR AR P Ji 2 58 e 46 s v LA
HF I AR AL DNA 751, Rk 7 BRI LA T AR N A IR & RS
B, 1 HA AR 2R m . H AR 2 K B 25080 = 4 HH iR Al
HI NGS FFR S TR H , EFEEAL GRS W, e R AL Gt 15 = DR Ao P 4%
FCA LA R REF T PR AT AS I 150 H G 45 4 SR R A A 0 L | A ik
IRz FERIZE, DL R e s 46

F I 28 H 3 1 PR I ) 3k R 00 P T50 246 K 22 0T s 1 2 56 = EH 0T I
H (laboratory developed tests, LDT), [FKitk, A 7 H{RATIRIE T 5 R
P RERS I T-48 IR R SR, 75 BN PP i) A B, AHGRE Al AL B L R A2 SR AN
P oS 2 T AT AR UE L . TR AR SCRAE . s, Rl AERL R
R & A DI RSEAE (verification) SHfiA (validation) & P4 K = [H] i
2 1) R LA () AR TR | 5 A o RO AR, LR AT f t LAY T i A 0 Tt
DB T D7 A B AR R A D 7 FH B bR AL AR
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1. PHE

SR FE O P B A AT B R 43 5 L8 I S0 = F 030 N 17 I PR 82 FH AR AN Ak B
FART o PP B A% B DA AR S SRR AT PR 73 AR ) A AR, R 2 X 4
KON E BT B R R P B AT R A AT B AL AfR R A B30 E
g ik Sanger P HCARFIHT — AR FF BRI H , #15E 1R SR EFIAL
B RE . A s A2 A . AR DA RIS AR« 3SR I o B ORIE DA S 45 R o

S TR UE o

R

&

BYHE K Sanger MUY KMUBCTATINRE: BRIy OGBS, 4
Fa, R .

2. AIErERVEE

AR K DA AR MR AR EOAR T X R afle, 2EK D
E AR AN TR R I EE N, BN TIPSR AL
INRLF SR BERRAEACTR 3 o AT e 1 2 243G HIX GON T R 2R N P 1 i T
FEAN A R 2 707 I ) s PR A 36 ST 36 =

BT MFEAR—BEIEAW T AT G, AR B I E AR bR R ] fe 4t %)
B W76, Frish ve A 14 1] @A R T 25— ANRr e f 77 &

A5 BT I PP R AR RN P A S5 SR i iR A E FH dR e, (EAE S R —
TR 5 I R I FH J00 B AA R0 5 A RS 23 B s v DL R 225 SR A i L o

ARG I TR R 9848 (germline mutation) . R4 fitd 2845 (somatic mutation)
DA A A= 4 5 DR ZHAH S R AR R 22 A DN
3. féisr

MBI T 7> T2 Wrh B R E 2 F B, H Al U T 8480
Rz SHEE A AR R Y (Bl HIV. HCV 48) [ 7
L A EMAENF HLA mo#ein B R 1% 15 50 & S MR 25 2 1A
HS A8 o X LEIE DR Py T H 26K 2 SR I 1 S B BRI H BRI 5 O A



A AL RGP IR R CRUE AT B DL Bl R S I P A AR AT A
e, A BER DR PITERAS 0 P ZI AN 2R 73 A REWS FH -1 R IR R LR

B 12 dL) 3R T XU S A E AT B AN KRR 1 Sanger MR HAR, LK
B—ARWFF (NGS), MFIRKRMBFATIT (MPS), L4 K J& iy 3 22 1 I R A
I THEAR . HEGHET NGS (IR R AR 2, 5 A X a8t 4% 145 1) 22
FEKE M A (multigene panels) EF X — 28 5 A 5 Bl PR UK & &R (1
U HIV i 255 R SR AR ) o el St JiHRa ¥ NGS Al 78 5 221 g A G BE 1A
RO & B AR, T g RS e R 23 22 W, S8 ) 2P s B S A B A
RT3 e BMFPNAE SEAC. Bl oG, WL, MEYER
. FRERHFEEGAENG RN R EEAEH . % T NGS HAR AN E &
P, FEIFFEfA. WP TR, s8N B rmE e, DU EEH 2
KSR T S s K .

MG AR AT A S 53t mT D 80 RS P T W P A 32 1) DNA P 471, Bt 5 22
(7] IR e 2 T IR N A iR & ZORE 870 B 5, T EL A S A S5 R
HATR 2 K B R 22 s ie = O MR 8 NGS PRS- Al i B, A G isL R
TRC W, JRE AN A% Gt ik RIS U 55 o LA 3 7T 56 FH 3 PR ARG I T H 3
RN AR R, A ERENARZIERA, USRS P4

4. PRiERE R

FH T DL TR 6 D R PO T B AR e, BTS2 ARG GRS ot #4
MARA RN SIS B EY AR B, IRk B E P RE i R AL 2
R NEAE GB 19781-2005 (2527 SkE0 % 2242 Bk ). GB 19489-2008 (Sii =
AW Al R ) M A ES KAl MR AR P I 2 S s AR ) 2 4 i FHHE D)
AR S0 T AR N G 22 AR S 003 S IR TR EA T, 38 S e AR T4 N SARIER 58 m]
REIE R fE

5. FREARIBFIZENEE
5.1 tRfERTE
5.1.1 ZHF



SR /NI RERAAL, S de B — e A U — B DNA.
5.1.2 A ZFEER DNA

RXBR I —Fh, 2 FRER T B IR B X IR SR 0C. CANTP) M 2 SR %
R, BB EENThEE. DNA N—FXUEE T, A% R s X )4
A E4ER. DNA GBS 4 PREFROFE: IREKY (A, SER (G). MR
mEnE (T) FHIEENE (G)o ANRAFFEMMRAYN DNA: K E 4] Fh g (44
JE[KZH DNA (gDNA) FiZkkifk DNA.

5.1.3 PR RNA

ZHERZIR, 5 DNA SSULIBEEIZIR, B AR A% IR 1 IR — 5 IRk 71 1
Fl, 7 DRIGERE TR AN 0 s i, A77F T 40 M A iz b, ZE4EM &R AR &
AN AR S S PR E E /. RNA 0 FES{E# RNA (MRNA). #4iz
RNA (tRNA). #ZHEfA RNA (rRNA) FI A/ RNA 2 FpRL, 54T A
[F [ ThEE. &M RNA KRS YIF NS RNA.

5.1.4 ZEFZA genotype

MAREAER, A YR AL A & AR, B SR AR 1 5 A
P, REMCEIRAS 1 A iR L R s i H kT, A RIEE ML R 2 5 Tkt .
o, BEAAEMRFE R R TVER R, ik e BRI 3E AAR, AEAE HR R
—IRRAIHE A A

5.1.5 EfrFEFA allele

IR AL T X R P G A R B b ) R PR AN R TR &S B — %)
BEDA o 5 PO RS 5 DR R A 02 S8 M AL U2 AN R PR R Bl sl o 26
To BN ENIEE S AME, WEZAMEIHZEPOR B2 R G T

5.1.6 ZFHEF gene panel

AR T DL B A i R A ) — 2 ik PRI B e, AT AR B i X3 2
A — AR P SR RN AT A

5.1.7 A% variation



58 DNA 75 55 2% 17 5 AN A AT AT AZ H R P 51 02
5.1.8 HEHBKRZAM SNP

/18 DNA FHH AR —A, T, C 8 G—ER, fEARHIES
PF>1%, &R NIAE A R Z [ G iR SE AL 2 R, T8 A2 22
7 B [ R A

5.1.9 HAER haplotype

eSS SE N R TR, AR AL 2 R FRAE A — e A B kAT L [F) 8 AL 1
ZASERE BN AL, A TN RGE R PRIR . KRS B gk
RIRTE I A% H IR 2 SRR

5.1.10 #EAN/BLE insertion/deletion Cindel)

AR S ZHE P HIML, FE S BRI IR A BER, W IR
FIASE [ P 282 A2 R SR A7 N RAZ

5.1.11 #IIHZER copy number variant (CNV)
&f8 1 kb UL 1) DNA K F B 4E AN Bk .
5.1.12 &R RZZ incidental findings

2 — AT P Aan i m 5 B — £ 55 R 2 U #) i PR 3 23 I 9% 1k ) 36 R R

5.1.13 X&EF
RS IR R 3 B, 260nm T AR AR 7T R SR 2R 78 DNA B AH XTIk

E’ /E\"M-‘Tﬁ%ﬁ% DNA /Z\zg (ng/ul) :OD260>60>¢?I%$%{%§&0
5.1.14 E# enrichment
I RE R 1 VAR 1S TR A A B B B R b P AR A BR R B A3, 5 e

DK ANAERS I PO A% BR B o7 3 B3 2 B« B30 X R A% IR B 7 B A T R B P R AT i 3R
B, PCR ¥ 14,



5.1.15 Z&AZHIK capture by hybridization

AL [ AR T ) HoAS DNA 781 548 1 DNA BEAT A58, X A A% R 3E 47 5
I & SR IR T

5.1.16 ZRHHAPE genomic library

R A 4tk K 4L DNA DI EI R —5E K Z I DNA Fr BB UK SR &
AT RIS 1S Sanger W S — AR

5.1.17 RABEsER P polymerase chain reaction (PCR)

A& — TS TE ) DNA J1 BUIEAT (R SNBSS 1 2 7 AR R . i
B DNA W HAE R FE, SIS DNA Sk B & Ll fE, &
DNA ZREFIHI/ER T, 1ZIEIEERIN RN CAXF T, CXF G, MNElI¥WITiEE
SRR DNA H A ) DNA .

5.1.18 ¥L¥& PCR emulsion polymerase chain reaction (ePCR)

R4 T DNA FrBATRE A FURHEAT PCR #8877 DUFIIH T % &
PCR 4717410 3 BE A .

5.1.19 MiFF sequencing

HTRFE DNA 7 BCRIBsIE 751, i BRiERe (AD. fiRmng (T, g
mEE (C) 5B (G) A5

5.1.20 FH—AMF next generation sequencing (NGS)

M RR KA 4T FE massively parallel sequencing (MPS), 215K H “iL&
R BJEER 0T L+ RJUE T3 DNA 731 [N BEA7 147 B0 5 SR
SRJE I I A WA B2 A A P B R 4 UG B BB 2215 5 B A3 3R A
an RAZ R P 91 5P DUECEAE BRI P HoR, XORR Ay mil B e . R 4% .

5.1.21 ¥ XM F target sequencing
XTTREERZIRIX I, Flinkee kA A S5, TR IAI T

5.1.22 #pBF2H exome



FREANRR) AR X A B . Bl a4 A B 0P (whole exome
sequencing, WES) /& $8X 3 PR 2H o 1430 2 1 B w6 [X (1) 7 3 b AT 00

5.1.23 RFEFHZF metagenomics

AL B AR SE TR SR it TR AR A A U ) DNA, AN EE S x5 —
MR REREAT O B, BRI ER IR A SO, o pr b BT L A i A B A
AR AL RS FAEVR T RE o AR V3 IR 21 2 ) Al A JR e SR — bt e A=
Y 2 5 T L R

5.1.24 B4 H4H microbiome

BAEVET NARRRE X3 (k. i) 14 S E ik
5.1.25 B&F mapping

e TR I R B A DA AR R R S R I AR
5.1.26 EEX} alignment

FTEARRIEN D RN FR T IIME SR>, RWEES IR,
B PR AR P P SR AL AR BC . SR SRR S AL ER )

5.1.27 E&® contig

FEFRAEFE RN Pt e, B2 A F 8 B B BT R IE S
ANE] T DNA F B .

5.1.28 JRIREHE raw data
KL AL BRI S 46 Wy H A
5.1.29 BEZE IR A base calling

WA 20 R G5, & AENLEH BT (base calling software) 34T
K% B AL 225 5 A0 B, DURA 8 SR 4R 2080 AT 28 55 1) DNA 7371

5.1.30 B RHHE clean data
Fbr T HELAME & 74 ) B



5.1.31 BHEIRE coverage/depth of coverage
F T4 5E DX IS 1R 0 (A ROZ BRI 7 v B, PRz (reads) [I%LH .
5.1.32 ¥ # R amplification bias

FLIRTERTBLIR DNA JEAT PCR 98B, B9 SR IR, sy
Sy UL DOk £ R KRS DUBL R . 75 NGS IR e AL B RS, 3
SR il S SR 8 O P 6 SR T AR 2.

5.1.33 PCR #5#H% MW PCR founder effect

FERIUG PCR F I 1EIA 5 29 R € DNA 70 348 e J 7 B2 Bt 5 A7
LI LB IL SR o

5.1.34 i H Quality Score (Q-score)
My B AR ) (Base Calling) st A2, XT AUl ABs AR 25 H B R ME R
5.1.35 %A% barcode

R BURMIE TR e B IR Ay B A 2 A iR SR, 7824 — MR
TRFFE FE AU APE — b AT S/ HAONARZE (index).

5.1.36 /32 H# index swapping

AL DA 00y 5 5 EBUEE R BT B30 R A SR R R
5.1.37 #:3k adapter/ oligonucleotide adapter

P TR IR SR AL R Fr T (4 ot SE R R R B
5.1.38 & HiFR limit of detection (LOD)

PRl — R AT YR g B RARR S B, X ihEER AL E
R AAREE .

5.1.39 £

FECHIMIVEE A, AR ft i 45 R B0 B SFE M IR E (SR
FL ok & g



5.1.40 EE M repeatability

FE AT AL IR ANERIRIERE 00T, HE— AR, fER—SREEN,
R A, RN, XA AR i A 2 S B RIS 2R, 95% M K
PR AL S R ) e K AH

5.1.41 EBLPE reproducibility
FETRAEAN[F] 5250 = AN R 2B N 530 5E 45 3R 2 T8] TR 5 5
5.1.42 #E#EE accuracy

£ SKIRZR AT N IE A5 RS HAEMT & AR, B TR 41 1) 7
TERESEFIN . FEZRGRER.

5.1.43 ¥ E precision

X T4 5 FF b E AT B R R B, R &5 SR AE R — kN 1 AT E
(repeatability) FIASFELCZ A AT E S 1% (reproducibility).

5.1.44 REE sensitivity

F il 28 Gt AN AR S BN P B AR AL BT R PR AR AR AL, BT CRIZ IR 2 4
SRR AT

5.1.45 %M specificity

e & AL M R B RE 7T, BRIV 24 PP 91 o A7 AE IO AZ IR 7 o AN A A
DR, SEPRISAE AR BB P R AT 5 4%

5.1.46 #5375 reportable range

AR EA AT AR 32 0 o B K B R X3, R T a0 R B 0
f¥] DNA X 38 mi H At 7 5 A% IR A 57 1 3

5.1.47 %W reference range
DB A BT ASE I ) A% R [X 38 AT i HE BILAE TR 3 AN )7 51 A8 e

5.1.48 BF verification



A B AL 72 WIE 4 X R sk 49 B 2 IR IAE
5.1.49 i\ validation
A R AL 22 WIE 4 o 5 R PR PSR FH o B2 FH 25K 2445 306 2 (A E o
5.1.50 IESZAI confirmatory testing
A g Ah Tl Ry S P R B P B AR S I 7 2, R T e I 45 R AT BT
5.1.51 IEPRASSMHE clinical relevance
AR R A R BORHIE R T B 2 W A 4R 3 R
5.1.52 IGERA ZHE clinical validity

ARSI 55 SO B PR 1 PR ARF Il 22 18] (R SR BBk 5, 368 5 PR s PR BB P A e A
RS PRI o X T JE DA, I PG A ol A 18 22k DR R AT R 2 TR A SRk

5.1.53 EA %
S = A EAT I T L R R IR E BRI B
5.1.54 Z[A] & PP
M I S B R L BOR AN S50 S IR TN GG 77, SO Mg T 38
5.1.55 REJJIAE proficiency testing (PT)
T I SR R PR PPN S50 = R DN B [ I S = VP 5 S
5.1.56 i
TRLTTH T2 H 1R G BT
5.157 MERR

BEAPAAMBE CRRTE, FFal B 55 A 53R IR 6 T7 16 e A PR
FIU T H P B R .

5.1.58 SE s HEM K HKEMITE laboratory developed tests (LDT)
SEFRANAE SIS S BT . AL Fofh S i = BT LA . (H 25 AT B

9



AT SRR T FRUH o IR4ESEH e EAR R, 20d CLIA (RS =
BUFEIEZR)) YRR S5 = RIS LDT &8 VAl LR .

5.2 4RSS

A: adenine HRMEN4

bp: base pair(s) Bt

C: cytosine Hmsng

CDS: coding DNA sequence %ifi DNA 51

CFDA: china food and drug administration [ 5 £ 5 24 i B B

CNV: copy number variant % Il $7% &
CRT: cyclic reversible termination fif ¥ a] 104 A iy 2% 11

DNA: deoxyribonucleic acid it 4% Fit% &

dNTP: deoxy-ribonucleoside triphosphate Jii %1% = 1R

EDTA: ethylenediaminetetraacetic acid 2 %4 Z.Fi&g

EQA: external quality assessment ‘=[] Jii &3 FAY

FDA: food and drug administration 3% [ £ i 24 /i B #L S
FFPE: Formalin fixed and paraffin embedded H i [&] 52 5 47 i 1,35
G: guanine MEny

HCV: hepatitis virus C TN Y i 4 5 75

HIV: Human Immunodeficiency Virus A 2 6 2 S [ ) 75

HGNC: human gene nomenclature committee A &3 [K iy 42 2% i 4>
HGVS: human genome variation society A 253 K41 A8 724 4>
HLA: Human leukocyte antigens A5 A 40 il 5

indel: insertion/deletion Fdi A/ 2k

10



LDT: laboratory developed test =25& % [ T4 & 1 H
LoD: limit of detection #& H{FR

PBMC: peripheral blood mononuclear cell 4 Ifil 5 4% 41 ffd
PCR: polymerase chain reaction &&= s v
PT: proficiency testing A& /75:iiF

QA: quality assurance J5i & i

QC: quality control Jii &4 4]

RefSNP allele: 2% SNP S¢fi7 5L A

RNA: ribonucleic acid A%H#% &

SNP: single nucleotide polymorphism Bi%H R % &k
SNV: single nucleotide variation Hi% 1 RAL

SOP: standard operation procedure  AnifEHEAEFAE

T: thymine M figmsng

Ti/Tv: transition/transversion ratio %% /84 %

U: uracil JRMEENE

ZMW: zero-mode waveguide 2

6. FFHARNER 5 M

6.1 MFrHiAREER

) DNA MIFP46T 20 4t 70 A Y Sanger XUBLEBEA EE S
Maxam-Gilbert DNA {b [ fRvEM 7, 1bJ5, Sanger I 5 vk 52 WGW I 1L f5
BAT R — RIS, SR Y C IO AR UM PERZ R XS dANTP fFRiT,
AL GE BRI R BRIV 5, T H22 Ay Pl AR K. HUe Rk B41E
HPKEOAR 73 B DNA B P45 DL E sh Akt Ay, @ i Ris T i), Hhni

11



o AT S AT AN e 0 22 A A B Y KR S e, H AT At AR 2 500
EVIRCZ 35

JEAESEI Sanger YA HAA TR FEK . RSB = 55 H RIS i )
A5, H H T 3L I T PR BRI, DR L A D5 K ) 25 DR 4 B 1 B IR 5 1
AT SRAFE BN i RS AT, AR AR I P 71k . NGS HiR il
I P AT S NS A I AR AE M B B A B, A5 o K KR
B, TR SRA KIS R R, A2, NGS FiARE . X AR EERE, &
B E A T ARAA . R L FAE R TR, Bk, TEEILER
VR MR IR R AbE, AT ARGUIE . SR 5 Y MO IR SR
%5 VP LAJCRE I B0AE S, HEAT NGS I AR S AR 5

HATEDLACZE ) NGS Rl T 5 F 20, BORFEE L. e B5a A
Al (P AR D

6.1.1 MG AEELIEENF (Sanger W)

1977 4 Sanger %5 & B 1Y) DNA XUl A 5% AR i 26 1B Pk . HEEAR TR BN

A BB A% =R (dANTP) i = SE A T 75 B 3-OH HE 11X —4F 53, ¥ ddNTP
TENEELIEIRT, @i DNA RABEH 5P M= L — RIIAFK K DNA
B, TR, WER, KRV DNA SRR, 05|
Y, DNA B4&HE, Fra R ERZ T =B8R (ANTP), I3 IR — & Ll i
AT U A% Z AT (0 F R U A =R (dANTP) . LA 23 B e Hi ik

AR — RN DNA FBUS, #nT O U B 5520 Bl i
DNA /7%l MJ5, 7E Sanger Ml 51k X225 A Wi i e Ak ik, 80 AR L T
LS FARICARE U L FoAmic . LSO E SHIGE AT ENUE 50 R g
B E B R0 B PAL, 90 AR B I B 0 B IR R AL A3 I )

WE ARG . AW Sanger MFH AW OSLIL T Bath, KA MGGk
ARE B MEAZ Z AT dANTP AR 1D, BA0E K7 B DNA B A B () 1
AV BORAR HIE B8 R KA &

Sanger W 5 ARAE N R ZH 1) DNA 7 1 5 BB Bt 7 oG8 /E R,
NIRRT R . 23d 17 30 EMAKIK RS 7B, IAECEn LI

12



% 1,000bp 7 DNA JFr BCBEAT IR, 04— AN (0 150 U A %6 ik 99.999%,
) 5 BT Bl A= B2 e 971 ) A A2 0.5 26 76, B K O 40 38 ] LA 21 600, 000 bp.
JAE BTN B UK A BB AR, 58— AN 3 s AR T FE AN A 5 T s 31 T
B, A BRI A2 25 50 Ok PRI YT B [ T 3 6 8, Sanger T H w7348
HR R RI F ( b v o

6.1.2 BRI

FEBER I P B A i B e B 0 2 KR BE ) Nyren Pal - 1987 R4, 1998
F, Ronaghi Z£7F {Science) L XIRIE TIXIEIAR . &2 —Fpsh] & &1 DNA
MR, FEHE A DRy & By 7. Ho O R T 5195 5t
PCR W45 )a, 4 MERE dNTP B AR O S SR LA 82, % dNTP
MEBEIRIE ] (PP #RCE R, H PP ESL AW INTP B2 EE. R,
V) 5°-BEBEAER (APS) 7E ATP BifLEgHIMHEIL T 5 PPi JE UGS R ATP, ATP
MARNEMHR R R, N RIOCREAREMRIEIFRES ATP &2
LERIRT WHEAE S, REON(E 5 RATE UG, W5 & U N 5 NI T BREL
HEIE. 1 ATP FIRS RN dNTP XU BB A, W K6 E SR
T Ff dNTP 4REE T —5C I RS o BEE TR IR BLIREAT, FRAE Pl Id (5 = I
A TCHIWTREE IR, a8 I {5 = e Fr e e Ao MU B RS 1O 88 H 45 DNA P AIAE R A
FHRIR KRS, BRI T EARWAL, 1B K Sy —FrEnd & =k
AR PR SR P RA, J5 5K Roche 23 & 454 A A 751205 1) T Rt 2
FERERRI T HIA o

6.1.3 Hr—ARMF (next generation sequencing, NGS)

NGS X FR KB FATIFF (MPS), & Z ] DL— ik A K e S e
P SR B0AR, S&4% Sanger I Fp A an PEBED, SRAPATIN OB, fE
i[RI L E B2 DNA T BOEATIR, SRBL 7 ML, il &y
HIHFR. NGS Hfbiti i &A1 7 sk g e GRSEIGHE 7)) MR ihrid i (F
SKYGHER YD PR AR T NGS F™ A2 i K& e it 7 2 B R A B o
THBAT AR, DL TAEAE A BTN E R . R NGS 7R3 |
AN AK 7 T B AT W B A3, Ty FL AT DA ] e 22 A 32k D] X 3y 2 8] 2 S

13



(R RGBT, D8 NGS BARKES FLIT, BEZ IS
Bt S

HATREDIAL A2 1 NGS “F & H 2, BORIEELL A 8 sl 84 AN [R] (B
K AR D, TR NGS HOR T 204 F TR I Fr IR FL ) 454 M P HR . FT
ABE L RN A G I Solexa & HiSeq MIFHA, J T B T-HUSIA RN fh
AAERTINE 1on Torrent W7 R , JE T IEHERE AN A JEIRET K PSTAR Ml 7 H R 45
HARIX LT G WA 2 R B 7, AR & Ll AN, (HEfR
AR RE AL D IR, A3 DNA B Bitk, 180T DLE 2 esh it fE ok 4 il fic
X ARAE A AR S, AT & e S 1k B0 S N 42 Sk DA SE AR I v BOC IR, 1A AN
W R, EHEEFL PCR (emulsion PCR) ##ffx PCR (bridge PCR) %751k, Jf
I3 R AT L8 T VEAL S P B — o3 T I A R A1) T A ) S R A, P I R
X 1% JE DNA FEZHEAT BEVERAE A6 8l 2 RO MR S (AT AR = 3
PR AR DNA & O R R S8 IR AL HOIBARE3E, A b
HISEIL T Bt o, BRI T 3R S BE O BME & i DNA, 7L 51 I IEfH R 51,
B LR RGN B o — AR P S N A N — S %o T S R AT B i )
(single-end sequencing), BT3RS % B HAE Bbs DIEUE B, KB4 NGS &1
AJ DA R s ok B BB S 34T R il /- (paired-end sequencing, PE), AT il
FPE i, R mAR R T AP e, RT DU IR N B2 Cindel) DA 22 £
Az Cinversion) ZFZ5 A6 BHFAS SR o AR T DASR FHAE Xm0 e Bk it b 3 — 2P AiAn
FIEC G (mate-pair sequencing, MP),  LLIFE— 5 384 i 5o 4% 8 45 74 25 53 (1R 51

VAR
6.1.4 BT

BT IR AR =AM PR . o SMRT HORFMH 7055
BEAT IR, T N oK LR 537 0 B AR ) A [R) 6 7 AR 1) A 5 B AT D e
Pacific Biosciences & ) SMRT $ii AR T4 & B i 1) AR, BL SMRT &
NI AR BEAT I T Y. SMRT S8 Fr g —Fpir 5 1R 2 F 44§ (zero-mode
waveguides, ZMW) FLIKJEE )y 100 nm 14)E . % DNA REEE. #5055
FARE AR IE BT ANTP AN ZMW FLIJIRER, AT & R B, 5 HARE AR A
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2, Febmic AL B BRI A A RS . 29— ANTP #2104 st b
HIER, BN ZMW FLEI D05 S A X RO R BTEOR T A 15, 1R
PR AT LA E dNTP (R0, EA T dNTP 7558 615 5 kil X 5 B7
HIIS IR (ZP%) SESAMBEITHE C Mg MR, BrblE 50
ERRK. HERSEERA ANTP BT B NDOGR SRl X i A 23 Kk H R
Jo FE R/~ NTP #AIN R & e 2 7, XA dNTP B IR B 2 s R &
(fluoropolymer) TIEIFFRE, DT BT RIGE SN IX . SMRT HA M 7
FEARM, X PP AR 7 8 B2 o] LIS RS 10 4> dNTP. i 9% [ 4R gk
FLEAR 2 F [ GridION A1 MinlON U5 SR 1 9K FLIN P H0AR « SR — Fig ik
1 o WILER & BRI S HEREEXT E TR B Ak G N BN L. R R
[ — M N AL 220 DNA BEE Gis i) b gKoL, 24 DNA (A [E] B
L, SRR R AR, RERTR AN [F RS 5 51 o A0oK L8701 15
ARIEBES L L B S A B ML E , 10 ANME A% G 07 12 A A0 200 8 P D At PR S h
(bisulfite) KbEE, X% 78 FE K 2K T HIF 70 R A% A S I R IR AR K36 B
EEH TR, o0 PR B HER 1 A 13 1B 55, DRI R e KR
eI o

6.2 MFHARKINH

Ty B2 N T AL R S 04 o B B T NSRBI R it A% 2
il S P SRS D E S B S b VS S E P S A P St I < Y LGN 2 PR EAE N 5 i
PRIEPRIAL L PAL RNA B S  IRIASIN 234, IS FH 403k B 435 e e 12 Wi AN 33 70
ZPIE N AT S o BEAE, PP BRI A A A VIR B R P 41, DAz
R AL 253 ] ROE S P UR BRIRIT 7 K55 BEE NGS KR, MFHoR
IR FHYEES 2URE— 2B e, T LLR T4 Sanger W Fr s ARSI B4 22 B b s 00
ZRHNAGRN RE EREP RAAN 5

6.2.1 WbRFAHyBAL RN

AR TR A ARk, DNA. RNA. F:[E. F/EE R =t 4T
K0 3 M1 o 5 FH 0 e B3 DR A5 s PR B0 SR (R . R 4993 1 20 I XS < 24
RYERRRIE S . B8 NGS & aa N H T ImR, {5 Sanger Ml 77— H 274
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SITHERIG S
1) $ 16 [ I PR

AL i) X3 0 3 KT A S0 3 PRI 2 o (0 /D B R L B R 2 M ) SR B A
SUITE XIS DNA Fr BUsEAT Y, Al Al 2R JE 2 B AR AR L R AE o 5 AR
TRIPIAH % R PR R AL

Bt Xof A B — R LRI AR 00 il SR F Sanger WP SE R, FH T 48 5 AR 0 1R B
TEED, AT PAHI X NGS I Fr 45 R A A af VA0 EELE AT 1A

bt 2 LR A3 TR (multigene panel sequencing) F& 8%t 5 3 Fhk
T3 B ACREAG AR AH 5 B — 20 25 R AT U7 23 BT o RSB o 26 I 22 R FH I 4R 1L & 4R 1
ik, Bilhn, SEEMERNERAECHRIERAE 100 24, X Ledh R KL ZH
DNA ikl s ik 2 5, FREATIAR 7067 o B0k 2 BRI 2H 5 ) NGS Al 1
H AR R AN 75 2K 5 1 2 BRI TR BN, (AT LR R B IG5 2R 1) 2 BE R A
D ESEAS

2) KRG

RV R A2 4R TR IRy B AR T4, AT 7t &R T
FHOR B R R T 2 S BRI 2 XN i . AR 24 (Whole genome
sequencing) J& $& 7 FH T — ARl 5 G 060 A AN [FIA A SO A gk A7 4 25 R 200 7
FHAEMRBEE A K AT A5 B A o i 4 B DR A D P Pl SRASAN A R 21
A Bt A5 2, H AT R A I 21 (1) 8 4% 45 A5 SNP (single nucleotide
polymorphism, ¥ ERZ A1), Indel CInsertion or deletion, ffi A\ EHk2) .
SV(structure variation, £5#78 7)55. B 7R TAEREAR KT A i M AL,
PG N K [ AR Ik R A5 T T AT BT DR R S I R R B G A a4 AR
St T b NI 5y A e F At AR et 48 S MR 5 . BT
TR REATER ST TRBT AR TT i RIS JE DR AGr IU H AR  A0 B T i R 12
TS

SR ALI PP 7 P RIS ISR AE U 7 . Akl (de novo
sequencing) ¥R AT EALAT S % 7 50 AT Y, R AEYE B
SNT TV T PR L L3, N AR DR A 1 4 P i 9 (re-sequencing)
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SEFRTED RN R R A7 51 A 264, SEARRIAMAR AT B AT . Roi@ R A
REER AT RIC AT AR AT 51, Bk, B ATEE A S0 = PR 20074
J& T ENF .

T4 ot ) 5 4 0 LA T U PP AE IR IR B D Y, NSRS BT
K¥)2-25 JIANHR, KRAA 18 HAMAMNET, 5 ANREFAR 1%-1.5%.

3) Gt A A

Gt (A AR B (A 2 B Y R TE B H B E I, e iR B 2 B
BERIGR, PIAEARIR B L ThREZ B, SRELEE R Z IR P, sZma s AR
WIIER SR, ERERE. 2 RAMEBIIRESCE . IR LB W2 4
R ZAREERAAE, RIZHM P 58 G A R H A2 T R 26T =5k, BRI
WA FREGEME (T2D). BEERLEGEME (T18) MIHPY RLZZEME (T13) 5.

H M Lo YM 5T 1997 4R | 224 41 J& i -h A7 4E R ) LU 25 DNA Ccell-free
fetal DNA, cfFDNA) LK, TF )i T 2T cffDNA (3R A P77 i 7 25 (Non-invasive
prenatal diagnosis, NIPD) J5iERIRFFT. i )L cHIDNA SKRIET a5 T K3 2
M, 23R BE R N BRI, PRAE 4 A Ak mT LA Z A A A R
cffDNA, % 8 AR LRGN G, cfDNA LUAHXTE & 1Bl (5%-10%) A
FAAETREAR AN LM SR o BEAT I BOR B A AR A, H AT S48l LRI HT—
AR PP BEAR 4 ML 25 DNA JEATIRBEII e a8 id 70 A6 )L DNA Jv Iy
i IR BEA DNA BILLE, kAT i LG (kB B 5 8 5 S0 BHA K cffDNA
BERRMEARN, HWIG )L SR OB,

6.2.2 FEAAN

BRI 2 R AR BB 5 S T 381 Camplicon) HEAT N,
DLRBIFERAY S E 40, Btk Cheterogeneity) 5 K& & 12848 . Sanger
D Py AT LUK H RAZ EEAG) D 159%-25%H)RAL, 11 NGS A It 14 A7 [F] X3 oK
EELBOATHR, A R R T B B 1%-5%.

X TR S B PR P RS R R I ORI T
T RGN R A AN ER AR AL T o
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(1) fiyE

XF ok B R B E R IR E B e VBN AL BE AR AR R . RO R T2
P IR 2 A it B, DR 70 PR 2 22— I 4 LR 4 L T 5 ) 5 o
VEARIIAEAR . PRI, ARSI HH ok A R R A LR/ T 50%. A, Zeid b2
Jo ) FRPE BRAs o ARRZ IR A ot A LS AR, DR 20 IR SRS AR R v B R o v
EE, KEZ/NT 150bp, T HANH & F 2 8 H S ERAR ST T

NGS H Al O 2 FH AT iR FE df h AORR T . Sf A JBRR L 98 DI .
A EHRERARA, AT B EENLEE, B REE A AT RAE M2 . I8
TR P ATIUE 0T 5E

(2) JRGNEZIR

FEIRGE DR, ANRE BRI AN GO RS 1Y, il n] LR R R AR e x5 — b
B A SR AR AT R o P T R E (N 2540 1 . 3 Bl R Sd P
o W T BB RSMRMERS IR B AR MR R AR (BN S5 AT 1), 3 BRI 1
IHEAEIZ IR ] 2548 T 7 T A O (E AR I X2

FEIRGENE SN2 SCRAT NG, 3] DI 4 3k PR ZH 00 P 3o SR A EAT 2485
(3) ZIHA

7 ke DR LA 2 i Xt T2 5 R U A st P PR e 7S i A 1) 2k B P 1 84T A
AN Ao W E A LA 16SRNA [ V2 F1 V6 AT AR X #EAT Hed 73 #r

(4) R Ik Rl e il

LR R DNA RAZH] A3 BURE RIBALPER « B NG A I EbL R34 |
HORAFAE — ERESE T UL IR AR (AR RIEA R IR AR R AH D, R
TSR FH S FIL BRI 7 5 AR A 4 ) 38 AL L 8] ) b A s PR SR 3, T >R o 7 i T
FEH) NGS F0AR . MIAT LT R B ) 241 35 52 i) 2o A4 DR R AR

6.2.3 RNA | 7

MNARBV G S — MNMEAE, A5 5MmiBAIEmS RNA, 1 mRNA,
microRNA, RNA FifA%%. % NGS %f cDNA 1 RNA 25347005, B8 1 4o
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P ELRI AN microRNA [RIA34L . 72 RNA KPR ILRAZLLAL, 38 0] UK I & Ff
RIAREY R B R AR SRR SE, AESOW KR RS W VAT 25t SE Uy T 0 R A
HEEM

6.2.4 FAEALRG I

DNA e (C) ) Al & FAZ AW ML ast A% 7 1% ) FZEH LA . 451
an, xR DNA BB TE BEAT 70 A A3 R e A A2 A e LR I B . R
FINGS J7i, Rl LICRE F A 734 v Bl ER iR S 1Y) T LA 7 3 e 3 A R DR 417K P
1117 ELAE 23K B AL KT, BRI FR AL AL 0 7 o

6.2.5 Yufa R 5T

B T SR PUE B AR DIREZ Ah, AN X 4 AR R AR ELAE A A AT
DAAE S PR 204  HE PR 4H AR 14 07 T R AR o SR “ e B kAl G4 3R (chromosome
conformation capture)” 1 NGS &5 & 17715, AT LI e kil Gt AT 40 #7

6.2.6 KA BHIGEHZR

NKEfL PR R OFHRZRM, PR —FE A, KB BREAK
AR S ——BPZ5 #4552 (structural variations, SV). SRR 51 2L
VRN R 2B B Sy Ak KBS KEAR . NGS T G (iR S5 K A2 7t
FRRAL T A IR T . SEGRIG R T TEA L, NGS B E IR A
SRS — IR SR AT LR I 2 kA . (B, SKH] NGS #EAT &5 K28 7 1
AE Bt TARY AR Z B0, R 2 K BO S5 i Ae 5, A R RIPHEENE
EHRZ JR R

7. FEmabE

e 2 BB it Ak PR R DR R i 5 R N T T A S A T R A 2 Y S B BA
o R A FEAS I F 6 ZURA ORAE R AR L IS AN AT R 5 EOR . RE AL B A T
RE SRR IREME, 3 BOEERII 5 R M ke I 25 SR AMER . T2 2R R4

a) B DR S 1 i RO R R 5 R IR
b)FE R A AR o ORAE it A S5 H) e BE AR A 14
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C)LE A I A ATARSL I J I RF ft (0 32 B A e A S R AT Y
d) BE AL (BIURZIRIRIO 75605

IXEEIRNTIE A KA DN PP 5 984T N B 25 2 DXL P 0 0 e ) s PR A

MITH .
7.1 FERCRE . BIREMRRF
711 (5ERE

FESCREERT TSR HIE R, RIUEZELINGER, RSN RHET
& I A AR BUA ST i R A 2% . F RIS A -
a) WHUERE: WIEFEME—VES 5 Bk SRAE H SRFEIS TR) . S2A 5 044
VeI AR FEAORIE (IrRFER ISR |« RFERAL. RFEALE
o

b) ARAEALINI A 15 A F T IR R E 21 S IRARE B RER, FEREEHAN
AUFMIUE . FEAE VR S EORS. RE A AR, FiRk.
ROl KAEE FEASER. ARIIRR SR (S, RE. BIRZHT.
PR R AR HZTE L) FIRAE B SRR EA KR & 4R
FSER NS A EREE S

c) IS gt = AT F b N SR 5 R BRI AT I H 1) & BEPEREAT H A%,
HN A iR AN .

7.12 BERIEHEINEABRER

B B IR0 B ORERAS LA I R il B AT S o B i R 740
TEWI R BOME— (58, B NSRRI S T i A . IR R
FERE 5285 E o B3N RAERAERT T B St i 52 858 B B O, A% SR kA4

PE . AERE 5 SR BE IS

P A SCER BT ) B8 DR R TN A 5L, AR BB E A, B AN ]
Bo XTI R ZE S B AR ARSI E , AT 52 18 7 2 & R0 Rl 13,
TR H B H R B HEARRE . R RALIR I 25 1R S ARAF IR (8] L I e
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fn e 1 AT B A TR &%, B ORS2AG N RL (B FE BRI TS SNy
&) RRI

XA QIR & 17> T2 W H g RBUE R, REN SN Jexthe
A R] REAE B A KSR M 5 R B R, IR R RSO N R B R s
K, AEEE Ko E A TR RS A R REA R A R R R R AR R T B
AT NS R0 S5 RS, B R AT A R B S T K A

713 FEMPIRE. BEMERF

AU TIPSR Z M, R, mREA. AHbrA G
B VKR IR, FRRAD) . DA a5 iR
KB B, S5 AR T4, S DORER A it (I R B2 2 e AT R il R AR R
Bllle T RAEBANETYHIRE G, SRR # LU T, IXFERE ATt SR
SRR ARG, SCAT RIS LESRAE N G PR B DR 7 A TS S it o I S 36 = 7 [ 4
AR AIE N AR AR RIS . AbBR . IZIERIR AT I FE A I AR R

PR i R AR I AR B Sy DA (B AN AW e S st i == B W) 2 4 il
FHHEN]Y A (AN B A ot B RUIESR R ) TPk T “REARHIR SR B IE A RAE”
IR .

7.2 BEREBUT B KR =

1) DNA $REUHm-E AR BUE R TES AT . Y& iR FEELE) DNA FlRES
U DNA Ff iy B B, AT S 221K PCR . R i
DNA A Bef77E i F it S AR5 PR 4%, DNA BIZEREAIFF 2 AN - DNA $i
BUELSRAE A2 W) 2 AW 34T 384 . DNA K OD fEA T 1.6-1.8 2 [, KJ¥
KF 50 ng/uL.

2) DNA MXFaE, fE76 DNA BERIIE LT, Wi T 4646 DNA f£ TE
(Tris-EDTA) buffer 7] il & 26 &, 2-8 °C vK4f d al il & 2/ 1 4F . N FAK DNA
EEYE, WOk DNA FI5E B, KIHORAAILN DNA FERLE 0 °C IR
FIFRsEh . DNA BURCEEMHHEE . BUKIEEAE b GG E 18R
EHIE, WFARR). REMESWH DNA, Tt 7E &8 1 5 i %
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R OIH%E DNA HIRE ) 538 . DNA il T ORA77E 7 5 A & S8 5 kA ki) 28
BHE SRR IR AE BB SR IR R E . DNA —SRIEMRAE pH 9 7.2 1) TE &
W, Pk DNA FIREfE. (HAn % DNA E5EHUS JLR A AT PCR Bl 1)
F, tm] FXCGE K BEAT VR . 20K DNA JEUR frA7-T--70°C BPA T AR
Ho HF A2 1) DNA B 5T 2 A, 2 U0K DNA FE i 7r4
JaORAE, IXFEREWT DL/ S R URA SR ) DNA M, ORI dh LTS

3)  MLIRIF 2 DNA 4 BUS A% o 75 2R AT BeH B L %% Fhn] e 4| DNA K&
FBEAMAI RSy, AR E A M EA . MRS, BUCRHE T
AW B AR ) P M A SR BCRGR B ARE B 7 A I ) T H AN TR, BRI
DNA & &4 50 ng-1000 ng KA I 437 25 DNA WK EEARAG, 75 2K F S
RGER PCR HARBATER . X T 20405 B0 5 DNA, BIARHE SE40 10 H 4
T DNA E 773K I 733, I AN T A DNA F5 AN K I8 %47 T-80
°C BUCEARMIIR B A T, G S S VR R R 25 DNA (R URRE L B
1 J5 SR ) R

7.3 AL JE AR o R AR

FE S TERT I S B AT — e R ORWTREKHD (RE, AR REERE A,
FF 5t 1) R A A T R R HIE T A £ 5 o A0 [ 8 A Sk o 5 ORI R AR 1
DNA # 5 /D 7E-80° CRAF 2 4. DNA 1E-70C KIS Rl fR{F /D 7 4F, 4l
AN i) DNA B S @ AR LE-20 CBUEAR IR B2, DA OR DNA 1588, 78
ANRE I SZ R AN NBEAA BRI 28 AT 3R 264 T, DNA K PR kAT LLEE 42 ) T}
RIS R R AL E

8. YU FFHEAR 2%

X TR e X IR AL R B W 2B AT RSl e R o0, 2 5 A e ) X 3k P A% 1R
Fr W B Rl & (quality) A% (quantity). Sanger /51 NGS )20
B2 T K-
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O i

AR g6 > 2 A5 =

BERE
&Eﬁi%ﬁx
(///// mmﬁ&%
PCR 41 iﬂ“ﬁ“f/ S
" e PCR wﬁﬂazﬁ
» ZH PCR
o A PCR (ePCR) QT_E,f/t
alifk, > SR g
v
alify,
v
XY
v
SR 2 L.
X5t S e L
alify
BN K NGS

1 DNA U 517 AR A5 i i 5 20 B

DNA £l )5, A LL#

UEE

7t Sanger WIFEHT, PCR 3RS H5I Fr BOE

HRAR ] %

o RAEHY 1
* PCR F=#4tith

> * PCR 5|94 514

M S
o TR B/ BRI
o I AR/ ALK

1o A AL [ AR 0 5 AT S E R 2 . PCR AT
PRAT A SREOR IS AT 5L 1R I P XS 50 18, AR VAYT ] 1 i 0 SC %973
AR AL ) I P XIS B A AR 2 I, 32225 R AR, 9l 4n Ak
ST 2 SR FH AR o N 2K 3 BRI 2 o P A 4 ) 5 R A St A LA 3 e 71
AT SR . (HAIRAL 7 Fe 4] 1 78 DUECBUIRI , T/
BERI

TERH PCR # AR BATY
Lok — A A R T
PP SSE, 0t 480 e s S AN B 40 P bk R 2 70 il #EAT R s TTAE NGS ik
BLFE T W SCER . I AN AiA S P IR R BNV, T H NGS [l 7 e 5
LI (R I AT 1), PR SRRy “ St Creal-time)”
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8.1 Sanger I ISR i &

2, BRI EOR B AR &, % AR ME & i R rp ) — 22 Se B 7 K m]
RER 2 BEZ A8, (H— kUt H TS A W] BE B3R K B B BORE St AT Iy
PCR 3 A& —IUAT L R 7y B A 18 150 X 3% 12 P B B 2T Bz — . A PCR
AN AT E R SO RGN B SCPE T B BRAT, mUR] DAY € A IR e 51 EAT
1w, DA AT Sanger WA NGS AR % . ST PCR P it AT ik
Tl A AR AR E R

a) SR Ak
b) 40 R T
¢) PCR {3 I3 251
d) $# PCR P A s e

BN R AT E AT A REORAIEIRAT 2 0% (I PP AAR  [R] Iy AR
ST

F-T Sanger 7 ) DNA AR Z SR 34T 625 BRI DL A3 Ar e 5 iR o
— IR A260/A280 thfE KT 1.8 LA F, A260/A230 tbfE KT 2.0 L E.

FIT- Sanger Wl Fp 5 B2 RIS R FEE R i B, 2 3 BURIUA IR S R AR 5 T 2
(RI15 T S, W RS R D, T 4 3 B304 i A M6 L P S8 B A1 00 P AR
DNA 5 B B SR 545 @ A I H 1) PCR 724 K /N BRI IE 2 B A 5
— kUL, X 100-200bp ) PCR #sEATMIFF, FHE 1-3ng B4R T
1000-2000bp f¥] PCR 74, %/ 75 % 10-40ng FAR -

8.2 KHBPFATMF (NGS) KW P CEMH R
8.2.1 LEMEMR

AR BB ) £ AR S 2 LY Sanger MR B FTANE, B 6. g
HE) DRSO (library), EZEHES: 7 5007 & AHITEL 1) % Fh
FAZE R (adapter) [K) DNA F B4l BT NGS 130 A 2 - AL 3
NPT (ZUE D: L KB 2) 84 3 e BEEFESE—P
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it bR, TR SO AR 7 51 AT L2 26 R 41 DNA (gDNAD. # #l PCR 7=
) (PCR amplicon) 5l RNA SRR cDNA. it DNA )5 & 225K A
Sanger WIJ¥ . A THESCERIRIRE A L S0 BRI PIR5e i B i 7%,
BEJE BT R 2 . BRI BT % B SR e UL RRk, RIAT 58 Rk
SCPER R . — OB S B T E K o B TR BOKE 5 R S AH UL T
W= T Rt . Ef-F &, EFHEHE— PR SR BAMY S AT
PCR 44 DA$ & SCE VR K

X F e R S E, oA XA T YO ES PCR. ¥t B4
B HIKEFEARPRINT- &, X SCE R T 2 =M IR

8.2.2 DNA Fr Btk fiE#:

HEV R S P 22 I 7 50T gDNA AT Fr Bedl . T EUH T DNA J7 BoAG I 77 VA AL 6
A S YIS, AR gDNA F 25 56K A A260/A280 7% Gukt it
ATIRFERAEEE Sy, AT R K/ i B B CE R A5, DNA HIKI % E
2B IREL (smearing) BLHE EILE TRHAENE FIRRTE DNA R BRHIE, #ANE T
FREEAT N AL BE

823 Ef

TR Z IR E , AT ERM EEE AR, 1R 7 ZR TR
FH R L R DX SREAT & SR AR X Pk 0 e R f e 4 i ) X kAT S e B 1 45
AR AR SAR 22 A, A5 9l (1000 e 800 2 A AR 32

8.2.3.1 ¥ Xigy 1

KHI PCR HYJT i, X B IR IX 8 i) 2 PR AL X AT I 8 e S . SRAIAS 7%
BRI BRI AE R RE 3 B0 A VA b 0 A S8 22 DT AN T 9 18 0Kl i 5 £ 7
AR R R B S SR S5 A AL A 5% FL At 1) REE B FE X TR GC & & X ek
PRI R DR AR S AN I I X S B AT DA AR

8.2.3.2 BEm XA IR
i A B RO O 24 A T, FEBOGER X I S R 2 B IR R ok,

25



BEAT T ARSI 5 70 Mt o AT IR I KL 2 5 T8 o 10 HL A5 A AL PR 14T
A LU AR T ML AL 2 FIHR BE R 55 o X A5 1 B K I 75 SRl R AR RES 7 7
GBI S A X3, H 285 5 ) GC X sk m] REAR M 2R, 1M #5245 X
SRR Z o dA 2R3 BRI P AN BT 75 ZE A Py rh B IR we R, 4 REPRIIE
TS LA R (A2 1R DX S5 B 408 a2k 28] i AURASL N 2R 580 T AL ) K

8.2.3.3 MM ESR

R NGS Rl H 1A 2 Jr BREE AR 8 X380, T A0 2 Mk e K RE Y
DNA B, W] R BT e f5 e LIk i 77 200 DNA B¢ cDNA B AT 70
B, RIS TR TR/ A BB, sk, TR SR N . SR A SR
AT B KB BUE AR T 1) AZA%T DNA BYUIRIRE 5 i AT e, LA
BAORTIHA R /N BE s K 2041, 7T LURRYE DNA B (B0 KU T gDNA i& 2
MRNA) BEATIHRE . 2) anSR A B DIk DNA BIJ73%, 0 250 H T R ) el —
YRR DR T, i E e D) O (A B R B8 B F R i sl e e . i FL&k
Wt 2 B, RIAAT Rk BR 1) L e R ) mT AR Ji5 82 1) %20 S R
3) X T IRIE AR /N DNA FEAT A0 B AN J5 22 (1 5% 1 BB It R 22 9F
WA, HEBMTFE. RTREE T .

8.2.3.4 £FEFHAMEFEFHY 1Y

AR TR AR R AR /N AE ) A REBEAT HE DAL I A5 G 2 i 8 4
BRI AR JLARM . 30 TP I 97 8 DNAL it A A bn A . 0k
EMUIFERAG R D EH R A Hopth A - Hrss, A B ] 4k R 21 e e
ALY I TTER PR IER A AT 1 ' 5, DU ORI R R AR X PRt RE S 4 7 1
L E) NGS HIBRARK I R B . 04k BRI 4 39 1 F5 v ml 8 7 A i3 8 R BioR
Wl fer, #2EKH] SNP 8 CGH 2577 3k 7 KL IE .

8.2.4 FIREARR
8.2.4.1 I.¥ PCR (ePCR) &M

FL PCR F B St 1 Bk i B BAb S L BfER (bead) E, DNA
Fr BOE T SRR I A Sk BN A 45 A T S A E . FLIR PCR &K —
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ANERZ T —Fh DNA F BBk 73 Bio 21— ANl ALK 2L 7, SR 5 3517 PCR 974,
PCR SERJa, MLl RV ] 15 21 2 i At oo B A0 s SR A0SO R RO TORR, R 8 5]
I ECERALIR G & By Bt FH IS PicoTiter™Plate) BYIK v Je Bt (FHT-3%
MR (SBL) HIFEZHRIREN) . 208U SR — M ORE — ML sl s —4
HRT R S5 . XA Y 7%, AT L RIEROR R IR A 2% 21

DNA,  MIIAE T — 22 B e S B o= A 2 i e i D 2 B R AL 245 5

8.2.4.2 [E R EY 1Y

SoF TR FHAEER m Wi oK 3 2% 1E - Ceyclic reversible termination) il FE~F &,
WS T HSL I BoAk DNA Wil Ja B B BRI SO 5 22 1 i B 5 1 40k
FLHAN, R E TSR b, RS T S — N S LT BN A, A
MR “Mr”, BT 30 NEATEH I EEMEY 3 (bridge amplification) AR
BHATY G, &, BAEAFIR-REN DNA 2 F2 800K 1000 f58hE, M
MO TERE DNA %, FTUUHT T — P07 R, AR (read).

8.3 HREFRI P EAR 25 I HE BB I
8.3.1 FHHH 4T

% J DRI 20 57 43 T 75 S T DR PR S5 P AR B A S A 0 () DN, T
AR AR SE T VE T RESS o IR, FEIEPAZ TR ST U7 VA0 5o el b
AR TR 51 2 A R s o B R AR, R T R 4 1T DK R R i R A S AR AR R
777

TR P EARBAT R IRREY) (BlngnE . mEMEE) ¥, &%
36 ) () R an T A R S R IR B AR A, DRI, 06 ) R S S AT A )

AR & B LU Al RS o AP R IUH SR, /5 ZEET XA il ) 46 (R A
HFR (LOD) AT LTI AIbRELL o

BEA, EVIZIRAE AT I AL ALE, DRI, AR ah ] A AT AL B 1 4 i
REFR, B B SRR R SEEG, DLIE S AR PE R E AR IR IR A U A fy 1
/R RIERE S

8.3.2 RNA F3%3CEE
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X TR — AR () RNA BRI, B 1 4% 18 AE RNA 5258 (17
T2 Ab, 38T BRSO 2 BT R RNA B AT R A o 1o FLAE SR B
ETEENN I DNA B FB IR DL L BRETA DNA. BRI SEI0 7K, R 114
XA RNA. mRNA. microRNA [IH&EURTAR B (1) 5 b AL &

8.4 R NGS 1T ZFMIBEHH (sample multiplexing)

K29 NGS EUR B ckr e &, AT LUK 2/ it VR B AE — AN VK T
R AT R A . NGS 38 R F A A — BB i R I P S A m b — 1) 3
ZE RR B T E AT ZFE A, XSS TERL H IR 2EH “ 2489 (barcode)”,
FEARFET R MEIRA “Fr2s (Gindex)” LR, EMFH 5450 DNA B [Ff
BRI ok, AT AR — AN ) F T XA AN R R PR M — S i o Jd i 3X ATk, Al
AR R Bee A A 5 — A it PR 00 A

20 I A TR AL (1 S 0 2 AL SCIE R I R R, AE AT DNA 231l 37 %
SH 578 3, B 6-8bp. A LRI ESE DNA 1FDY “ 56097 B “ oy
7o M4 )E, EIEPAT AL, Bl ARG IR i 45 R SRS R A
[ it B 00 o 55 2R

KX A0 77 200 I 5 AR BT S8 5 404t SR TR R REAE AR I 1) 1)
ZAD R H R RS — CRp 31 R A RN 3Uin-line 23 B2 AR )5 2) R4 B 4 Cindex
swapping): K] g Iy 5 15 RS % P B0 SR ARG QRS R, — > ERE I AR
FIREAR OCER R S /b — AN, T RE AR 5L DR AL 7E 22 ARG DURE i 1) 4 i 22

“ORMDT B PR MBI AAAETIRER . AR EAMEA RS, HRAED

Fe RO 5 o i RR B T R R A o DRI, ZEIGPRAS NI H 75 RS S 56
SAAL TS 1, EARE H AL (index swap rates) FEFIRAL; —BERIRZER
e B BELL RN b 0 R BB LN R (Bl 0.01%), FEARE RS &R
ARTRRSTIN, 5 5 R AT B PR 25 58 e 5 LA CRAS B 5 A i 0 45 SR ) R 78

9. WP TR E ] ReAFAE I 1A -
9.1’ T IE MR

AR R E R ST e AR P R SR SRR R D IR DA S b L T e A ) 1) R



JX L i) AT BEFEAE A I P B R A A8 A7 AE

Sanger #ll 7 HoAR QA Z R, T RE 2B B LURGE 2, MR RS
PR3 1] R AN I eV 2 IR S =R M o 07 iR AT BRI DNA
FIFP A1, A RN N 2 N 7 B ) b tfE o Sanger Il i R/ A T B4
PCR #3401 PCR r=#yaiift,. MF R 5 FIZE SR i A R Z B A #rit
i L E B S HEMIBH P BT 4% i, 2 B 4% ot U A HR IS 3035 SR 56 SR W, A
DNA it il Jm, KA RS 6GHAE — GG EE Sk, IR frailalsn 2 &
FEEORRAT o Z AT HE VI, LA TS gy, 7 L3k 9 4l Bt AT Sk
Ko IR E T eI, PL RN EERG, URURNA SA R. EEA
B RIBUEAE, JCHRAEBAT IR A LR AN R AT, 242 2 #E AR EE ]
RAZ BT 20%I0F, AT AEH BUBEAERI S 2R XHAGTIACER AR IR E R, A5
Wb BRARRZR, ROARMD RS, . EEK.

1H NGS 7 BB RARMR, AR BIARHERT R E S HUR D HEERA, Flit,
X I A I 56 2 A P e At 5 B2 A 1) AR A i PR R 50 2% 3, I P e 8 e
Ba o g RE . AT SR IEIANE AT I, A RERERB[ AT ER . &R
B FEA R T H, BRI P B I PERE MRS, BB TG
PRAIAN 73 A A B s SRANAFEREESR, Rl e h R B & 775
R 77 AT .
9.2 M FFJ7 A2 I £

NGS HARIEFERIH K & . I NGS falll - & 28 7 BT 10 KR
PRSI B B, B BORRED DK 1A e R il 5 BREE I PP 75 R B 14
AT Z AN A & AN PG o HE T, X/ NIRAR R I e DARs AN T HERR
T, m EAAR S R PERE DU [EIERE RO 2 Re] ik A R BoR T
&, 1M & —NA B SRR RSk, LSRRG 2 Hr LA IR &
R S 06 5 Y T SR AT AL TR 7%

IAIEEA T B E R A BRI T & U S G
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9.2.1 fFEE

) e 38 B R R AX AR AE B G AT I W LA AR 2/ B B . il AT B
T A2 4 2k R P R 5 K, B — IRRAT BE K B 78 o TR B M B 22 TR 5
fto T E R SR B RISAT A BGE, T H BT R B SR B YR S T rp A i
BRI A QR EE B A D BT ERE A AT I, BRI R R &R
g5 (FZ Sanger W7D FAT LA 2 752K .

9.22 FESEE

FE b B B AR TR AEZS 8 FOB (8] P AT DS B RE 2 H B XS 2 4T B (],
MFEE, ZREMRAEINER, PTG N HX % 405 .
023 EBKE (EK)

T BRSPS L7 A O A H o SR B AT AT AL
FILEXTIERE, I n] DUy wERf 3 iRy S DX B A o e R Ik B e
ICERIBATIN ] PR SR IRIBAT A A o R R T EAE AR S st il 5 T A £E =) BIR
Pho XL PR [, R IR T IN I H B3 R S

9.2.4 BEIRE

T8 i R JSEAE AT DA 4R 2 DXl B U O RS B B H o BRI — X
FOL s DR LR INE B 28 F R e 0T FR A R R o T B
T FAT NGS 7 65 R BB TR ERAS AR, B 3R A5 10 I 73 B AR
RIEA 5 R, 7RI PP E R PEAT R B AR 5 B4 T EE 0 e B o 7t R J5E
A AR o ASFIIN P AR B (1225 8 2 IR 2R AR 2R 1 BoR:
2 1 RIS T £ AT R TP 7 5 52 07

PR EBAKE (bp)  EMFIHNEGRE  SFNFTE

-50 1000 CG, lllumina/GA, HYK/PSTAR-IIA
51-100 50-100 Illumina/HiSeq

101-300 30-50 lon Torrent

301-400 10-30 454

401-500 8-15

501-600 6-10 Sanger

601-1000 -5

*MEFF 78 2518 E 2% NHGRI HI%dE:  hitp://www.genome.gov/sequencingcosts/
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WA, 5 R ik DRI 2 X S5k i 75 10 8 2 R PS8 7T 52 21 e B G R PR i, 51 A 28
e GC X4k, Bl B 52 X I, w75 22 IR 103 s A K0 e B S A% Y
Feo.

BN AN TR AL I T H R B EAR DR, AR R I BN 2 A IR A A
A6 o Dk € W R I H L7 o IR FEARMERS , N 25 RE B2 300 H P 5 19 70 Hr vE 1
JEAURS B T o SRR S8 A% 1 S5 AN [R] BRVR 5 R BB AT D PP It 0t 7 22 5 v ) 7 i
A BRI AR S . AN, [FRER K 150 bp BTG, WA A A
1% 2 ik (K1 2 DNA IR R RAE, 75 22 50-80 1578 s A FE, 4R F TR >k B FFPE
PRAS (¥R 4L AR 2 SR A%, DU 75 22 500-1000 i (178 w2 iR

9.2.5 BA

NGS (I A A FE GG 5 B4 A, B RIS AT IR A, BAJCT
T B S T AN B 5 B R ROAR A S5 = 1) T ke Ui e i 458 P v A 1Y
KREAT VP« A HER S AT e 2 PRI 28, (HAE R ZHUE G T, Al =
i RS FR SR S AT AR, RO RRI s R R R R R s AT L, 5
UGBATI RGN T 2/ DARER TR . Rk, IR T BRI A7, A e
I b 1) AN o 0P SR AR o ) A — AN 5 3 R R U A 4 A R R 2
FET T B A AR . A, NGS WFAX 75 BRI 4 R SEIHEAR N I,
MM B 2 0 0 N 53 08 06 201 28 18 S50 5 RO SR 85 11 A B R UE 15 53X
e TRBEHE BN AN
9.2.6 IZAT B IH]

IEAT I (1 B UGB AT AR OB BT 5 ARRT R] o 308 A 0 T 15 B A B R A
Bl . ACER IO @ R IS AT AR . ER, 3N R mT LA
TRARE S ORI o G SR PR S FEASE I 101 5 AT DA 2 8K RS AT B 1), @t 38
I 388 B T DA AL BN A i P 1 35 BAS o U 3 IS B~ 6 — RIS AT I ]
B, AT DAPRE IR [l R 25 51 o FUAth 75 5% RR I T IR BR300 B i ) . ST
FE s DL R HH A0 EE X e T 2 i 5 100 e R TR B SR TR

9.2.7 MFFE IRRIhER
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BeAh, AR H WL AT B FVER, DR I O R AR N i I
I H /S R E R, RO TR 28 NGS WA, #IGaAT in [8] #Hs
FERBUNFEBHOR, AR FEATH B RN B 7 22 E a4 REfS 2
FIEEISER, R KRR S A& A 18] JF 3N S0 A o

9.3 P FFHIAR H 7 7E BRI BRIRAE 7T BE- S B [ -

T PP BRI E N B 00 75 R s S S A B A TR 5 M PR A 5 e i 435 2R )
YO, PASGI R (AR & A5 B2 00 S A PT R AR AE IV Il . £EPPAN IR 46
MFEEHE . g ot fE. FEE (quality score) 20HT, BAEME H A 45 BERE
AR AT RE 2 A R A SERR RSN H O A AN ISR T ) TR E 2 IR

CATE SRl e s 2 32 B 2 e 2% (Fluorophore) il AnSRASKE B
BERCHR G ER, FTRES I R B AL i BRIE B AR, 3 BUR SR Fr S
RS W 5k A, JREE 5 200 A e 2 DA DU U 1T 3 S0l 3 s R A £
5 “BEE (noise)” HEHN, HEUVUNHTIR. X TIXEEE N6 R IE AT FHoR
[ B, 5 B A B ST b (AR HEAG TV S B I A e A5 5 e ) R A%
BEAT T A IE .

AN R T, BAR A mIEE N T & 7 R SISO FASTQ
I (A s TN ) A AE B, HRX TR 15 = i br s
H ASCH gt 5 30, ANFSF- & BIAS R B Bk AN [R5 %2, 45112 : Sanger, Phred
JREAERYEEM 0 F 92, XFRiff] ASCH F4M 33 F| 126; Solexa/lllumina 1.0,
Solexa/lllumina quality score, {E )75 [FE M-5 2] 63, XIRIE) ASCI A 59 F] 126;
Illumina 1.3+, Phred quality score, 1E 75 [ A 0 £ 62 X N[ ASCII H5 M\ 64 2|
126, {ESZBRERE 73 B T ZEVE A A 0 BT S BTN, X — SAEVN B4
Kl DA S AT R B 5 B B

9.4 WERFIF R EAE
9.4.1 BRI R EAE

454 F1HAh NGS 7EAR RFEFE L # AR A5 T Bl I 5 B A >R A0 Win iy 1= Js 2 Fe) 4 e
07 H B B R & o BN T 6 1 55380 35 T8 1R FIAS DL R 800 A i A
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KA SEE I A . RETHHINA SRR, eATAR 2 DO B E I 2ok 1R W
BREE R R A (MR 2), XA WHHHR “Phred-like” JiiE1H .
F 2 BAERRE SHIRENRR

B 7 = Bk U B R % Bk PR HERf 5
10 1/10 90%

20 1/100 99%

30 1/1000 99.9%

40 1/10 000 99.99%

50 1/100 000 99.999%

Phred {H &K KA R, B G A HADRRE R AL B Sanger /7152
B A R0 i) 5T, Phred {BK T 30 B it & o IFAEFA a0 F R
KEIEHZ, H Sanger BRI EAENFR N Phred {H. Sanger 74512 %R 1
AP E Ny Phred {8 {H2, X—48FRIA I Z A Sanger BB IS BIES
HAREVE N L RIS SR B Fa b o LUK 0 57 B R e R AR el 0, b
TR E SR IR AR B

Phred 12— Fifk 7 LA, 2GR ARABIRZ D BENE T F2E
B I T AR 56 2 1R T M R A A, o X BB W] DAk B T A i i DA S i
SERENITE, R Z RN T 6 A - EEE SRy . AT 2 W 8 o i i
S 5 T BRI R B L V) B0 5T e DA BRI SR AR R )
(f1°F-25 Phred {f, AT LAHEBhSEEs =70 th TR B, A5 PCR ¥4,
EERAGER IR ZE (B, BAERESIRED RN P8

Phred (A FITHR AR ZNH T2 M- & . XL Phred-like Fi&E(E, il
RO “Q E”, WRTHEE R AT REME, (FUE S BRI TR MK, %
MEEREE S CIRES VAR D), B AR (EnE F28. REHRAE
Bl Phred #& 0, AFEFEH Q EHA—E R EFEMH, FEINEA NGS F & ZIH
S = e 7 A A RS o R BV AR AT R o I LR e RN 7 S A s
AEERIE T NGS A B A — A TR EAB S, E7 -1 6 ERU
R IEEEE . B 7R AEIE R B EAE, NGS Wl Gt HoAth ) 78 55 R
(coverage depth). #EfRfar (strand bias) SR ZRARnTH . R ESEHIR S L5 &8
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P 28 o7 B RS A

NGS i BL Q 18 i TIN5 BT P 5 A A HIA AT A IR KA AE L. — A
Blr, ERZHNGS 16 A HIFERAE, MEE, MAGKEE AN
Fro A s, QKT 30 HUBHAH F A T Fe, £ & T RERIRREEA

F—IT R, RFZERME, P Q 8”7 R FF LB L2 R,
(B BEE B BUE BB PR BT 38 B BOR AL, AR A B 1R 1 ot Bk
TR WP B X ) g 3 80 s eid iIn) “ Bk QH”. Q EH ALl
Ao FEBT L IE KA o 3K AN R 5 8 LU 5T 2 A 4 i w0 55 e S Tl A 1R ) ) JF At A
E

KB THENLFFIAIK B H brfli 2R s R 4R € X 45 PCR 3 4 (1 51 Q {2
X WA o Q MEHE TR ALK HFIME, X T4 E H AR XV 2 R 7 HEfE
i FEE R R ORAS B S VR AR . Q RS2 RIS B BUH e 4148 7 (Bl R SR AR
ERMLE) IR, X PCR 4 Mok, P44 Q EAMKH T X LE R ZAE Y 1]
TR BRI B Al o IXIFAE UL, X LETIE AR e A B v 1R8], (H Y
framte Bk AL H AR X, IFBEE AR T Q E YA R KT

B TERIEN Q A, FFAIBUEE LA X R . X MAR T X I
XF R 225 A ECN AR o /DRt — AN EUE . SR, dl AN BRZR,
[Fl SR A, FO4E DIBSEAR S5 oo A5 . b AMEA Sk B Eext 7 R sgm . 3 & X
ekt ik, FEHTREFHIEB M HExS, ASREAR AT (1 b F4d A R A LA oK
B A S AERXMIEHLN, 18 o 1 Smith-Waterman 5320k 3T X .
X I IIAR 2 22 1) 53 BT I R], AF 20K 4 A DX 30 AT LR RIE AL R o 4 NG5k
KRERIWEF L, GRARAE, MR, Mbs, TRERMEE K.
R DR 21 v e PR b JH At v 5 ()95 91 RO A7t PT DAS BRI . AE SR S5 F
4 R LU A T R L nT e s b, (AN Y BR In) R

X TAEAEAR P (1 e 0L B P A B, A VR 2 AT B4R bR . B P H1E
BRAEAN [F) R 2 B) (0 - RO 7 ) 0 S5 S B R A8 S AN [ e W) Pl (545
FRE ). BB RG R, SO M S BV A& Iaia Al R
MG SR BIVERI A MR 22 . B, 2 — M FEd T 30%H) 48 7 i BUR/E 30
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BB S T IMBIN, AL MERRE TR/ T 2%, REHMRET
ANF 5 2 X S R AR R AR S B R AR 5

M2, mAR Sanger MFAI NGS — 46K A T AHARI EE & Fabw, Phred {EA1
Q M, JE#& 14N T 2 H e A MR PR R Pl S T &, A R R AERRIE IR B
A | R AARBUR S AR A — AP IR X EEARFR ] FH R VP A 5B 1) i
FANEEN 7 5B 1 BT & e T A5 6 AT B2 I o (B AR o AR B ORI B R sk
AL B B SRR B 1o I IR S E, ) AR A I PR A OR B R
{8, tin Q30 MIEB M FIES M. Mhal, & ARHRIE Y b7 i (2 % E 2t
(s KA 22 AT B s — A RRAR BT FE I 1

0.42 BRFER. A RERKFEICH
9.4.2.1 XH#R

ANTE NGS 1 & [ 6 Bl SCAF B A A — S BCE bR aE i = fE b
K ARHE R SO R AR IZ AT 2] BOA AT, B FASTQ %X . FASTQ
SR AR E AR SR S, T ORI 51 CRE IR Y 51D A
P AR o S X AR A bR e, (HR AT 67 AR A AR 2 E
R, R EE B R 67 A BRI AER . Bk 7 FASTQ SCAFH
IR, A BRI S RO R R AR K 2 A SO ATSCAER A, JF RN
B AN FIRE, AR, DA Ao 5 B LA N il 20 AT (R 7t A 2 AT
it PR S 6 5 5 ZEAE N 18] 53 B8 R AT B0 SO SR 2R I e R R B2 5 5 ) LA
AL BT OR AT SO A PP A 2 At B R T W PRSI 6 3 A 2 A 080T o o 1) R R 2R AL Y 2
NGS HARM RN E I e, It HAZGG, A, BARAGE B . XA
S SR UL I LE SO R BIANE R, AERZHHOLT, &EBIMN A HrIeIE. 2R
Fr5 DL AN U RFSEIR AR

9.4.2.2 FFHITEH

NGS S i F2 o JF dn A B AR K, AR/ FLORTE . A7 AR B A1
R B A% ATE . AR RAI IS IEE RE o, & E AT — MR A5 B
SIATIRRR, R E U (RS RE) FEEEE T2 B0 A shid g, DUB iR
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Mo —IR NGS [N F= 4 R G EHRE YA LT3 Fn, IR (15 PR 5256 =5 b
IR NGS A8 N B R S5 A SR LB R ) (base calling) 5%
10. G P4 R, BRERVES

22 LYy Sanger M7 A1 NGS 7452 AR 2 8] & 27l i) - Sanger I /7 7 1000 bp
KMUNFRTEHIR O, FRR a4 EEZNE. NGS 7 I fo v LA S RIE ) 75 X
N DRI B R ) X 8. P 3 o0 A I AR R B A 22 00 o F BT Pl s

vy
Pl

FIBRE 7 " Tl
Sanger JIFr M (NGS)
0 e e MRFEHR )~ - -
0 -
G !CG;"*! Gi GI GG I Gioc
i i TGEEACGTTTC!
e EACGTTTCGEST G y
ACGTTTCGACTGTETECTd AGAGT
CETTTCGAGIGTGTS LGAGTG
/\fwﬂ ﬁv Ay /\m . =
A
G G R

[ 2 Sanger I 5 NGS FER* M A LA

P 2 Hoxt Sanger I Cllfi R ML A8 R AR ) 49 21 A A o4 F ok 14
W5 NGS M 4 AT 1 LA /& bnAEAL i ik B 2 1R 455 o A o
L5 R R EREALA, WASEALE A 15 5 RBUHAE, (HEHE T2
so HITESRE, A0 R E HPbbE . 1810 AR R AL 5 32 2
Fe S S A RE T IR £ NGS Ml ey, BEANSFE AL PRSI E s A
e, BHE SR, BEEA SRR INERE . ST, oA S I 0 2505 8 BORT R
FRRE MG R WA EE N E MR EE, 52% 75
LRSS, AT B s PR 0 S5 )
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10.1 Sanger ¢
10.1.1 FFALEXT

XFTokE Sanger 7 A FEABA S M PR 1) DNA P51, R RS
TR BRI ML R AR AT HoxS s FERMEIF LN, BRIEAT BURALAS o 7 51 LEkt
MIER 7R A 2 RBURE A . 2 R AR IR AN PP 51 X 45l S5 4t d A DT
Beo SRR AT PR A O B Z1 R RO AL X 35k, R F P40 (tiled approach)
SRR AN LR B4 . 0T Sanger Wl 5 (14 L RIS S 1R R G i I 3R TR
L B 53, el Needleman-Wunsch Sk AE AT2E 52, F T4 )5
LEXHEAL . Smith-Waterman 532 HATAE A T RIFALLS AL . Feal bextid
PR MR KR AR TR A, AR, EEKERZE RS EH
AL o

10.1.2 FFFI3R4 (Sequence Review)
10.1.2.1 WAiFiEHE

Ky Sanger Wl 7 & — AN T2 BRI AR, 6 VR 2 R L
AT 5O 1 s ARS8 o X S T DAY ES 3 s AN B = 05 3R 45 . EAT]
RREWZE AT W HMETIRE (B, HoR SR, BIER S AR, SOk
g IR 2R, DL EEIAEE) . (EFE R — A2 FAE T U IR & 5l A F R Yk
Hoof i, Y EE, IR E AR — N R, R T = A X g
AAFRER . BAFLE e RT3 R (B, HLA 43 28 s #ht
Ve ), MR T H S R EREAROCH ThRE . 1 B IR A SR8 S i — N R A
AL DR AT A S50 5 1 TAR AR, HF BB T PR 3045 3 2 b (3 i i
BT HE RS -
10.1.2.2 Sanger JU 7838 5 A HAH S ARRE

M Sanger 723 BT IR AR R AR B AR T AR R Fr BUE IR IR o s i T
B 7S B BT R B T e AT R /N AR I A2 A8 F (R o8 el 49
PR A AR B SO, SRtk 1 T G RHELE SR T AR o 8 SRR
S 1) TE B RS R AR B SCA A e IE A IR A 4 R
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BEAT S W51 23 B R SE 56 38 82 S AE BT E P A B i . it H IIVF 2 O ER
PRA PRt “BUEE” &I AR “BEE” NP2 R EZamER, s E
2
o [ETuRSE: TN, JFal e DAIXHEECE ShrdE (R B IR P

B IR R R
o (EMELL: [FXERSKBMES (EE) SHMBEFRMES (EBE E
o HF: FERFMRESE EARRRAIVE L4 AR [ A BAN R 1AL E
o [ETUIRBEMII: FEMIAERRE_BAS S oR FEREA 5 41 2 M A i Uk
o R FFEESORE FELR I YERFREIE

—(5 5 9 L AT LA 28 0 B B S L AR R AT IR KA e AR HE R B0 iR

FERLD
o JRHH: )R SRR Al E A AR AL

JE AR AT DA R UE I e i B R T R, (HIX SRS MEA S RES
SR E R . DYk, HUK A ERAE DOAIE R DRSS AE IR A R . 5311
FRo N2 i ELOLPPAL ,  PABA E _E38 %% T 15 2 AN R T Etis 1 Al i3
10.1.2.3 JRIGHE AR BE B T REAFAEHY 1) A

XHRAEN GORTE, 5 ZERENE B AR 7 25 RAE IR E R B AH, bk
AT AR BT BT G B M P B 0 1), SR T4 SR A A R L
e e L AR A S AL, AT W] DA I PR AR Bk (R M AR s, ik B, Tl
SO, AR DA SR A SR A A AR SR AT HEWT . [ 75 20, 2 E AR
it PR S SCREBIEAT 1300 5 I PR RS 75— 300, B R — 2 B A [ P 47 ) 2L RS o
bL o — R BE S 2 S E . SRR P21 i 45 S A T LEAL LUK I )i
RAH.

i B vl ek B 2R . HRIN:

o KAWUHHNES

o Rl FEEREER AL IR

o ELRHITIRZ RE S ERE
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o FAMEIL

AW, BRAFAR L P S B D Bom iR ok 1, HEsE ERAG . X
P DL AT REAE Ty SO S R KT 1, FEZ IR, BE
BRARAF AL — 4 7 Sy e R i

P e OSSR B I A R AR S H R vl Be R B F AR . T
AR PR A AR HES ] LORAIES AR 6 R AT 75 5 U .

RS B I e e L ) kB 2 R 2% 1, JF AT AR & 2 Pl RE R S A
URSRASREMR DR 1P, A 3 IO 5 4 1) 3 7o o e S St S A B e BB R
P R Bty e AT TR

10124 XTAUFERNF LHE

FERLERGOL T, AEPHEA X AbBE 2 5 ] DL SC VE£E 5 8 Fr 21 B TR R
T B RE L B AT B ELE . 5 B AR B AN — B0 15 81 4 S 3 4T 1D S IR
o TSR AZ AR AL S R e, Bt AR TN A, 68 R 5 i 46 21 £ IS A
B EH, BATFUSIRE RIS DA R & . Sl 20 7 51 i LR 5 A 2
BMFINEINHATEE GEBCRHEZ KB %),

10.1.3 RS HXER 7 51 BRI

BEAT I PP AR i T RE VR G HABAR IR . X AT REASZ TIUW Y, (H 2 i it
BAFANIRAE N A B AR B0 HAFAEBEAT VA

AP R P B T B L DR 3

o HEE
o RAMEE (Hln, EBYeR, MR, JEMUE4HAD
o AEIMKD

o FIEIRIVE XIS B Fr B
o LxtHEATRE
o HAhZHY MY CHEBILED

o 5L
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ARy 55 B 2 et R R & e S, 9 ks B A= R A e
PR AT A S Bl 75 S b AT 24 R R T, RIR A A R B e L B, 4
— RS HERE B ENRE, ATHF AR ST ARG, BlnFsl A
BUF A Bo X EERE i A AU TS SEHE (N TR R, RS o i % A4 R T 1 1
BT TTEEIEAT 93 Mt o 253 B R A DR it ATTVR B R ot 1) B AT DA 5 TR B 7K (A
an, 30% )75 A 5 7T0%HIFF51 B), LAGRIERT B S PEKIIE 95%H) B AE X TH A .
Tk Sanger WA I VR G R I R PR HIAE 15% 2 30%, HELLR A HrliAE] 10%.
AR A 7K AR T L3 T B0 5 g U e i S 7 B RS S 7 0 7= A s SR, S@ S
D0 5 T I A S 36 3 R AN VISR bR IR 9 B V5 S A . NGS BiAR KR EHE & 1 4r
BT R, TR R S A B A I

FINAREE R, AR A BRI, XA T IERE, AR
A, AN R UAN AL, R A I E SR, AR LR S STE N .

XA e i) AR iR 45 P S B R0 1 el A5 B ok, W 2R 5 B d s 1R R
U, MIRTREAE— A7 18 BB L 53— A5 TR A E o 38 X G B0 ) J5L Pl e
AESZ, DNA JFEER ASFEK ddNTPs Jn#gE b, Pt —AJ5 1 BRI E SR
SRAEAEAR IR T ) LU IR A8 R AT RENERZ, PSSR A T30
REAFEN, Hb R IME R T T Hn—5Ra.

AR SRR AT RE e ) R AU A B, T8 ] B P 138 2 B8 R X [a] ) 008 3 o
BAB AR B SR 3 ) B « XTI Sanger U X & — A
HE R S EEAE, 7 1) P A A A 57 1S W A B8 e IO AN BT

10.2 NGS Wi

H1F NGS ZREUPFIME 2 77 3, e AUR A & 2 Fh ot TR RS B4
RERHEAT e 51122 53t (Aer Il o ZEWE 2 52 0 M A W 6045 32 51 B X i pif e, A8 e
WA, DHREVERE, ImRAH SRR AIAL S 555 o BRAR LT A 24 22 [ R I R X 4
BXMAEDE R AT R, ZATRZE —NERII R REIX .

10.2.1 FR3IAR R PP AR A0 B — A SR

H1F NGS 7 AR KA EtE AR R A 1E B, e 3 B 250l iR VA 5 2 S v i o
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HREST. HVFZAEM NGS X4, FHARAT % B R 7 i B R AR 2R . NGS
AR H I i L ) B30 S T A A IR 13 81 R Xe o 1) s R ol 22 1R ) T A5 € (14 )
FH . IR EEHHE Y —Fh o DA 202 FASTQ 4 20. FASTQ ST 1T F T+ Eoxd - 2¢
FHRAERMSHEFH LR BAELSALE. FRNMEEAZSEF5], FASTQ Ui
WRf L T Mkt 3 21 L n] DUIE e 7 b 1 0 B 2 A 905 18 A R 5 il
(=% B, £ B.L. HMEERMILMELR, Lk Eriels, eiiE, It
BRI RTERE, JilA), EEXTRIsh A5, fEAEAESS A0 AT HI NGS XS 3
7&.SAM 30, H Tk U BAM Ui BJa s ANEEXH I R B EicdE AT
BRI TTEARE . AFERI SNVs, 45828 57 CNVs S548 57+

AN EZMFFREAE, TR AR R E BOR T G, SCPERE R SR B,
HARARRFER . Bk, RN, AR TARERAE 1R IR T H A th
AN—EH B Lk

10.2.1.1 ZEFF|FE R fE A

SERER 22 17 51 A% AT LA X, i R A JE T K 5 26 v & i
( http://www.genome.ucsc.edu ) B 3 S EMEARE R PO
Chttp://www.ncbi.nlm.nih.gov/sites/genome) Mk Nk, EFZAEIL T, (BRI
EH IR MR EZ S F Py PR S RS EFY], B8R
A I 5 ERR S SR 225 7 50 o M A ST B . MRS 7 51 N A
B VARS, B AT T 225 5 91 vb RS B PP 91 S TR AN G AR R I
ROE R IR S A A SR SEM . BT TS E AN ARRARA S (i
hg18/build 36.1 % hgl9/build 37) Z4t, fEFF 5134t F 2 AR 22 7 51 1)
T U 44 PR AN A b ST A S A 8 2 A 45 SRAR o Hh i S s A 51 H

RSP I — AN EEHRE, 20 e 1 A7 5156 2 #E 1A H
PRI Ao — MR, B1XF B A DX 0 P A 4 M i A R AT A S0 (AVE SRR
RS E IR, #aEE KR “Bisl (off-target)” H:B:, UL AEHIEEA
N HEAT BB R o IXAG IOk B AN FIZE AT B H A2 P S B B B i B
Fe, DL G AR e VR I AR BA P o BRSO 380 22 AN AN [R] XA B BOR gl 7, 1 L
HABARKILEXS 78 . B R RE R A B AR P AR UG ik, i PCR, 474
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R S P v ) s XM 7 2 AT LA S AN T (8 H AR 3 81 o R T H s Xt AT 15 B
FEXTAE PCR S5 U5 iAI 2 v AT I, OB R R B 048 H Am X3 R 7 £ i
ARTERIMAL RS ST, WAL S5 A0, M HE B 0 e A ) 7 Bt

PR 2 NGS Tl Rl Pk ik, A NGS — O BrK s, SEF 2%
BRCHR) B XS 48 SR ANME — o K 22 BBk DR i B30 1) AP DS S A7 400 PP Al A s ' 4R 3R
WK BItn, fEH PCR EAERS, 51N A E ERS 7 1 XA A O R 9185 B
A DX AT A0, A A DX 3o A PRI R DA A ot P S/ st s 1 il o % ok
I BIHE R 2 07 B 1 BORRUAE R 4 . SR, b i3 B AT g 5 B07E H AR X 45k
(178 i ff 11 o {3 D] 3 3507 ) RS m AR o FH SE K PR 2 B DU 3 (paaired-end)
BEE DL KR (mate-pair) SCJZE ) E 3 AR 25 R figd e

10.2.2 BrEERI LYY
10.2.2.1 &3k

J 4] El St B0 30 AR A S5 30T R S LA RS R B — 4%, T Ik e
TR A0 B R« A VF 22 TR AN R L B0, 0 ELAA B ) SR FH
A ik . NGS HoAR AL B H 2RI GEE A 00D, H2E
[P 2 Ll Sanger 5 54 o B AR AE T 76 A BRI IS (8] K NGS 1932 Beidt 47 EE X o NGS
SCHE R R TT LA % Sanger W R 4 N BEA i (RS2 B CRUR 3l D o 31X
Tl 7 DX 35 1 1) 6 7T 5 0 O P4 N RITBR R (R 5 440 S e VRl /N PR 7 5 B vy 7
KHEERF . MR B0 T 78 XS R R A 276 P 1IN & 3R 5 .

K B R 2R B R S5 8 R UK . R R A, mAE T
BN AL SRR B IR X8 I REIX 712 454 AN [R] X3 ) 22 21k
KSR o F OB VU i 0 22 S PE DU T IR R A5, AR S B i
RHERRAEHFE Z H

NGS 7r#rrl FIFHE R O T X a0 Bl AR L R 2R 4L 7. an
RAFAERIRPHX (NZE R 57 X T R ORISR L B . B a X
5 CNVs, KIfAGE, JRALEE, KMERNER, 5A5%. eiamEa
i B T A R 0 R B A R R R I R O HLE e AR KRR B AR T
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JFIOUA S 32 B LA 22 A 75 3Rl a8 sy iod 12 X3 50, AN — 00 RSOk FRD OO B 132
B, Ho— 25 e A B B R TUIIE A BOR/ME B 22 A, AT REFiS 3 R BBk
oo Gy Al A A A — BRI XK S 1 B, A — i 5 (5 21 % B ) X I
75— 5 AN B AN [ [ Gt A 3 [ — G o AR (R AN AR Q08 119 DX 4l - KA i 2R B
BB o A A — S BCR S 13 BUR A 2 A2 R/NCy, - DY B X sk 3 S0 BH
VER AL A ISR, R IRBUEA BIEOGBR NS A, (E S 1K) 3 4k —
SFILBUEAL BB E B X, WP E RO AR S, (HAER A P 2 I,
Pt LRI By it

RABE BENRA XL, PHEAURE R SR % BHEsh A
Bln, B ZH P MGE MM A, =5 B THE Rl A 225 17 41 1
SENLALEE . AEXDHIAD CELUngm i) Biis NSRRI DA A mp e A RV TR 2 R A2 5 [ X
RTINS, WSk AR R AT .

10.2.2.2 HA%

S8 = N 2 REMATT IR R R 75 SR AN BEE £ o M B AF . B V2 ORI 2
Tl A AL AT T NGS Bl ot K2 Hifilig i et 5 IGERic &
HIse BT B, IX R PP m] PR s DO AR AT B X RS 34T 1 AEA . iR R
X NFIRERAE AR 3 A B R 5 B S T B A IR R A o HR A LE R 2
Her b R R n] SR O T v A R L s AT, X T IR A B S B AT e 7 2 Sk
I KA HIE BRI BT F15h, Y2 B0 AT HE /5 2 4
NGS AR EWE, Renleai e, afmdEN, sk, Mo, 2R, ik
T 73 SCET AR AR R, R B 2 AR oS, R E Y

DU KR 1 2 SRR AT, 7T LB A B o 36 i P Sk i 2 R LB =% B,
® BL. XEREM FEHORFHER, HXNLBLERYT R, AERATRA
YofE B MR ROZ A B B STk, SRR IR, ORI SETHRS € I PR
FIEA R 28T eSS . IRPE TSR RNA-seq Jitie, A R4k E T
TERARIEH . — DM RE DL R, HlE MR I I EE AL — A
A ABAEBA . Bhn, X CNV B R B A BUAEE R 7 B AT R fe AN 78 70 1Y
NI R SR 5 I P 45
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B IR TR AL, TR R — R S

o UEIAIREFF R G HMRIFHILES?

o RN A A Y (1 A L2

o T IR AL AT B 7 I B A Rt A AR 0 D7 vk 2

o MEFFRMFRAL L —MNIASE, FTRUH TR kR ?

o RPN S P L2 S 3 DR R ?

o R A A H HAR R e (¥ A FE e 2

o R RA MM T HoAh 7 A RLB LR FE R 4, X LA R AR LA

R AFAEITE?
o BT EALRMILT, BiEFHEIRMET, BEAE S HEEH
AN EE AT VAL s SR, NOZ IR BB RAR L R EE AT

o ETAFIEIZIE R 5 [F2RAE b FLABAE e EE A PR B AE ?

ST E#E, WA ZRETIR, TR, U2 IR E RN
SURIE A 7 30 PR R FE B B AR P A 0 o AT, SR A F 5 D
JE N, WAWE—DE Oy E I BT OB T IR LS “ B ARPME (play well
together)” HIREANFAE o

AN TR 128 46 1) 52 i 0 L A5 AN AR S0 IR () B . B U — AR AR,
T TR B AT I s AR ALE

NGS Hdh i EE X RI 7 A 5 2 KB TH SR A Bt . 7T LA SR 2% 81
BEATHON: BEAETLSHF AN T, BB B — R RCR M2 ER, B
SMF . MAAECHETARERSE TR, —RERHS ST 1757,
MR Tt R SR A iR % . NGS AR ST LR . B,
/MR 48 ) 30 578 75 )4 B DR ZH 0 5 45 SR 2947 500 GB i - 200 578 751
AP IEH T E 50 GB HURESL 2] o SRl K ST (K 20 T AN 75 22 2 5 (1
B, THEREZHHENALE (RAM). HIPERME NGS HIHE TR

W R R B IIX L )

10.2.2.3 B IS FI E Fr Xt

44



2 BOR 0 DCEAT I P I, ) R AE BRI B SR, A B s
BEAT ELFTECXS o Bl dn, WU A TR KN B3R N SRS R RE AR BRI R R i
PRy SNVs. X LEAR R AT AR LEXS 2 S5 )RR HEGS S A 4 B 1 Jo Tl 2 R
FNGRKHATE A 1R HIR, B o B A v Ae /5 BRI, DB 815 21 1Y
{E R]RE A AR A i BBt T s G Bl b &, Rpon) 2 A e i R A X e R U
I 2 FE I AE — AR E ML BT AL B, B i R 81 BRI R AR R
7o

IR FIIR E THRE N SR TNEB TR H S, A N LA A
Jr AR B XA R BEAT v TR B ARSI A Y, A A R B
AFRSL I CRAFFEAD . BER IR, 38 SONBUR Sl 352 BUR AT AH [F] 1
DA E, P TE e R, AQSR T AT REAEAE 1N I 22 2% A A8 (1 28 Lot o A o il
B JEHEORUE, SXORIEBOHEL, MR S 152 B P SEXE R Un R R BB,
B JBOR B SCPEY 18 A R I BR] 51 N AR 5 S8 A7 Ak DRI B3R {22 1 3 B ) i
FE R JE TR B R T, B SO B B R L B bR g, DS S SR A R R A
AR R N R BB A B L N A% S D R .
BB In T GER W 1 SO MR IR L, I HLAS R &5 A 22 [H 22 7 (A g
B

10.2.3 BFIZ 7R A
10.2.3.1 — BN

VRO ) —FR 73, P22 0T PO 78 i 31 ] R il e 752 i R P
BEAT VSRS R Py o I o IR P DX SR TR FAE BB R 1 70 M b R BR . A2 —
BB UL, B AR X BAEAE & A B G C itk | 7 b, SEUE R Tm {EAN
SCPERE I RE R RCRBAR MY 1Y X RIS GC M SR T INH
Woo FEAFEPRIAIRT PCR 34w 4 A P 4cs 2 s IR POt AR — 8 i
IR FEAEAE AR I 20 B 32 & 17 SR (B AR TSR A = R A R A v W]
LR 2R T AT B SR ARG, T IR AR SRR UK T 7 i IR AN L
SV LB o AR i P AV 2 6 R AT REAE I PR L A2 BB, B2 BRI 5242 1R
T\ 8 FA) 7 82 B A% T DA o A i TR A A2 ) IXR ) 38 e A 5 e g 7
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i IR L AE AR AGT I 38 238 7 1) X H 28 X 70 I K

AP ST FEAT TR 2 05, ORI (078 e AT — 3L
IRBE TR BB A PP A AR R, R ANFIK NGS R Gt 18] (1)
ATAFE - KONEE— DL BRMSLIF I, — BRSNS TR XA —FEAR
VORHRERZ AN LR SR . BRI, XA AR B o7 B R A e 2R f) M
CERIR ) GG M BIE, 7T A ORAERE— R R AL = AT R = A L

I NGS, ANFISEAL) 4148 57 il AAE A5 AR AR A5 R AR R b & Y 2
AT o

B A A0 AR A S R A A AR B SNVs, R AR S, B AR /N
SRR DA BRI, A1 RT LIS IR A L R P SRR 9 HL e 2 i+ L Xt
AN FIRRSAN A RN (RN i K 75 A AN (R PR B SRR SRR S A 45 24« /)
I N B3R 2 2 S PR PRl B2 — R 5 1) SNV IR R b o BE AR B R R AR
WU 5 BEANF RS o 2 P RV R 2 M 81 ot 20 FL A REEAT B8k, I ELX T~ 244Gl
(RO BRERP S (1 S5 R AR St M N SRR AR 75 B S5 E AR 5 R TEEAT LoDs.

TP o e S5 K AL e K 5k — e D R . B b, BB, By
SRR AN 0 T3 92T DA R SRASIN P A S8 L ) 54 A S, L H T8 3R R PP PR ALE
AL BUY S B RS e BRI AR R i 22 o SR, 36T 1 BURZ A7 AT A
PRSI R A R, sk RS, EAREX 2 AR ORI R, A
Gy LA B o fa] BER A, L BON Ty ik i U S 152 B ) 58 A JE S TR N B
RANHIA—ZE DL SRR BEAT 70 Mo BURYE, e S PR AT s O HERA 12, 40 T
BB, AT BOKVS, FIWDERAE o5 5 o B i iR P 2 Al i 1 917 i R 1Y
SERA el AR L (G B AR, I BEFIEIN A1) DR 4 B R 2806 5 DL 8 32
By R BENER RE S 18T 1B BL S 225 Py B R B SRAS I i A A8 S R TR () E A I8 s 4%
1, EATTEH G B LA T R AR B BT BAE R AR | X R A . %
SRR AE PITAT 210 £ R A S 0 W s R D00 0 0 23 B vy » (ELKS JEL P B R N IR e 42
AEAE 3 B 5 e 51N A DX P B K B R

X DY A o e 2 B A T 25 4 A S B T IR AN R SR B PRI . 2 VF 2 SRR AT
SEIRJTIE N I B [F ) DNA #F b, AIRK AR MR RN R . R
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JHERAA RIS ANFE AL, B T2 55 S R w8 g A e 57 B8 A 1) 5 B AR
AR BR P A — ol B 1t F0 248 0 # DS & FH A i, 7 i P B b A 3K —
RUED AR MMER, AT 4E 5 D B A EN IR A A E (e, Frf
HIEAE D HO U Gtk 50 BHEVF 2 Qi) . BRBOW 52 SR A AL, B8
AR B BR AR IR 5 R TR, ELXE DA R B 52 IX AR s 2, I m] e 2 3 0BG = 1 AR
BH A

10.2.3.2 BiZEHBRT R (SNV)

Il 3 Frzs, NGS HRSLRAE T T g 1 Pkhl. A dk R 2 Aok il H
A2 S5 IR R AT LR RAE R BART S, BEE 7 dn IR RSN, e & 1)
o A I A S AR AR G 0 o Bl RAE U A (R 80, AR A7 s SR ASE Y AT
P CEFATE) EARTA BB, Bk, AEA SNV e T A i R 8 ARy 4k
AT LI AT A RS E, T ONARERE IR 70 MU RE A D38 24 1 R

B, PrA IR N Y16 i BT I E; R KT 20 B 30 [
BO T BARRI R AR S A 20 HR A, B — R 2 55 AN ]
FEARKEEM . FEER T A AE I T REE 12 Ik, 132058 AR
CHIRAFAE) 2D —REILIZE 99%.. W A% & 7 st TEERR IR0, Xof BT AT AR & or
RRP Y7 SR IR /0 R 20 2 30 fF . H TR 52 2 M R B B RE N, A A 2
T 5 R RE PP A1 X R e S AR 5 T o S ) LA R N AT B

11
0.9 1

i 081
=
2 0.7
=

% 0.6 4
i 0.6

ﬁq 0.5 1

0.4 -

43

Hr 0.3 4
0.2

0.14

. +—4—r—"r——"""r""+T"TTTTT
4 3 0 7T 8 9 101112 1314 15 10 17 18 19 20 21 22 23 24 25 26 27 28 29 30

BERE

3 T R SR AR S U A T R A SR AR
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AR S S R AR S AN [, R XK 3 3G B 7 EEEAT R e, i
AN TR A AIRATIR B S AL BRI R o 0 NGS I 2 A 28 X [ R I AT 32 00 1 %
LI VE A R AT 1 K A i o DU 20 o S5 T AT AR AR 2 A ) S0 A 225 7 2% St
SEATRE LR DU . A% XA 1 #E R VAR RS, BT gl WA a1 fe 2=
PR IUAANE R IREZNH, P R /5 2 R i B B R A
S J7 S HOR PLE o

il 52 A2 AT AE IR R D 2 AL 47 -

o WIUGHRIE R i

o BEATIRBIFT R FERAE S (iR )

o X TER—ARALALIA, B ARk PR I 1 A R
o LEARSE MBI R

o N BRI BB L 5 A ECRE T AW ES)

i FHAR R, BRSNS IR TPRAG . NGS [k 57
FBURE AR 0% 0 e 78 i R A RE M A U S 2 AE 5006 LA AR 5t (50% 2 A% 5%
SR . 75 EUEAG I A & DXl T AR B AR 1) R R T e 5 50: 50 11 EL A
ZANER, Soibid AR /R S L R IR e (ot , R E R E AR MR EOR Y
TR X IR AR 57D o A AR 1078 S5 G 0 60,455 76 A% G R i R348 S HL
1) AR LE RV 24 S, L6 JP R A ot oG DA S mT DA SRR 6 738 S A 97 ks
A B RSE BCE R 2 A R S R R o R AR, DA SR S B . AERE— A
OUT . HWRE R IR S, AHEATAGIN RIS, 75 B B AR I AN A () B i
SEARESE AR HE (G, R INRE & TR 5% AR ). bR A AT SRS 2 5 s
SRT, HEERIBME, TR, DA [ Re R A B T B 2 52 AN [T

10.2.3.3 #mA/BRK (Ins/Del)

NGS A LLR B A SRS I B 25422 57, KB 141> bp K EZE]J L Mbp
AT BOAZIEH A, A GRR RIRIN 7 Sy A AR B S R T 0046 LEXT iR 2
P AR R 22, DA Nk PR AH i) B A3 X3 A4 22 P 378 A\ 2K
B, A1 B SRR DA COhFEiE R B R 15%)
I H AT DA P e 02 S I R, AN T N RR B B AT A6 1) I E A B
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Xte HEER/MIIAN , HAl AN T BUR R/ EEE T B, Hoar Il B A Pkl vk
(K1, BUAS AR BOBL BT B85 278 17 SR U AN 2 AEAT S il A LE X o 3X R
HR RIS AN BT U & T TR A RASIN s e A% R e A ) 158 AT SR Sk
EEST K775 925 P Xt BAOR A 70 UL HE BT w] BY 45 R X 38, R Il AR5 (> 500
bp) wJ DL I ot 5 67 fR AR i 158 BEEAlial A\ BOR/NEAT RN 3 K A3 A
BOn] BE R N TR RN BT RER B B 2K

SN R FRUASL N A7 PR, S B30 S 6 = P A% DA LU PR, i 2
P22 1 6 A BRIV N SR 2 ) DR/ S5 PR PP — B0 S ROV Bl PR 4 A\ R 2k 75 A
W, AT RE R 2 MR A .

10.2.3.4 #ENEZER (CNV)

CNV ATt ml PLdE I L KR NGS BBk AT . RE6 /iyl = 4
PFEATI CNV 79T 13 B AE 225 R DR AL 5 A 0T 4R HH 78 o A — B IX
B, BIFoR—, =, W, siSE 208 8. I )7k & S0 5 5 5 0 5
HEXT AT AR AL 2D 3R, BRI IR 204N CRERT 70D, BE PR SR T .
7 i PEAREAL AT R 22 52 31 B AR DX 80 R R 25 B A R ), DR] Dy 2 DT 2 ) 2
XIS 2 KA $E A e, Rl e JeiE . 78 GC ZERF 8 KXk, s A1k
BRI TH, ARG ERDIEE . XN EL /N, RO 22 23
s P DU . K280 CNV RS AT DA 2l 15 2 e R 4
AR B RN R BURAH IR ) o & A7 RER A LS T RE 7R 22 Bk
AT A TRl o SRR CH IR LR AR . RIFHE & Y — YRR
“IEE” SR PR BEAT AT EER CNV A I BT 6 75 Y
10.2.3.5 B AL (Translocations)

FE 43k AL NTEE 5] NGS Hodls b #r] LU IS % Y B2 DNA B RNA 7K
Rl G4 o LR, X E A i T OB B 1 B R AEAS [R] G (A ) A — 3 b
X RAS I Z3 7 o XA Sy LUK R 7 V5 22 S BRIV =y, DR 2RI AR VR 2
S A I AT Re R BOL B 22 HE AL o Sl 1 2y A A il 7 vk a5 8k & o7 320 7 () ik
LB R R T BT B, AT DA A I F AR BH 12
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10.2.4 FHARN PR BB AR ORISR ROR

AR AR S R R (A 5, P AR R AH G HIV SR 4t
VIR B4R o P 37 (R ot KT AT S SRR+ B AR IR i, r) T R] e A
BN RE B RABRE N R A R AR AE R IR Y B A S o JE, B RO 5 R
i IR P AT DAIK B Pl 75 IROAS I B8 70 AR BBUEE s AR, At — AR . R 2
T RN DV SR = ST L R | ey s ORI Z At U EE S DR R R S v A
ToF it PBC IS HEAT 0 P AT L A 72 7 S e A2 B 4 A R AR A R TSR AR SR
T R EAVR; AR TTE L — R — RPIME RS DA R K DNA (BT
JA it ) SRASEADL ST ke PRI ) B o DTG AE AN [] (9082 7 TR AL I 5 8 0 P 31
AR S R BE 7 AT LAE S — FR 5 A RS T o S AR R KT PR B R 45 R A )
TRURNE . foe e, N RO T A AL 1 ) 28 S DR AU PR B PR P AT A vy ) B P T
IEIERS

R R 58 A5 R AR AR B IR Rr S SR AL, D HIV 2 1
. FERXAEOLT , KRR 2 2V RO RE 0T DL SRR L 2 55 0 R AT 2
B RURKT 2B . OCT HIV i 850 78 S ifh OR R B2 DU P v PR v
KiE, CEHFZEARLIRAR.

10.2.5 THE M AR T R

NGS FAR A E KIS SE GEH 2 10 GB-100 GB 2. [8), WEHE 74T
NG B2 MR ) — R4 1) . B AR S et it 2 2 2R 1), R g
I IEAESS J1 e IR 1 NGS 81T AT B 24, A TAEREFR A 2=

(TR B R AL B R

NGS A= T EFEIF SN Mg CRMERETLE 871 FEN IR K
JRBARAE, XEe— AN TE B AR o LT SR AR P R AR 5% o 2 AR A o ] ST A —
N SCARF Bi# FASTQ #63. SRJGIXEEsC A 1525 kR 20 JEAT L0453 21 o xof
HOE ST (O 7 (B2 SAM K B 45 (1 — 33k 1. BAM 4% 30) . an s 22,
XKLL LY SO AT AAE AT H TE] FASTQ B SCARF U FT LR AE . 7E L8 0L
N AEMJEUGE) FASTQ Bi# SCARF SCI/E K. SAM i . BAM SCIFIN #ids E 2K,
FBE S BUT A BER A TVE W o B SO, @i R AR A s S 1)
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A P00 B 0 7 2108 SR 03X — 20 R A AN SR 2 ST A
F7 5028 S R 0 AT R HR AR DR AR B2 110 22, BBCER T P A58 FH 1900 2 B 5 AR e 8 A
AR R ATE L (B, SNP, FRABRKRAG A . BT AR RE K
2 S VAT ST NLAZAN & ME—HO I A7 S0 AE . 80K .SAM ALBAM ST ERAT
DA AR KBRS TR . RECEAT VR4, BAM UIHRRR, SHlid
100 GB R/vo KT A7 MR L6 S A CRAT R S TR AT VELI 8

SrHT NGS Bdfa B 5 (K T S AL B0 75 SR AR & . BBl 3 2 1 NGS
L I R A, (HL R PN R W AT B 4% IR 2 B2 7 2 T A5 R R A5
B 5E o IEKE 18 SRR B o BT o B 7 S (e ], 5] B R SR L R e A
HE (CPU) HEA XK.

Kb PRI e R R B AR B ANAE A3 AT 1) 5 — R e R, bR A S B
THEL A o V1 22 1325 R AN 23T IR 55 38 IEAE AR AR B 2 TH SR i SR A Bl /N B 5
B, IS KEEH TR S PR T . it B 5500 H P 48 18
O AH LA AR A RIS 3 R ASTE T B AR a8 R PEREBAR N T I A sl
U5 75 S R R K S B ST AR b IR 55 2 A% B 2oy, VR A5 T LAKR B K
=) CPU, =it A2 f# A CPU HIIETE TR A I, LA R 2o h R4k i B 4
il e = R N ) B R 5 1) RS

EEOO IR W] F O SA ORI S, IR St/ A 22, [ADY NGS SR A B
FEANWT A FEANSR v, LU An B BOBCR B . Hidl ot Stk s . BARA L5 =05
R O SRR SR LR e 1 D0 B Al BERBLE LS, (B AL T D B Be iy NGS 5858
IS NZ A S A I O 3 A SR A A B, RO B AT REAT X AR EAT T 5 Ik
fLfe.

HETEALHE NGS Bdls BRI V2, AR R AL BUAE i, 22id b
Xt BRI X T AR R S I R B T B, R R S B
A E LT IAE T . NGS AXERANEIE M BN IUREAE S5l PR 20 A [RIAE (0 1
OUEAT IR AR S CRLARRE P AR A I 2 HB ED o 1S9 UE 2SIk
REREARH B, I HLAE VG A AT R B AR 52 8 R 5, i D Rniib 2
BRI, 7 ERAC, HEHRIGIE N VG A S i RS S5, 4 Rk
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BN T ImPR . NGS EHfE 70 M i 5 A 35 50 E 2 A B A 20 A S0 A 2 A6l
H ) ARSI BT o

10.2.6 R4 AR B i AR~ B

NGS 7 Hrl e AR FVEEAR, BURTRZ P53 A BN iy 51
RPN o SR BRRAGINE — MREF I T V2 TR A2 IR —E Kb
AL S, B IR S R 2 SR . R B N B, R IR/ N AT e
R, (RUER SR E AT RS Sanger WP AS—8. WA EAEE )T
PN BRI NSRR P H) EAL B Z AL E R, ZAE L SIEH IR . XL Rl &
P NGS i SR BRR AL B R B A, 45 RS Sanger WP AH LU, 3 S09ril
R BT A AR AN o SR N SR R A 1R E L A PR R B R AN R i
B, IR EEHR N =4 E e A P BEAT DA

TE v 18 52 O AR 5 v 7 — N DL 1 A O R 30 R PR A AT B o 2
AR S o I R 77 v T PR TIOUAE IR B 2 e o a0, o SR R I P AR R R R R
2%, A IXEETL B R 20050 (148 Skt = AR I R M PRI S5 R BRAE M TR
5RO B 2 DARTIE AR PRI SS SR o D T 3 S AERAIAR S ARABRBA A, 0 i 6 =
%7857 NGS ) LOD FIPH: TG . LOD ANBH M e AT LLE & — R 5IF
Rl S A8 5 DNA (BHEEFR 8D kA5

PREETL M, RIE IS 7 o2 IR A FE ah o 1 — D R AL BOCE AR 2 o B T
Hh—AFEdR, TR AR R B B 0. X K 2 BOCE AN 1 53, e
R H AR R BR— AL 0.01% K10 SR, 24 B # m INAR DU B P P RE 2 T o
S R T e 1 PR R AT RE AR R S TSR UE (CAnbe R el — ke ik, 1A
AR IROR JE P ARG, BOEMFRZEF A, AR 7 5 B4 BN Hamming
PR, DAL R ARAE I SO VFARSEAR T o S0 = S AT W5 A8 A0 7 1R I 3L L A R A
TRAERHUR T B 1AL 7 o AR AT DL I 5 1 PR V50 S 35 R [RIRE
(¥ DNA SKRAS T (s e AN SRFEah I A8 IR T A8 DNAD JFIIIE /M DNA 5
PRI R

10.3 BH-FRF
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By 1 WU P SR KR 263 AR R 458 . 55 34T (19 NGS I Fr SR AH B,
XL AT LG DNA § 18088, BRI 519 DNA 70 7 3EAT Il /- 51
. X e R E R BN LA NGS M P HoRE R i ngERA K
e Be. FI, IO DNA 8520 SRS A rl e ) 51 AR ZE AT s 1 T3,
R, AN S ST AT 4G (10 800130 e B A R RESR v P IO HERA 1% - (EL2) H AT
1k, By I FPBEOR AR PR BOA 13 BT R SR, o AR L E i T B
K1 NGS MFFHoAR, IR RESEIUCHUL R BT 2498, VFZ4H0 NGS AN
Sanger I B isk 18 B SR, X6 8000 100 BORVIIR RO, BAE R BHEAAL
SR EALI AR QA A QC B — i JEU B 3 FH -1 8 517 7 I FP ook

11 R B AR UEA R B %]
11.1 R EFUER R 2325 5w CRER

AR AR R IN F  d I R AR o B A ) 5 o AP = 2 A U o ORI
IRz LN, RMEAIR R I RE A A R AL I 1 AT 3R . Ik, P 2ET
Sanger Ml /75 NGS 1)1l A S R U 50 H AR A 3o Ve RE AR DA /38IE DA S A 36 4
W, WHEESIAB T ERIE (QA) MpTEEH (QC) K&K,

11.2 FAE VP

Iy S B8 ) B AR5, v BEARASE TR PR R b« 6 TRTZEL P H s DXl 0 1 5
Ro W Hral LAE —Ri2 Wik, RIEMEP &SR ORI Tiae R . MFro
BT 2 H AT RER Y T UE SEBHERR IR PR L RTRERI2 W, MR b2 Fhm] RE
DU BTSRRI o AEIXPP IGO0 T, A2 AL sl R AT DO AIR BE
B RGBS BT A . RUOAAR SR LAY, X IR R A BT e PR 3%
AN A NATRER A ARFIIIG RIS W, A2 00 53 A ) F I i e B ml g
il R AR SR AL 57 o FITAT 000 s o3 A 8 R RS 00 281 e PAR A5 SCRI s PR A 281k
AHERA S, R, 36 uEulieAniE 2 i) Ja SRR & R SR, T b
AT RETCIER I BT (AL, 15 P BE A I PR L BB o el RN 57
1734, FESRUERT B 20 B i A2 S O SRR AV o A0t B 24 3EAT 5 S8 UE A R {ELAT
e ER R 35 SR PR

P
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11.2.1 Sanger WUl - E3E DA AR 2P

LUK EE AT, DU FP 3 BT B Lk s e 45 9 e ) 8t o 0 S5 o ) 2
VAR A RE S R RE R AR R A ARAE N E KA H AR R ] 1 2
AT, HOR A NN SR AR B B8P A1 R e 702 — MR BF I S B b . /751
801 T [ Bl AR A 0 45 R SRR R Pk B AT A B

HRL VK B A 0 ) B LR 4

o fETuRE (MR

o f[EMELL

o IfriE] PRIV 4 HE R

o RHHAME S (/Mg

BBk (8] PR AR P REAZ B & GC [ X » AR Tt e b ali &
TR RN, T SR RLZ A o — AN EE B o 21 B PR B R AR ] AR 2 1Y
TR A s A 308 8 A v it 0 B« S R P R B AR
Bl 5 AT DR 5 B LR EAT VR0 o ZE PN P SRR, L2 58 Bl Ak 1Rl FE) E 7
V08 BBl o D7 SRR YR ) )l A 5 e S 8 1 3 ey ) O A S 6 = 00 I B U A% S
TEAF BN HIHURE TS24 L K P 5 S 12 28 T Y AR ASE 0 A 5 T it AT 15 1% T kAT
SR o R H NS BRI ARG G, A S-HAE TR A 5 (1030 B i 7 i 3
P o H3E R B2 A AU PR ASCRTRP 200 0 B 0 2 M 4 0 A Tl 1 e 37 e A
HOPEHERR L] . HoAh A 20T 2 I

Chttp://seqcore.brcf.med.umich.edu/doc/dnaseg/interpret.html) .

FETEAT AL 57 VR A B 3 B 50 AT I, AN P 371 8 PR A B A R 1 4 AN RE SE LIS
i B I e B ) o B A S I R A SRR AT S o R e 5 A B R X3
FET 21225 Fr 415 — AN RS Al 5 20 BURACT [0 — BOPE R WIRE dh Bt e
FREAFAE R . AEVFZ NI, U R e —/NEE O P A AR S, K Y
FUT LN B2 H B3 P o). T LLER TR “ ik #E . Call-base
accuracy)” RVl 1S B P S . P A B2k MO HERA 235, £S5 P8 1T
JE XA, YU A 5 U BRAE — S0 1 70 Lo 0 AR A1 2525 PP 1 22 1] e
ORSF B8 -1 5 A AR N FH 250808 23T o 0 s 7 P il 225 TR 31 AR B R A AT 20 AT A
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575 AEFP A BT 4R A7 R R RO AE R VU o SRU6: 3 R B Py S, Jd i
2 H bR X8R 328 1Y) B3 T AR I R R0 I — 3, AT 5 G ER K) DNA

R R IR o

PR PSR Z25 7 81 2 1)K 22 57 ) e 047 =AM R -

H5ZE BT FHIMLL, PR TUHZ A, ER RN AIES
PCR JitH Al DR LB AL (AR b 5 225 PP A BB 3L PR A I 2 57

H B 51 50 A B XS L K S (0 70 BT AN IE R, LR it o U] H A R (1 ik
22N

FITAT A U A HER AT BR300 k) R e 8 5 1 e 35

11.2.2 NGS B FI 5 &3R4

BEAT V2 W PP 51 73 A B S0 28 I8 24 e 88 11 W A I PP A3 2 S R 3o A v 7 AR
Feal ¥ o AX AR E AT SRt 7 A F IS AT FRbn R VPG IR aa S IR o i, Bk
BEZ 5k, V2 BAT AR AL RSN B R e S B PR S 56 = A 15 H
PAG A X LL A 5B BRI AR AR o S 12 DA R 2 WP & I It REFR B v TR
Sy RVCE R 8 I I RIS 56 =5 4 I HL AR o B VP A b A

NGS # F ) — L& i AN AR 45

S (Chastity score): RERMFRBLIAIEE: A5 L Emh, (A8
TR S AR B R B3 R 3 2 B S e

e AR S B ) B I s B AE R B ) R [ 1o B AR
JE S PRARAN SR AR ST B B BE 0 o 2B B Wi B S H A, S 5 g
TN, VF 2B ) R AT 0 B AR T AR B SRR R S R b 2 A
e

IR BT SR A b BRR GEERIED SRR B S
TG T D e 5 B B AT P i adad R S B S
G HUBUIG, TSR B I R — /N AR R D e B

BT REIRFE RS TR, PR AE 5 — IR A B 5 A4 52
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o ii)m (Phasing): H&FMEHA iy T BT [RS8~ 254 )
R RMNNF LB, I8 ST POMA L 5L R 5] .

NGS Ml HAl A e dr, WHRHEART LT HNE:

o TR 5 UL I B H 4 7

o IE[AIFI AP CnSRATAED

o HAMMEEN(E T HRE

o MM —EE

o IFFHI7E HIRIZ

o S AMEEMIEE L

o i B Y

T EIRTEREAFENCT GRS 2050 .

B BB, A GRS AR S A SR b T DL, e g
YR 5 NGS Uy A3 il g 7 2 DI A R AL A8 UE X S5 AR

BRI R AL A SIS AT R PR AE R A O SR BT IR Y, (HERE 15
Gy P REBE ANRE SR IE LG o) {1, 7E Sanger WU, AT DA I PR R 46 Kt A4k 3
Ja R AN BE A JURE (14 5 o X B BEAT AT AL P Al R i & 75 AN A IR
SRy andil Mnbt PN

SR NGS B /M S N 0 R H e B R 1 454 2 P S A A A 2
JEBAEIIRE ST . AT, AR RASI I A S R, NAZR A 5K
MG B As, 8 M wi LA B 27 s 8 s s B P B kA
IR A #8805, AR R SRS St 1 2 M B br . 5 8 2 i =F
PR e AR A B, S A PRSI0 = AR 4 B 22 i B B A, % TR AR AT L
B B DL AR 2 14T I B AR T A

NGS 45 R 15 S A2 AT s SoRe P & AR HER S, B4R e K
B AR SR B E, RBUREARE S o SR AN [ i 3 T ) v R AR G R
FEAE, VR BRIRIR AL, 7T LATE WA 2 o s U0 P B 2 D it 2 15 RE NS fi
FH CA B il 2 A2 S By ks 00 it B B 75 FH - I R AR R PE R B . NGS 1 5 T b B VEAH
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RULHTR . 7 EECKE, TR RS RE AR RN A R B E S,
B ] DAL 2D IR AT R I 0T B/ Bl i

VRN PP AT K5 R B8 b I m] DASE AR b AR o g i) 15 B o L P 43T SR e
AR S 7 7 LK RIS R, DK B G A R R SR A PP B 75 & B A4 57 A &
ge R AR RLE T FL

11.3 5B TEAS RIS

S22 E SCH TN A SO AGEI A r FR R AF R AT B IE, B I SRR i 3 1Y)
FERR AR B AT AT o AR AT v B 1) BB B SR ] e X 0 M (R Tl o0 7 2R
TR, A2 H AU AT 7 220 R IRAUE. — M7 R T e 80
fFEAR AT BRME A A AR, X0 T ERT PRAS A A

11.4 NGS Kl LR = R B EH A R

NGS 5 Sanger Ml 7 EARHZ M FEEA, (H% B B BN W20 7
T RARFAE, ¥ NGS FH T Im PRIt 23 A 80 2 i e 5 fe) i, DR L 75 24T
St NGS Rl 556 = 1 il se B A HAA R (B 4), LUFIER NGS [rAG 45
RAes TR SRR R

»F 5Lk HERE
FEF THR ResiEiang =% (Qo)
= ?i' FEARER EANE B «EHARE
- ik i IS LEANTF
oG FRAER f (PT/AA)
i H w50k T H BN I PRAS U A1 1R AN S8 E T H BN I PRSI 1 5 s

K 4 I PR NGS Al Sz = (1 5 H ke

11.4.1 FH—RAUF-F S EBEMEAER

(1) M1 Mg

A 8 D SR 50 P ASC 25 MR S ARSI 4 2RI, 5 ARG AS 00 0 0 i
FRPEANSE REORSE, ZREHELLTIRER:
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A BT (IR IR A DXl A A0 v B RV X, 3B
ARG BRI T 6 A T e SRAT T AT SE PR - T T4 WA R v T ) 4 DL
s, fltn, /s RNA AR B Rk i anil . GeCik s B 570 o i 4,
A TR BRI B Wl v] LASE e R T2 —AMREE I &, 22T 3 IRl
JEHEANE], B — AT AT RN S H, DR R AR E B AR 7 SR
T

b R X I B S IR T 28R LR AR AIRE &, 51l R 26
U AR IEAE (somatic mutation) 1= B2 5 BT 2RI AR TRARSE,  Fe BB =
PRI . T RABCERRMFES, BIEF & AR Sanger M7, 7F%%
JE R FH R B At AR T 8 BEAT IRAIE

¢ MFF T H IRE i ASENIY 7 6 0 R DURE S R aG S RN R], 7R AR
PRI 0L H AT A ot SRR e R T AR SR B AT IR R

d prfs RO S IS ). H T BRI . 259067 18 S AR I H , #E
SRAR R IS TR AR, DRI RR I A IR PR 0 N R R R

e R B W P I sA B — AN R A R, RIS BT DUREICE
ANEE S AN AR, AR BAREEAN I H I8 & B R SEBR s, 16 58T BB
FEREA IS, B, B 7B EBAGERIAR S Ah, - riEE ., ariksEn
U IT ] 58S 2 R P A PR R 2R

£ HOR B AR HERR L X T H T iIm R EE A ) NGS Al AR, 2K
I PP A 1) 5 AN 52 R UE 258 (R vE R IR B 99% A B, BRIET VKA Sanger
I PP B A BRFCARRT B R 7V o

(2) WP TR B4 A Ay a5

AWE B e NGS NI AT EE T &, TREWS. . it
FNL= KR B X R 1. N 7 2t NGS F= AL iyifg &7 it B AT
O RS B TR LSS P tbxt. $i. BRUUIE TIE. T2
HNGS ¥, 7% NGS Hdi 70 b2 M EHG ST h BEATBRES IR T4, 7E b
o, BERRE SR B OO R NS EIAT I B i EE (quality score), FHJi
s yELs (quality filter) i B B R VP MK ThrfERI W5, 525 LR A LT %
A2 FL AL I P80 T 2047 Mk, H AT O VF 2 B AT DL e B2
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B 52 LKA R O TAE. e Bl LEXE . Bt (map) 2225 3k KA
FEOZ )G, AT DAAERRE U0 i il b REAT AR Sl IFbnik A R B AR5+
SRR E o F 4 DL EBEE AR AT U AE — AN R A1 AE S (SNP. Indel
FAbSE AR ) Bl 45 5+ 5 KRS B AE Rl A% s se Ao iR
A& (variant call format, VCF) B{JEEZHAE 7:4% 30 (genome variation format,
GVF) 3C#%.

e NGS & THHIE Bt T, RER& A IE R &,
ELFE SRR B (i A7 A IS SR T T B %, IR R T R EE . 2815 EAFHLGE
TR FINETHEFEE, TR e G, SR S K OR B SR 4R a2 o 24 P
PRV EE 3, By H AT T e A RAF AR S PR S0 (in VCR) 38 4+,
KATEAS B Arini A 8 2 2% L DR 20 7 91 SO I, IR DR B DR 4 2508 4 v e =
TR R Wik VCF X2 4, A OR B A0 5 o A5 B AT ELX S (BAM #%
) WEGEEEA P HI S (U FASTQ #20) g — Mgk .

H R0 T IS BT B — AR AERT « Bt AR, R — kil ()
Kol o M A5 T DU AS I By 5% 1 1 B A2 S SR AL kAT 1 24 1%, i B AT BEIL
EERR A AR VU R A A6 R O R R R L I PP 7 A A R X S AT R
T, BEANE T 5 R N i e A AT Re i B 5 SR i fe, B ELEE GC i A AT B
e . = GC & B R AL IXSAS S BT g 3k, 3005 1 v W s LLdad NGS
BT . T IRZ PSS T#E & GC, it AR MESAT T 7= 1l 7
o IR HER 73 (00 e Bt A DOR S T — 2% DNA B, 238 28 R A
—2kBE b, WURTCLRIWTAA A B ey o DR DY BE DR I BRAE AR 0 T BE 23 72— 2% DNA %
R, SR E IE SO S SCRE R IR 8 0 TR DR AR S VR R IE A e R L, £
BOEAR B i R B 2% R8s B L R I i i DA RE S KU T AN [R) DNA B FR B s
AR BEICHAE.

X TARFE A | [R5 3 R S e S5 [R5k A e O e R XA, AR5 5 PR g s B bk
W UCEA B 225, m BV REY: (FP) SEMAYE (FND S5, JEHAE B
R NGS ~FE B R th, 28 7 B R I 77 205 721X X L[R5
DX 3 YU R 5 AR S Bk SR, B 4 ) B 22 ) FR E T B 4%

EFTEERRE, NRIERHFRAEE R X GC SR M. BNEERX
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s, BPSEIoR N 78 s R B, AR I NGS RSS2 2 il e 25 K . i H.,
WA NEEER S % 5 FIBCKRIE T JLAAME, R R 2 AR
AEF, A WRRFAXEEFERAESEFH)D, AL 51 HCx A2 SR
I 2 /e

Bz, FHECN L, EEAITRE— BIEEARIT R S (S I3 B,
® B, WA AT SH R A S Hrmfe i &bnik, Fibsgm =
NGB ST S B WA i e HE TR B R AL AN IR, T HX T SR ]
X 35 H AT IETGZE I NGS Al — 5 S IEAf B

11.4.2 ByWAIA (validation) FIFARIFES S

FERG ARSI T R AR 2 1 S AZ00] 7 iR EAT 43 BT BRI R B o Aar A
FEN T RS = 3 EHER K H  (laboratory developed tests, LDT) RS
A RNETREAT B A A 1k BR R RURS G I FE o RIS R, B2 A SIEER = A ZITIE B
AR RS FUPAR R, 10 HL e SR L mI 5 1 45

(1) EXPRME G A 7E (E B Irim iR ram L 2

FE S T I RN B, 37— AR e i B 25 0 20U DRI e B2 A 1) 40 A A 2L
P, FEERAEAE N AR AT o A S50 & R VO FR AR S aRIA L A 5V
WHE B AT A=A 3 ANAH ELE R T 43

TER 2V G IR UE 2 A 7 L T F T 2R R 20 DNA. #8 R B AR e A e f 38
(FFPE) Fr4s DNA. L3725 DNA. ZHEMIK RNAL LU R AR A% IR S5
AR W BT A RS BT R E R & SRR, I B AT R E
67 T A B e OUR ) BT B B B S A AR A L DA SRR G s e = A 1
R, DA DRAS I & S BRI e 2080 A2 HERA AT A5

(2) e R E #hA

e UE IR R RS DT ) 5 S5 P DA H R AT I PR SRR 1 7 91038 S (i A,
KEFHIE D BT E FE D2t NGRS B 3%, st R s SN & it
B K TR AR ARG R 2R & R 2 L 4 IE

(3) {5 B HrimiEahiA

WERCE T AT RS B bt v LA R B0 A 5t o A e S, IR
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Wtk R SCR SRR . % T AN NGS FEMSKEE, F—T & WK
BRI h 6 AR I, ST 7 REASARAR S LY AR I 2 R 5
BRBH, IR,

(@) KIS

TR A 4 B S AR R TR AL I, 7 AR A R IRT & il
Sanger MR ) T4 RHIIE, DL (R 47 B

(5) KoL RIIR AR

XA SR I L2 % 3 A T IR H T AR L
AT SCHRES St e 35 H 28 52 R 75 O 3 L IR R B, S5 e
2 S R s (PR RS B 5 T X2 IR 3 AR 0T ol
RAFEV AWK, 75 5 105 =20 7 bR o o e AU PR W, 379
TSRO 5 K 8 X2 A5 FEAR I SC Y O FF 2 K A
AL R AR & 5B R GIEZIR, A TR A .

U b 5 ARAER B DT A R LB S, AR R B
S8 FFREAOREE (7, IR BB RAL L SM G T 22
L, DU 07915 5 55T/ DNA 625, RNA 5 TR . St
SHBLTH S

XEF A5 SR T H NGS FERIUH , BRI A BAR BRI
BRI, CLRERRIIROERINE . REHEE, BUBIE. AESHE, KOITEE, 2%,
RSB HOPERE S FRIEZ 5, NGS 5650 %075 32 W BRI NGS #5
HHR BB BRI, BV T4 ORI AR (reads) 11
BOH, SRR NGS KIS RAHETIEE PR R TSR X T4
B RNA SEEARE R AR , 7 B e S
IR SE KU O EE Creads) S MO .

e T AT 26 PR LA 0 5 10 5 SO B8 2B 72, IR T R
BRI 7RSI NGS HuNZ: RIS, R A2 75 SR KR AT
RN TR, T B TR QYT &, ORI R A B
HERRE S B RS MO, R 3 B8, BRI AR Rl
HEAP RO RIECRE, DL T & R B

61



o TRE A I5L E A A, T DK e B LA R 7 i () — B S O T
R IERIE, WS R EEEMSEEE A E S Hudt T . i, wnd
B i 7 90 L AT DA S ARSI T ARSI 5T B, A 25 Y T 2 A A AR S T e
TRERVER), R SR AT HE

PA_E BN AR ) 2R A -

(1) S50 FAE IEARAEZ E 201, 2058 il I i BEAS S0 = A4S DAt A
TAE.

(2) FRIFHCAERT NGS 5256 25 NAZBFAEHEAT — IR IA o

(3) IR IR SR M S B AT, B seat =i T e . T q 8%
BB RS IURE S 2R T AR . T S e Bk R ZE B IR R RE TR 5 R
BT AT, S 5 A0 E B HEA T PERESRIE .

11.4.3 FREEH (quality control, QC)

FRE AR T 2 0 NGS AR A 1, A5G, R b
B OOCEERE . EHLI . AR R S 4R BuR A (E B &
AR A AT R AR S P A U T Ay JS &N ERT S DB DR TR 1) It
AT ARSI 25 SR ) HE AR 1 o

FEH R QC LR, WL BT AR ah A ARV B AT X0, DABEADL 2
PRI 20 52 25 Bl S A H 2R ABLR e 21 A e R

FER T BFERE AT, 7FZdg MY NGS PERe kI R QC 24k,
BdE: BRIRE. FPyERS 2. H TIPSR AT EE T B E(E (quality
scores). Z5EA7FERI T 703 (allelic read percentage). #fmf4 (strand bias). GC i
LS5 S E I (decline in signal intensity) 2%, I H 556 E £ T )
SHHAT HLEL

XF TSR I R TR SR AL IR AL S 45 2R, MERE RS /T, 77 E 51 AR #5177
5 (i Sanger 7. SNP 5 &%) A& 45 B HEAT I .

11.4.4 88 JWAE (proficiency testing, PT) /E AR EIFY (EQA)
NGS Kol 5256 % B 5 W2 5 68 S 56 0F LA HA A8 R i F T H Cin AR
PEPEAY alternate assessment, AA), I 256 = 18] ARSI 4 B8 EL A, SR FI KT 1256
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HHIRIREE ST, FERIL AR 1R, BLA QC. AXASRHE . SEIvdit45 77 1
FAER IR PT B R AE A IAIE R NGS Al 528 2 J5 52 Ao ) S 2305 .

PT (IS BIRAERARN, SRV KR OBk AR ERE &, it NGS 5258
= CHWT, A AEAE RS A AR AR (R R, S Aer SR S K SR A T
SER L MRE, DASOR T PR A 7 925 ) ] B IR o R AN [R] S 48 F 4l T AR
B LAPPAN 25 (AU B 1 RE B i 4 32 o S 3 S (i S S5 MR P Al A o

XoF AN [F) B2 A S50 25 A R T B0 UE HEAT LU GE ), 55 B2 RN [R) s 30 = SR P AN Al
AR Z A2 57

NGS il 256 % 1% A 4F SN — i B 58 DA AR R i PR A 56 v o0 4 21
HIRE VSR, BRI ARLAE GRSLIEl 7> FIEHE 7 Hrie S 3l (2565
7300 NGS A S5 5 NARM F 3hZ N 5 B A T A il RAS 56 A 0 2 2 =2 1)
JRE TR
11.45 3%FEM (reference materials, RMs)

FE FIR SIS AT R G IR H B SRR SN E MIRE IR rh, # R
BIZ e, DU I RAS DN T FR) o = m] S

SHERE N AZAEY — . FRE R, A LU IR 2 JE M (AN A7 AE s AF 5
7 F A 573 . A5 VR 2 8BRS mT F AR NGS AT B IS k5, BIanskIE T A
YA R RFAETE DNAL £ DNA BLHL T 3RS

72 H AT Z A0 B Gt — bk i i) 8 R G AT, AT LS s /] B E AT B A
KA 5 DNA. 5 B DNA BT 308 SOA55 TRl Rl 0 By % Bir B o7 4%
i, st = MR B bR S BT, PR ERIERER R .
12 /M 25 R 5 E

RN 57 N7 6 A i PR S 2 A ey Y — MK, LB N A B Rl 45 2R
FRAERE A 4R P H AR B AR YR SR FH R D7 L A 7 v SR R A A e i G B
S8 (WP IR RS, SRR 225 1 U R A5 B

12.1 Ay 30 25 5 e I PR A 132

R 23 P 6B 0 5 TR, L8 IR B R R,
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FFAEAE G 45 P B AR RSN R R TR« G T3 SR BR A« AR AL 0 o
240 (NGS W 77 S5 IR LSS, S5 AR 225 1 STIR B RS B

12.1.1 ERPIERE R

IR I R 15 B AR Y (o iR L K 4 DNA 53R mRNA 51, {5 B &%
NCBI GenBank #% R /7 %44 i 275 /751 (Reference Sequence, RefSeq). Z[X|
“l DNA 7% GenBank J: M5 i Tl NT. NC 5k AC Jin R I3 TAr3E, HA bl
“NT_” FRIERIFH18 BAC T b 50 b I v 3R 45 R AS 58 8 1) R R 28100 7 91
un 10 Stk B B NT_030059, [Fl— /75815 A A AR A S B, 51 A
IIRAS3R7R, 41 NT_030059.14. Fi# mRNA #4541 (1 M5 1A NM i
TRIZ (NM) #3H7FR7E. #/ RNA (microRNA, miRNA) %R FAI(E B S
% miRBase FFHIHHEE, miRNA BIAAFFFIRTH “MI” FRiE, miRNA ) RLEA
FFEIRTH “MIMAT” FRiE.

12.1.2 EREERML

or A 1 R 2 R A AR AR HE N SRR Rl A 44 25 142 (human gene nomenclature
committee, HGNC) 1979 A I NKER ar 4 farg . FEZIRANFT 5%
HGNC #dls, H 3N E4E: AR — R ) 44 BATME— M, BRI 540
B AT AR HE K AR, B RS T A5 BT R a8y, JEE AT
SRS ERAS, MERERERNALN “G7, MERE “ANK” B7Rtn
“H” 8 “h”, (EAER/N RNA B 2 a5 AR AR FEE “hsa”. ANKREE
HREH T 78 RHALR,

R R A I BRI T A AR R, AR NSRRI AR Ry
(Human Genome Variation Society, HGVS) #5340 T2 S 44 . &
g 35 R R AZ B R 1 A B — M BAZw B 7 51 (coding DNA sequence, CDS) #ll#
RIHEL T ATG ) A BN 1, BslIahr s bl —Arh-1, B IE%m 1 3
s S AL A4 *L, Ja—N*2, RICEHE. X TN TR BN EIAL A, B
ESNETRE MR EROAE. NSNS TR ERR, W c77+1G:
XTWNETARIAE, LTSRN ERNAE . B NS Bl
WAL E R, W c78-2A. FERIRAR, ZHBREARMH “>” i) Fox, W
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C.76A>C KR 76 il AAEN C, c.*46T>A FRn& LS00 T Fif 30 smAR®N %
X 46 MiAZHIRH T AN A ERRIRK S — DN ML E BB 1) 7 51138 57+
R “del” For, FH5arin bk Mz T RNALE, A8 K2 M
MR 482, 40 9.210_211delTT. EHIH dup Fo, HATHAEHIKE 2
)i — MEERRIT 5. SNP HZ% 5 F S dbSNP Hil 2 %5 .

12.1.3 038 i I PR AR

XTI R PP e f S HGVS il R HEAT Hiik, RATREAR
YA IR SCHR S R4y R, 18 AR HH IR AR 5 15 O3 B A I A B AN T RE, 59
PR Z AR REE R o X TN R BLAR R, BRI LT 2 2R AT
RiR:

(D PRS2 A H0E, SN SHRIFR. 7751325 il R R
Z B} 9% 28 AT LU AT AT IR SCHRRTE SCFF o

(2) FPHNV S Z AIARPAR TS, (EF S SRR . — Bk, WERAR 72 4
NERK . B2 . B3R AGH GT HIRAR, #lex TR #H A Bl & UM 4
I ) A SR AR 1R A T I R

(3) FHE R BRI, TLSHEBRIER, MAlgeSmEmAa K. 58
by fEAE Cin-frame) SNSRI, BUREA fiRAR, AR W] RES M Xk K I8 B4 ML 4
AEFRIEFE, FTRES A ORI . — MR B — D A A AR A REVE T X AR
[l R S

(4) FFHNB R AR, RTREASEUR . XA 57— A SR gt 7
Fll BRIEASAL AN 22508 AT A R A5 5 A B B T IR AR R A R

(5) FHEREHTEEERE, 2—MANMHWER. GiEEEH, %7
FIAR A I NBE T OISR B, 59500 R AR 2 A A Do

(6) 7 511AR S5 AN 2 T3 (1005 R, B 08 5 57 A —Fhoge i I R R A %
— R UL, AR R R I X R T I I PR 3 TR T O A R R AR
Cincidental findings), FILAARTHGE; (HJ2, M5 H A ZRAE ] G xS B3 B 5%
N R EOR A G, MR ER 2 R s dy . SR =S HA
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SCHR, DR e T H 15 1 5 SR AR A 5 SR

ERTE, DUFP A5 R AR TS B2 R AT HE S5 CAT BBIR A B3 R 5% 1 3
WAIRIE BN 26 TR R, el amaodr)E, FAF D AERAR AR . 4T o0
I P RARIE  ANEAE A2 5 A Il R AR DS PE I8 7, S22 75 2 1) 8 A ML RO AR v EAT
P, IR R SRR B N

12.2 PR &

I 4 R DU I 75 B A SR R S AR B R AR 35 5 A3 2 AR R
S8 = Al LA i SR TSR B, IR A B R G, e R A B i
i FEAT Rer I 45 SR A

RO 5 AL S N A BRITALA CRREE) SRR, TH A FR. FE i ME—
DT IRRTEERE LREE L RAGE A ML mAEEH L REMSERL. BE R CRAE
N R LU RN NS A VSE R /N VR 21Nl R S = BN D LR LT oS
AR AR . AT AR A L A I AE RIF AR SRR . R ERE . IR
SCRERC A JRER < 228 30k A A B R S 2 A Gt a5 R RN

ARG TN R T,

XTI A R A RN 7, T FIME S0 T PR AR A 0 5 SR AR
FEBLF IR MR S AR, BOZR AT RER) A

(1> TRy Fr 73 A (R JE AR/ B AR X3, A% R ) HGNC (5 A i 44 K
B AR

(2) FTHMZ#E T (RefSeq /#HU5) FiiZiEH.

(3) I3 M i3 RURN/ B 0 (A R HAR XN IZIE B, Bl angwis X, A1

BIOIN R 5

(4) XTI AL 512 J AR DI £ BEZeRH HGVS 1 i 44 JEN 7
YR -

(5) ZIRAC S P S B S IR G A A . I vl e 3 B0 B A1 B Th RE AR AL
WRAZRH HGVS MU FF 225 SCIRBORHEA 1 H .
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(6) IS5 SR ARAH SCNE NAZIE T o PO %28 S B0 P 45 2 mT e Rl
ISP T T 08, SRAGE H A AR 55 T R A8 Sl 6 1 i R RO A1 By Y

(7> R TT IR BB JR BRE 2 B i R

(8) R T AL R A AR L R PRt R iz & (ldn, g R IR,
AN B HE R A 5 PR 2 HA AL I A7 AR 00 R A o

(9) LRI Mrid R rh iy FH B0 A B A 208 0 A R . 08 12 5 2% v I 44
PRFTRRAS 5 o #5208 e e I I W R ko

(100 Nizfgft— 5 B E RIMA R RE B2, mAREBUEH 4%
Bl FAR L PR, B B R T i

(1) G SRR BB A I A5 R, N7 25— 2D Aa I AN 53 (2 A,
BNZAE IR AP I AN, X IR R R R Y, N %32 B
RIS SR AR AN B, X6 SR 1l A 18 L DA i 3

(12) 2R QORI AR S AR IR TT BUIUR Z [BAF AR DR, RO
ELEE

2R 5 2O A AU R O R, DA DR AR SR (S BN e . A
W Jef S IR BaAh . B e BRI A Rl & AT S A% o i, O AR i
REMIA RE, SARE KA S, a5 REBAE DT BR%HE I 252 B E ST L
TAEN R RS =MD N S BRI A BRI = FARRN, &
K2 X AL B i o A o R T

12.3 %5 BB A (turnaround time, TAT)

TAT & $i WORER MUAEF it B30t S5 SR KIIN 18) o S AZ B0 43000 P T H 0SB
R RE AT PR 755K, LAAS I A S 5 B 3 i) 25 SR Rl 1] o

12.4 TR & HIPLE

FITAT WA 25 R B AP . S5 5R AT T4 SRR MAL BRI o Qi Aokt
SRS BRE RN, REAMMIES, BRI Es R, Ty
IR R -
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12.5 MR F A RAF A B E R G KB

S 7 EARE 2 AR AT U BT EER, WA A R I e ) DR A
RN 6] o — Mot el o B 2 D RAF PR A, A N4 SR 2D RAF R EF; = N
AR AN S I 2 (] B PRI ISR A UM B 2D IR PR s ICEIRES A4 B 1D 2
DR B RS I 28 B o K5 2R 0 A v W vl AR R Ik 44 . FE A 5 o A IO
H A H IEEAT Bl o AU S AU R I B i B PR f il IRttt o
JEUPAL, G IR R

Ty a6 PR A T DO S OR A, HoAt 5 828 (Bl BAM. FASTQ.
VCF ) 7 ZOrAF— B 8] LALAL 5 S0 I 1 A o s 30 J e i 7 0 )
PEORAEI AT 2 50 X TRE P AR5 21 VCF SCHFAT R & B2 2 R (1)
IR, NAZORAEEARTE], B RAE .

I e Al AAS b B s TSR0 T AU OR AT, (L7 BRI e AR B i 3L
PO TR ORAE 2P S S NBS AL IR B2 2 BRI AL VAT 22 4

13.NGS #5256 = FIvH G SHEA

NGS GFEMANEER, (1 LR Pridie, GFHAER TR, SRR A
s (2) WG BB E trimts, SHEFPAILRT 3r LE R iR nl . XA
AR H EE SRR R R A BLORIE . AN r. NGS WP F 6 —1Ik
PR RE I EAE, X TSRt w EOR AV BRSO ST 25 RIIA L TR
AR ERARIE . BARA70E, DR AR R 5 R AN R F et 7, #0548
AR S K .

BT NGS EARAI S E 1 K Hoxt TN R A AR HE = 22 A e A S Rl fE
R IR A R R B, A2 KA BB b FOB SR SR S I R HE N 3812 . NGS
AR _E 35 2R i (000 e R B A B e A F B ORI e A s U S 3 sk
7SI R PR AR TR i E 5 1 3 M R AURR 5 2 S A RS s Ve
Ak, AR RIMERYE. AT ERIERGR AR Iz NGS fa Il G ARert %
5, IXEHIIN T NGS #EAT RVEH G AR RS S E R . I, 1% G ke
IR B AR A 7 AT IR R L FH RN 5 7 2 LA FR s ] o SR &5 B PR AR 45
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A TMH, NGS BRI AL S i e oA AR s R = 28, BRI 5k
ARAFHEAE, RSB N R P AR R R AL B R R R, S NGS &
ey = (P BT AR A SR = R (] SR PN A R R B AR, A e i R U
ZURMMER AT SE . DI, X NGS SRR HEAN i (I8 TAF, K E%
KSR = B VPG SN, BT & 26 R I SR 50 S HEAT IR AT I E,
2o R A RS I S8 5 il ORE B PR A H - (LDT) F 1l ARAS I o

BT NGS 7 BRI E AL 73 5518 2 07 1 BAT 1 2 2R PEA
eIk, dECH AT R BEAE NGS Al s B A7 SR B 2P R AR IR H (LDT)
(K752, A I R 7T 98 IE Y S 06 5 A AT FR Il PRSI Al 55«

M NGS ATl B2 2 St = NaZ 2 e . A LA VPG, 2 AlbR
HERT S (MRS AT SE 50 2= B IME) AT 730k, 4548 NGS AR
JEE EAR R IR R HE DL BV A A, WRBIM A AE R LS IR C
#* C.1 {NGS il seie = PEAE LD .

13.1 NGS Rl SL6 == /) %% i 223K

- NGS B T I ARSI P S 56 5 0 20 A 28 LV 1) A4 2= 2 ) SI2 B =5 1
IR T R A B0 206 = . FFEIE (BT AU HOLYEATIEY, T RLAE BERE N Y
BRI Rl B A oy N BEAS 1 5 = 7 e PR = 2 A 56 T o
13.2 LB E Wi 5 R & RBARE R

NGS Fa il 5256 5= U AU &AM B oAR o, ARESLIG =S A5, X
AR BRI SLIRHEAE N AAHER AT N 5.

Y T W AR AG I (R AZ R 43 BTS2 06 58, DA 2B L R AIE 465 TR A ] & I A 1k
B R 5 g, R, SEI0E S TAE X X388 1 h 75 B 4 (=
ST ARG PR L R A B0 S 06 % TR S0 3647, 2R NGS Tl H f 45 R E &
it Sanger Wl 7t — PG AE, 72N Sanger W 7 IR AR AN & B SLLG X I8

NGS il 75 E MR, 72 WA AT 5% M7 S5
TIPSR AR B T AR A S SR s R B, R BRI

e = A AR X ORAFE T o 75 BN LA S E A N bR R Y, 1
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DRSCIGHE it (¥ 22 2 A7 TBOR AR X I8, ARl Lk AW Qe AN 38 7 0 ) 28 X

S 5 A 5 AR VA 48 LA R L PR A5 P 0 I R P A0 g e B
RERC IO HIRE o SRS S HEE & AR W25 2 N A P — PEAR RS B A IR ) 77 5. SE56:
AT B PR N A TR 2T B R R INARAEL, & 5 A 7e BRI IREE
Ko LI N A2 PRI, SRR SR A A AR A B BB T B

AT ENLEL B SRR AbBE, dask. . AEE R B R, S
W= A DR . SRR B S B (T B TH S LB, e VEAR ) A A i B AN
BRAEUURE, RGN HE R AT HINAE R, DRI TF AU P AACES, B
RIS e B E, B IR I EORERAE Vi ] B siih s, BgEd it
FHLAE B, AR ORIL IR H 12 RS, IR NSO N A B AR A 2 AF

S 06 = M A E A S AR FED AL B B, 5 B I B 28 57 B NLAT A B K
CIRIBR ) PSR mlf e 22 2 U o

BT NGS MHRAE . W IMBARESE 2 IR R 2, 3R R A&
TR BE A A 2S00 A3 e, #5532 NGS SORBIBR SRR I, JFad B A #
JaA g L BdE ot N R AERE ST Bl A AR SR RE T X AR R
I e £ SR R R A RS, L EAT A RIE I S BORZR I TAR 208, DAL R 24056
TRER 2B AR A O ML BRIARR

13.3 Sl = Y R B ) B AR R VA

NGS ferill 546 % T Ji AP = S Al S e s 300 H I, i i AR a7 i
B CFDA L. Wk NGS sia == R Aad A HER) NGS Al il s 47,
Pefs I k) T Lo B A7) (LDTD, (HE EWF AR EAF S (MR LEE
Rl LDT W SARREY 2R, FERHAIN I H Hlm AR S 1R B PERENA
AU AU R AT 5T B4 ) S A A5 S AR AN Bl

NGS Kl s2ge i AN mAE, ISR RTHES . TR IR, A5 57
R R, YN AT GBT 22576-2008 (125 2 S0 25 - Ji B N RE 1 16 FH k)
FIRESE , FRF R (MR A I R CREFE R ) AO40 I SR T . FF R fit sk
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6 = o R H A R SO AR ERRE (SOP); LA A% 1) 25 PR S 4% ol 44 )it
DA 56 ¥ P i 0 2 A B 1) FEE AT D AR s 4 B2 SR U 2 M 52 4 =5 =5 (] o BV
Bl AT R S0 B A A LSkt s AR AL RR AR R A G 5 R 4R
55 . B NGS HR AR FRFIHED, NGS Kl 5256 5 38 N1Z A FF 8L 1) i &
RAE T SO T I 0 552 it 8 7t

13.4SOP /B

S AR NGS Rl It H #5755 4 ARG (1 151 SOP (A%, SOP
PR — SR SO R SE B 5 520 TAES IR AR R, RIAFRIRFIES . FEACREE.
PEBBEIC S AR . BERAREL. MF iS5, MR RE . EE B
R RFREE S5 RTINS L S = 2 A R S I RS 58 (A A — AR
4. SOP ({945 PivE S5 5 . FERAIYT . W T BSOS R TR
N GRS A AR VAR AR R vh 1B SRR AT AR, I SOP A77E ] RERY
ST H AR R ANAW TAEN RTHE . SEIGIGE 5 KM SOIF AN -
B TR R ELAR R IR UM N R 2 Ah, NGS A IR H ) SOP Hids
FAZELFE LT A2
® X TAREMIIT H AT X R IR (B, ZXREAE. ShETFA. 2R
RIZH ., Gett iR A RS .
® IR AR I I H AT LU FH BRE ST (I an 21 JE L L3 FRPE A SR A,
FH AT E 3 SRR I RE TR AR 2R
® T AL R B HURN ST AL (R R 77 9
o JHTHLXIH (FlanLRHNMA. ST FIRMITIERRA .
® B SEER A M RE R I S W B TV
o ST & W SN R R SRR H R AR (491 4 J2 S8t flow cells

TUYE R
© TR A T A MR A A5 (A fastq SCPD OB RIS
5.

© T ML E APt I R AR AR A A A S 5
® TR IR AL bRAE, B0, S R o AN REAk B E Al
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TUH MR EER, SR NGS HEATHE [ DX 3800 7 1) 285 S 3k mT R A7 BB
YESEFAPE, M5 5 21¢ Sanger 556 0F 45 AR, DA G Ak 75 X
XS H AL R] LABEAZ IR ) X 3807 75 FE AR

TP NGS Rrlimi B, 75 2R 525 A I FE XA R, S G
AT — RN R R

® AKX (MR ZIERAE) AR 7%,

® X TIRSCEG I IR HEAT RN CAIRE AL EE L RXIR SRR

® SIS A MR AN 45 FLAERA B AT R

TR E FEURRT (LDT) Mseie s, K H 7525 A br i B e
AR (SOP). il &8 Py i 2 2 AV
13.5 LI = MR & 5 R 2%

AR E NGS Rl sess == I RS 2%, FER . mre b s i = ¥ 2
A, AR ) H SR FECREAZIRER, R mE ., i A
WL AR A O R MR SE, RS At FiE 2K
13.6 L& = A R

NGS Hrill s = EHAFARN BT EARK . BB R IE IR ERT
HER; NABRYIACERESN S, BT EA B, I ZEREA
SUEAT R URAE 2 ) SRR BORBRAE R I8 1% o B Il 8 20 & B R B it
%, BRERIEATVEACTE, T HE RS

NGS LI =M ARNRFFA PCR LiE, iM% NGS HiARK S
sl BlEE ARG B IE.

NGS %l 73 #t N A RS 5 NGS #di s #r s, FHHE A G 7 1k
BETE NGS BIAR MRS AT\ N EH A 47 3 4ELA b, (H T BT VEYH I EE 52 A FR K
HNFREEUI B SR BUE I Bk
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% A BRI ERNFT 6 N EBERRESEASHHER
# AL HAIT LRI T 1k e 5 B S M

R 14K 2R 24K 2R 2R 2R F21R F21R F 2R # 3R #3140
Fa Sanger Roche 454 FLX Roche 454 GS . . In-house lab-built PacBio RS GridION
) . HiSeq 2500 MiSeq lon Proton lon PGM PSTAR-IIA . . .
%4 3500/3730 R4 Junior instrumentation system MinlON
= . . MK RS .
/) Thermo/ABI Roche/454 Roche/455 Illumina Illumina Thermo/ABI Thermo/ABI 5 BGI/CG PacBio Oxford Nanopore
W SangeBA L RS WRAILR L AR AR
(62 I 3115 S T & s R A s : P A (SMRT W
ﬁf{i WK pir Jus LD POEDE il pH 1A Rl pH 1 PiTb S PG W R
HER
P 99.9% 99% 99% 98% 98% 98% 98% 99% - 87% -
542 Rapid 2x150bp
Iy 600-1000bp 230-500bp 500bp High 2x125bp 2 x150-2x300bp 150-200bp 35-400bp 20-50bp 10bp 3-10kb -
il 100-600Kb 200Mb 50Mb Ra_lpld 10-180Gb 300Mb-15Gb 10-100Gb 3Mb-2Gb 1-2Gb - 250Mb -
N High 50Gb-1Th
plichy
PA Ve
%Uj . Rapid 7-40h
Z17 20 min-3 h 24 h 24 h i 5-55h 2-4h 2-8h 8h - <24h -
. High <1d-6d
I e
X T R G Mpems . N IR
s /’~ 7 ) ) T ,m:/‘é ; - Sl ‘%EH’\/i} ’ _— »
éf*}}f;ﬁ VR O WRRAIG B PR 5 7;‘;7 ii;;f WM. WHE 6 5T ﬁéz;i;& ; ,2 Bk, BEIL AR
o U R FRERER Tk RwE L d pser il AR T GRS T B BEYORMR
AR EX . e Il A Ly SERRANEREN T T WP BT, £ . .
= IN R TH I H P e EAG & T PRI . B id
GIEZ 3527 HI P ARAE . % R
PRAGI H HAL
o e | WESNR  WREERA B SO ;iﬁim‘ﬁ? TR W R W R, B R BRI RRIE S IR
ﬁk N TR BEE A RS 5, W R ﬁ'ﬁ;;;;*ﬁ‘ﬁ HE XN REHERH XN TS B2k, TR AR, A AR, T
" B AR AR UERES o iNEIRIS I‘E;K b3 il PR X [ETRS i e T St
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Fif3% B T ) ARTFTE) NGS B Hr k-8
2 B.1 T A 2 AJT TR NGS #is 7 rA6

KHELAR

ZEIn

Short Read Mapping (

yREAZ LS D)

Bowtie

http://bowtie.cbcb.umd.edu

BWA http://bio-bwa.sourceforge.net/

SOAPaligner/soap2 http://soap.genomics.org.cn/soapaligner.html

Maq http://mag.sourceforge.net/

RMAP http://rulai.cshl.edu/rmap/

SeqMap http://www-personal.umich.edu/~jianghui/seqmap/
SHRiMP http://compbio.cs.toronto.edu/shrimp/

SSAHA2 http://www.sanger.ac.uk/resources/software/ssaha2/
SNAP http://snap.cs.berkeley.edu/

Variation Call (ZBFIRF

Cortex http://cortexassembler.sourceforge.net/

SNVMIx http://compbio.bccre.ca/software/snvmix/

ExomeCNV https://secure.genome.ucla.edu/index.php/ExomeCNV_User_Gui
de

GATK http://www.broadinstitute.org/gatk/

SAMtools Pileup http://samtools.sourceforge.net/pileup.shtml

STRIP http://www.broadinstitute.org/gatk/guide/topic?name=third-party
-tools

BreakDancer http://gmt.genome.wustl.edu/breakdancer/1.2/index.html

TIGRA-SV http://gmt.genome.wustl.edu/tigra-sv/0.1/index.html

Annotation Analysis (GEBEAHT)

idb2.R

http://compbio.charite.de/contao/index.php/ibd2.html

Genome MuSiC

http://gmt.genome.wustl.edu/2012/04/27/genome_music_0.3_rel
eased.html

mutationSeq

http://compbio.bccre.ca/software/mutationseq/

SnpEff

http://snpeff.sourceforge.net/

SomaticSniper

http://gmt.genome.wustl.edu/somatic-sniper/current/

Splice Junction Detection

CBYYIAL SR

HMMSplicer http://derisilab.ucsf.edu/index.php?software=105
MapSplice http://www.netlab.uky.edu/p/bicinfo/MapSplice
SOAPsplice http://soap.genomics.org.cn/soapsplice.html
SpliceMap http://www.stanford.edu/group/wonglab/SpliceMap/
Supersplat http://mocklerlab.org/tools/1

TopHat http://tophat.cbcb.umd.edu/

Isoform Expression Quantification (AJZRBIYJHRETE)

ALEXA-Seq

http://www.alexaplatform.org/alexa_seq/index.htm

Cufflinks

http://cufflinks.cbcb.umd.edu/
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KHELAR

ZEIn

IsoInfer http://www.cs.ucr.edu/~jianxing/Isolnfer.html

MISO http://genes.mit.edu/burgelab/miso/

MMSEQ https://github.com/eturro/mmseg#mmseq-transcript-and-gene-lev
el-expression-analysis-using-multi-mapping-rna-seg-reads

rSeq http://www-personal.umich.edu/~jianghui/rseq/

Scripture http://www.broadinstitute.org/software/scripture/?q=home

Differential Gene Expression (ZFHEFERE)

baySeq http://www.bioconductor.org/packages/2.8/bioc/html/baySeq.htm
|

Cuffdiff http://cufflinks.cbcb.umd.edu/

DEGseq http://bioinfo.au.tsinghua.edu.cn/software/degseq/

DESeq http://www-huber.embl.de/users/anders/DESeq/

edgeR http://www.bioconductor.org/packages/release/bioc/html/edgeR.
html

GPSeq http://www-rcf.usc.edu/~liangche/software.html

Myrna http://bowtie-bio.sourceforge.net/myrna/index.shtml

NOISeq http://bioinfo.cipf.es/noiseg/doku.php?id=start

ASC http://www.stat.brown.edu/Zwu/research.aspx

GENE-counter

http://changlab.cgrb.oregonstate.edu/node/26

Transcript Reconstruction (33 FE&)

Cufflinks http://cufflinks.cbcb.umd.edu/

Scripture http://www.broadinstitute.org/software/scripture/?q=home
Velvet http://www.ebi.ac.uk/~zerbino/velvet/

Trans-ABYySS http://www.bcgsc.ca/platform/bioinfo/software/trans-abyss
Trinity http://trinityrnaseq.sourceforge.net/

Oases http://www.ebi.ac.uk/~zerbino/oases/

e BEEAME R AN R, A 2 0% AR A A A T A .

455 : BWA, Burrows-Wheeler Aligner; GATK, Genome Analysis Toolkit; MISO, Mixture of
Isoforms; MuSiC, Mutational Significance in Cancer; SHRiMP, SHort Read Mapping Package;
SOAP, Short Oligonucleotide Analysis Package; SSAHA2, Sequence Search and Alignment by
Hashing Algorithm; SNAP, Scalable Nucleotide Alignment Program; STRiP, Genome STRucture

In Populations.
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R RS 5 RIS E AR T, g 5= |
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FAPA | 6T 5 A SRR G 2 I S O i o of
75 ) K R F A S 47 L 0 of
S % AL 5 51 G FEL RS 75 % ok of ofi
S 2R (TR B 70 R A 2 R o of
Sl S A P IR R R A R B Rk R |
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