Ff 4 1

A e AE R R AR A R 5 (3 & I )7 )
VBT Rl SR T A g 5 R

—. BB

A5 RN g 738 = A IE AKX R A ok A B ke
WA AT BRI EA AR TR E S R, Bl
AH R T EAM AR F AR F PR ST

A g R A& B R R e AR ok A T A SR o AT 1 RE TP
Prey— B ER, FIEAMARE” ooy AR LT NE
R, aAER, FEME R E G AN R F R,
FARAE 77w By B AR R S VE AT B AR R B B AT TE 5K A
281 o

Ay RNEXN FEAMEEA RG-S EHE, EL
BN F R JEAT RE T, 8 A AE A AL AT
R REAS T A R AL E R B vk, W DLXA,
FEFHEEAE S, ANEAMFSEMEHATRIUE, EHFAH
FI R JC B R A Bl SR, AH Ok AR AE A AR < vk A BV ED B
T A TE = RN

A g 5 B 2 7 IAT & AR AR R DURC S A A K



FTHEW, BEEAMTENTHZE, URMFEAN
TWT R R, R8T R NAE K A A A B AT

—. EAEHE

AR 38T R N BT A fE g AR oK TS AR R 4 A b EE OE
T E BRI E T 5 E0J)F (high-throughput sequencing ) EF
T—RMJF (next generation sequencing, NGS) , X
H AHAEFATNF (massively parallel sequencing, MPS ),
AN M AARE R PR e g A A EE R . AT
MR RE W NGS B A TRBUITEXN S TR
M, A4 75 F £ F 8 DNA/RNA #7007, LT 5 fF8
R RN R EERNE T, WEEAERERAGAE R
RE. AN, ik, BEEEH. #IEREE AINERR
7

AT NGS MFREEN IVD N T BFUT T H: £
A&k, LEARSF. DNA 23, DNA A CEF %,
W rreg 2R Al FAI AT ARt R RA AR, KR
Ao DL RAS MR & 0 A . Rl A, E P RAF 2 E
EYHEHg, ELREXTRAT—EHLMEE, NRIE
P BRSO RAE R AT HIWT . T EAMRNF R, $iF
ANTFELE A7 SR A E K& R LR 2 1] B X
BN g An Fr AR FIWT AR v . BL A, i R R E TR A
W, WiF AT IR A e U R A AT R A T 1B R Y



WA, EARm, NS, £T LRFBE R, NGS ol
oIt T EREFNEMEZRATRIFRHERNT
B, B E g AT BT R A K A I B E AT

A ATIERE TN VAT R E TR T e R A E . ek
A PR R B, 85 B IEA R HEAT A1l NGS il 7 i &
BAAREHNZ R A EEAR LS, E2E NGS HA N A
T oK B P R AR K e R A AU R L ONGS el Y
. MWrme. ZELN. ERWE. KARE LRI
&7 IR

A BN K E R R EE A el AR E R E L
HHEEE R AR E R ENNFER. FiF AN EF WA
A FR, RoEEERMEFEIN THESENNR, 7
T REKER AN HREE. Fig ATXASHNA
GRS PSR L D= - = B S e - PR ER SN e 9
TUBT o 2%, 18 16 J7 R 5H, A0 /2 0 e = fF 8 3= o TUE 1T
TRFeEelEHHETREFERAER

A g~ 7N F T 34T ' RE M A AR AR < R 0
FEW . A RN AEATEATRAKRERN, 254 E
FAM, MERE FA (TMB) &, EENF, AL
FP. RAEMIR SR BT, W & DNA fe il B [ UH 5
7. fe LR A o A I 2 A AR 2 A T 2 1 e
R e N E Rl o R (i 77 KUR) 5 5 HiT. RNA



BEEMNT. FE. B2 Em. REEFRANTF. #EAN
I A U

=. NGS#£&EF M

(=) FH

SuAMEEAFEF ML, FaeEd. HRED
ZAWHRH ., ARERNEE TN URFE R & ETIER
NN 2

€4 TVD 1 3l — R 0, o iF AR B 58 X H 3R = & 8
TR i Ao A MM g, 7= dn By TOUEA A 30K B B 2 v AL Nk 1t
A M g LRI A /e S AR R A IR A TR BRI
Ve B N BEAT VA A AT (R ) LR &R L 4
BRI R AR, BRI AMITT R T RZ G, RIEFFREE
T TR X R RE o An RAC I A 517 T LA M BE AT
A, M ZBERAEHFRIL. BT REWZIT, FRAMRIE,
BEERAHAREFR. EENLET, FIHEAFEILEHN
HHRFE, ARIABMER, URETH R RITHEH,
IR N R Z A B AR KA K S A, W DLE R A
#, LMK 1

R AR R AR IR AR SOP XU, X NGS # A
MedBaFnERARELE, CEHE. NF. FET.
ERBESIBH#TEAHR. EVERFLN T EHER A
LREMEBLE T, AR FRA, LRAERNIA L



Bo AT BEEAONS I, aFEKR (Flam, R AR
LRFE =778 UREM BT, BT R ERTE T
BN B A /AR 4G AR R LT RE

HE AE T RITT & —ANF 4 oy & B A ARG B,
FEAMAA = FNERKE, C&FFZ RN IFARR
AT N BR LLRCAR B ok AL gy A I B R R AR VR S A AR
B G A B iR, RIEf R EER W EME R A
R L A U R P RV R T e e IR RO
ZAEARFEHEBEGN ., W& KM

(Z) = B R MR B 58 508

NGS ML E B aFFAREANE, TER & T,
BESN . ERMEF

LEAREAE (o F)

HEAREAERLERRIEFRER L0 X KB EZ K
MR KRBT, HIFAFRERY I AR E FA A KA
FERMAEE, AR IR RAF A AR AR B
R R B B £ B4 R R 5

2. U | & B

M ERMNFEEEECSREAZBRZE . BLF
yl. gl Xole, BHIE. REMEATER. 59, &
B BKS wAFE AT ERZRM, Fig AN
M7 ERER TR T UFR,; FRENESEZRMA



H T BEPE R 8 o FF T 4 72 A B9 JR AL B e BEAT U E e Be LA 74
NEFAEER, BENEFTIZNEETE., WhFEiEFEA
SN E E R AR, RLUFR B RN T R E, SRR AN
7B A R AR Rt AT R B E R AR, JPIF R HOF
ARG £ B JRA A A48 40 = B oK DL B % R AT A
16 A A= o = B R AR IR 40 IR3E . PR R AR MR T 19 L 3
MR ARFE A R T B AZAE A B BE (DNase ) i1 iZ A% % 0L By
(RNase ) /5%,

3. A W15 B AT BOACHE R B K

NGS WHES MR BEREMERFRE KT Uo N
WA E BB RERA, FAIA, BRIRA AL FER.
RASZ P RA, HBN 7 gt a Al 7 46 R, T
FlRERAFTRFETAARNE /R ERNE % HRK,
IR 38 7= f kv R A 4R A T By S B A BT Y e 2k
A, BUHFEARREKEE (F 57 WHERERE. $4E
FERrA | TEME. ERE. EFURITE T EUR ST
HRRA . Bk, MREIE LR TR T B 5 HA.

4. N5 F fa 2 RE 7 o M ge e 2 1 DL RS I E ¥ R
WNEEMKZL —. 5F om0 AE R LS, fl&TRE,
AL . TN 3845 . RITF 5. W iE AR X A 5 P &
[AMSZ R RR. EFAFIRESERITREANIRE
i, ARHESE FWFEIENNERFEEE FENHE R



R BCVE 2 B B e FER

BARE KT

4. 1 FEH 5% & R R &

4. 1. 1B 5% @

BEAREST, S E RN S aESFFER>~mg M E
FA B AR, EH BB AT NGS S AN to il 2 F 4K
ERL, FIFARNEEF AL, BREXKEARFKE
%D R HATA A F R VIR

FHE 2 am LA 2 PR 578 BH B 29 A e Y i e A
KA, wxhyER AT RHEFENLANS S mixE,
FEDAEAREARRE PR ERENER KA, MXAIER
BE K K 4 L R 4R BT DNA i & 7 1 4 B A

MTEARZFEREXKBFERKEXHER, FHFE
REMEA, AREAEROTEXWER XA R ERA +
TEWERRE, REFR . R RRAWERN LT RENE,
AIEAENL T, TRERERRL S, Wl HFXERK
(AT IM) , x4 X R fn R G0E 24T s (R A
AR SNV, F LR ARA B K AN IEE A B %A DNA
g 7% (HapMap M 7)) %,

TRRE/AZANEFFERREME, KE G ERE N
AEARKMIREIHFRENKE. FESFSEHRELA
B WA KR A B 7 s AT H A P B AT E . FiEA



ERWTHEESF G — 4% BRNRSF @ik & XA
W R, FHIRBEAE K IR TG

4. 1. 2FF& i %

B AR EAZR)FY, T REZ ANl
%, BEZRER (WER)D | CEME. NFFEHE 7.
E B FE P 2 A AR - A AR N 5 e IR AR 7 A — L

4.2 [ 5% & B s &

A% % &R & FFPE  IE® AEARBR AW, AN FRE &
FFPE [E® AR AMBAR A, NPT EH HAFXE
AP R AR AR B AT A IR R R E

4. 3N B 5%

BEESZaREERTSZFIEMESZ @,

44PCR KA LERSZF @ (NTC)

i AR 2 ST NTC X & Qubit A % Ar . W&
ML EFELFERT,

(=) £ZEFT 2R RPARRWH 5 %R

NGS 2 —NEZ &N IT/ERE, caREEr T RA
BT k. AT NGS Wil et @#FELRTUTZE: #
ARE, LEIFM;DNA 2 BUDNA A E Av 5O 6l % 7 7
R A LR AL F I e, B RIRA, T REEMTE,
FRIFEMERE, UEAERRINKRE. —&TE, XTI
DU RE B 47, B R AR 32 ST LR R A U B A A A I O O



Sh AR NGS &N 1B R AZ 09 1 B8 R L BEAT — N 30 B0 0 IEE
FErRERFESANRME I mELRME, NIREsR
RRENLREFRLHRESENRE,

LRGeS RN R R R BN EARANE, tnlg KRFERA £ .
AAFE. Ru&HF, REKRRES, REARTNIKE,
e ) T A v By -7 R AT R R LD BY R A B K

2EEEFTIL. RMNRENG, #HF LR (W KO
BmERPMKREH R AR, AREBRE. 510K RE
dNTP R E . FHE 7K E %, # < 8y im 2 A0 B (8] B9 B 50 908

JER A EZR B /ANRT, NIERSZR B
AR IAT T ZRAHIFT % F A B ENRTERAE
W, E. KE. AERTERST, BRKRE. SE0N7
FABEEARTROLES;, ZRTZEELN T EEEENR
TIIeE & k. LKL E & PCR %%,

() AT 1 BB T 8t

TR ERB TR FERMMSEE, £FIZR
RRuKRFELZFEHHAZFREREGEENENTN /T 12l
AW R T ENE A MW R RE, IE KA
#w, ERAFMMFEeHZEATRIT. HREHT XMW E o
& W B IR TN & AT R BT R MR I M A R TR, BEE AR
BE e, NEARE, EREE. St o m 4 78

RE A 2O A NGS to B it A2 o 0y il & B Bk fn £



I.NGS iz

Wik, NMEAFETR RN EE (e, (L&, HF,
HAtm, WD) FMATRMNWERFRENRMNER. #L
Wit 77 BFAFEF DR R IUARALE, T TET NGS
MR B BN AR, RIZ AL IR 1IDRERNA
AT AREAR (flinBEHE, mERE) WHRE. #L
FILEFEFRANANRE, BFEERMLTRRE, WRXE
W F R &R RE R (Plmm/ N NEETE) , N
RLAG B AL N B #T I e Ak B K RE B ok . B AT, R AR
o 1t BE 5 AR /B AT A B A R RE B2 v B IR AR R e e U M B E
2

L 1B &

AR N T ] B AL WU AR AR R AL A M 4 R
e, Pl EREREHNRE, FANR/NMNEAEHE, =
REFFERAZEASERBEEXTEFHETXRESH. G
FEAR KA ROK & 77 3 22 L AR R B SOP , FF B E X 2 2 (K 46
M RE HY R

£ NGS mllAA R T REEF, FiHEANNTEE
FRNZRER., 28, dHEEERAHATRIEF R ER
B ZWRTE, ZUEAEENRTERRE. KE. SEX
TEMF, BRIKE. S E RN T EaFENRTRLES;



E EE, NAHERE (BFEENRTZRIKRE.
SEREENE) MRRERFHTREES. o F /At E
WEZREERRE (WRETRE) TR, MEHIAM
BT AMAEFHITZR S EF /A,

1.2 5 >C ] 4

X | &2 7 A R /NS B Y DNA B cDNA F & 1Y
A2, FIFEAMBRESENTF T EAERS S, TEZRT
HATHBUAE, FENKENFEEEZNFHEX, A&
WHEAFENRTEE &, BBIES. HiF AN 2R
FOlrBUBRERBEREER TR, HETFBRMHZR
M H R B . S R B A S S AT ik

XEH & x5 B R AL DNA BRI o & B )5 5
Sk, LR RZ—BANKITHFE, e TNFTEN
ZNEWHEANFIN A . B o F R e 3 R F 5| 4
FF7l, FT PCR ¥ 5 |MF7, #=F5, R3 (B
JFole tmE g AR B R X FA], MR ERIHIRE X H T
o ek AL PR, WA LUAERFIE AR
AN, IR AME R S BT A B, T AT Bl I v R
FrEmRmEREX, WlFRE. BRESLMH. FE, #iF
N RLX v A WY B B2 AT R A R, BREENRT: £F8R T
RS K B R bR DR SR B A g B T I %



PR BN T R EL AL B R A . VR BT IE R

1. 3 7 B A 12 B

H R R R A AR F o7k, BiERR e R
HEERGNFE. &Rl FMET¥FEmllF, UREAE
R k. REBAERMEMN, FezRuFrEER, &
Al &1 F By DNA 3 N EE oK, TR RA, BATHE,
KA G DMEEA R AR, KB EF a2 AR
EAEARIRE T, I HE N AR K R EE 7 LR AR E .

HiE AR P A BN F-F e, HEEEN SRR
M7 REHAT T, MM EES L RERE, I
A A ERNL T EE . Fi8 ANREEENFFRL,
W FRBWANRFIFEEFH RN FFFENE
FERRE. £lFEET, FiEANZLFERERER
FEER AR EEENNFEELS FNFRE,

IR AR AR 9B B B IO R i, Rl e Y U R R4
Be. BEE (read D FEREEX, FREZFWERK
BRRALE R, FiFAMmARFEN, Flan, 4 LNFRE
MFEHmE L E RN FRELERKRNTFRE; LFE
WA P BB R A, wEBINFHRE (R read %0, LI
ZEWEREMNFEHE. =REEZBEWHETENFR
.



HROEE. TERMNTFF & ER8 TR FmETIE, 20
A B P AR IR R A B R . N B DLUE B 3T
o W VE W S £ B B2, B AR T AR E R . AR A i
BUG, iR AR &R B R E AT W . e AR
B ER @A E, WNEFEHFTIA; =58 R RAmE, 7
ARAE FL SR 1F L AR A 3 B & O AT R AT T i
FRMEA S WELKERRILER.

1.4 =915 B F oA

HiE AN EMERFAITAER T EWILTE, BT
EWNENMERF MR BN ER TR, Fi8 AMELE
WI1E BF o T ERAEE IR 5 R 7 &, RIEN 740
B AT AR RS RERRIE 5 . R RFE AR
BN R ER, SFF - FREANFHLI, BA, 58
REENR, GHEEARUTER: KWAREF I REMEN
BAR Q EH, MENMELN, EKOMAEEFEELT
ke N TR0 77 ik, DRIEE B ZRE £ E RF 0
HERTEN. £MERFLMMEDREEF A HIE K
FEXWER,

EMERFONM—REEELRTRERA, #EXN
b, ZRRANEFER RENF RS 7
KRB EEEYERRNE, FFREFRAFTFRELEF
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1. 4. 1 BB EEAT R AN B o 5 B AR B8 LA AT
FEANNF Run HXLZHEE/EBELE (e ®7 (FHEH),
MFrun 0%, BAFILS, EFRES, HFARE, X
KA, PLEMR R A S

T 2T A B B B AT A AR S IR BR s X 48 R A A
TR E D HTIRER s 1044 B 48 H oy 5 vk DU SR B R E
B BENRER B XY (41 FASTQ,BAM,VCF %) LI
FMF Run Xt 54 (m, BREE, #ETTRSH
B, ko BFIIERSIE),

1. 4. 25 Z£ R A

bE & U VB PR AR R 2 e, U ACHE T E T R O F R A
RE A H I TR, #iFAFREHRE R 0 TR,
L35 S AT BT DA R RO o TR R A S HOR, E
HERERE. REFH~ G 0MNEF KR, Fig AN
BN T AL E A FRIERA, FRECEWNITHE
FERT R A AR AR UL B o AT AR R e A R AL
FASTQ XHrAERIE., AHEERESH, wENREN
FRERESH, FFAE, GC a2 URFIKELA,
K CEL R F| A8 Hoxf Ha A

AANFRBENEERERS (Bl Q /Fa) HFME.



Ha Gy mET 2 LA (&), X FHE 7,
L e BEA 5T 58 Rt BRI

1. 4. 3 HAXM LUK BAM 4 &

B VE A RL B B E R TR U R R AL, BA A A R I R
TR BB 7 R Flan, B &K E (DP). XX JF7# & (AD)
M — B ZREAERME (VB BRIELFI. &
‘* PCR EZ F B . HREFLEFMEWEA, FHALKE
FoE SR K Bl A Am 3 R B LAAS U B DX 3, e il A R E A
HHREGCESEREST, HFICRBREBERET,

FIEAMEESEZ T WEERE, KiEFRUNAEA
TR FF ok, dn ARER T A, BB K %7 7 IR 38 5F
RewE AN FFelxgFolER. WX FIHENTF
X B (SAM) XfF, #& d ik — 3t il thoxr Bl (BAMD #%
oo

.44 ZREEHMH: s BERALE R LR, &
IR E IR K= 7R IE

1.4.5 R ER: #iF AR5 HEE A =4 T 89 2 6t
1 R UL R e JR AR A B B 1 ik i A2 BB 3B R TR AR HE

IL.5NGS #ENFE. FhE5*F

AT RemEd o emeillsg R, ZWFFAR
THEGFEFONZAME., REWE., BFEAXTEURLR
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