Rt 1

MEMXRTERANEN (S EENEE )
MR B E MR T AR S BN

K353 RN B 748 vE A W R AR B g AR ok A AR IR 7T
AATPE BE TR VEAT B AR AR RS R E, B B A N AR F R T
T EM ERARAEAFITRBESF,

AR 38T R U Z At et B e A ok AR AR AR AR 4 AT 1 R F A B
—REKR, FIEANKESGWEERFEHAZLTHEZGE
A, & 1ER, FERERE G ZANNRFRE, FRES @
F B AR R e X U Y W AR OR R By N AT R A,

RIgF BN ZX FIFAfEEA QW EXH, ETEE
E AT R BT ROAT R E T, N AME A E AR AT, R A e
G ip AR R E LB SR H b 7 vk, L LUK AL, (B R B E 4 [E] B
B, AEAFEEEIATRUE, REFHNH R TR F I
FR, MHAXARAEBEGME KX LA TEFAEFEN,

i 7 FENEERATENFARERR UL LEAB AT T
i 2 Y, B E R ALANATVE B T T E, LR B F AR AT R R,
35T R NAE R 9 B A 2 B AT R

—. EHEE

A 38 7 B A B AR ok AR B A R AT o AT M BRI £ B
£ &£ T & @ &M F (high-throughput sequencing) B T — KX

o —



/F (next generation sequencing, NGS) , X n A MAE-FATM F
(massively parallel sequencing, MPS) , &4 U A K 20 27 At g
M TR EARERE R, AT RUEEER LS NGS F&
JrRRATHELCITEAN S TR, BT RFEEFHN
DNA/RNA #ATN 7, VLFHEMEIER2IT AR ERL 7,
FREEER T RAGEIRL, A, shk, EEEH. # 14
FEEXNERRE,

#Z£ T NGS N 7 R EZ sy sh 2 #r (In Vitro Diagnosis, VD)
mT R EE UL TR FARE. LABEMRE. ERERILA
B CER A, WFfmERA . Folta. &R R A f g,
B 5 E B AR S DR R 0 A k. FlBE, R Rt s
BREPEH S, ELREXTRAL - H LT EHE, LRE>
o B BRI AR R HAAT AW . X TEHENMRNFER, FIEAFE
ARG R E R E L W W I NE A
A a R AIWAT A, Mo, HFHRFT A%, FiRAFE
T B A IE Y R A N 1 RE AT R A E 1 R Y RGT L AR S . DU
Fogi e, ET EREREFK, NGS BRI~ &p it A TIEmRAE
PIEMERATRIFEERNIE, Bl F FAFTERFLEMWE
I A KA I PE BE R AT

AN R ETRE ™ & EEH R Z2EMEX
R R IR, AEE T H R HATHIN. NGS ENFEE K &I
Ko ERETFHTEEAMRSE, EZ7E NGS AN A FEKEAEA
T EETEAE K IE R AR AR E AT . NGS 0l 2. 7 itz .

o,



BN, ERWMEEL T EAIE

A R K E K E SR A B R e R R XY AR 2
HEFRARERENRMNER, FiF AN EERF = AP
o, RAEAEREBEF RN THECIENILE, R0 HRE
REE LANTREE, B FATXAL AN ETEEA S
Bl AR ANERTRABAT oM A K, 35567
RE, F/BR R EMERETEITN, TE”REEHE R
B RRFERAER

AEGFREMNERATHATEREMERAAERFATERLE
WP o RS S RN A E A T 248 FAMN., a2 XHANF.
MK F . B DNA AR, RNA BN 7. KERMEY R E
EEEFMNF. FREENTRN. KERAfe (&FF KR T4
50 . BB UH A R R AR R

= . NGS &M

(—) Z&FTH

GREMEZTEAEF BT E. FREd. FRENLZ 2K
LA . R E R RETM UK B K= & ETERABEN A,

HIE AE T RITT A — AN A3 v A A AR B, % AR
EMA AR, FNEEKE. BN T AR F R TER, 4
W BEAS M By A AR KA 3B B A B DL R0 26 2K AL AS N 15 B 4 1T
AR E . BRE AN IR, I IEA 5T 2 35 F) 0 E b E
2, A ERANERBHAS FEERAZTREBEHRANL L) X E
EERREENIAAN . RE&RFEMS,



£/ TVD M — RN, =i AR g 5 & X H R~ iy i
HA ] A A M B, P B TIUEA L & K B R v A U R A A U
VeRe LR P A/ R SR EE R, FigAFEMBEENH T
RLHAT IR e 47 (Pl anvE a1 LUK B A B 58 38 4% B 0 I
. EIRITAIT R TR Z G, Tl at 50 H 2 & i B T2 Ut
AEo AR AW A AF B AT T L te e an e, NN 24 R . &
FTIIE BB R TR X B aE 4 AT o i 3 R B B9 ROt JT A AR,
HERMNFERREFEKR EENMI BT HFFAFTEILRAAE AL
FHE.RABMERURETN X RITWES . ZIHIFEAT
HEERAE, EFE. W, £GaMERTZTERELEG S
o X FERER FEKE. mEIRA L =1E (Base Call Quality
scores) . 1Y€ JEH A Reads #. FAOMFRE (wacdxEL
BE) | FeEENFEEMFHNFEREERNRE (%) %,

HIE AR $R SRR At R AR W AT e B AR JF X (Standard
Operating Procedure, SOP), % NGS #& A | & 1L 12 & 89 &K
W EBAE, XERE. W5, BESNT. ERRESLBHATH
B, EMERFSNM AT AHERAILIEKFEBLE SN, AL R
WAl R ERNA LR, A E EEA NS, ik
B (Flte: WEFTFRURE=7) URFEBHR. BWUTN R
A AR PR TR A B AR IR R BT R

(=) EZRAHEGHF 2T

NGS Ml T EQFHFARELE . CERE. W/F.
BTSN ERREF

_4_



LA EAE (AE D

AW R A A B RAIEAE AR B B An 52 KB B R AE Y
KRBT F1EAFTRRY ZAFARE R A KGN ZE R
PHE R, WA AREAE A FEARZ R IAA ZR R B
M B RS

2. ) & B

M7 B A 2 B 7 i A P BT T RN £ B e A E
TR, W, RAW, YHEXEE, REENTE. 3149,
War, BL%; wAFIRAEATHTNEZRMA, HiFALR
W5 X MR LR A2 T LA SR REN R EE R
REVE BT 28 o FF X0 ] & 72 Ak B R A i HEAT L 2 40 Jo AR A B4 &
WEENR, HENEF T ZNRETE, i FiF AN EE
B, PR & — MR INE T RIR, RE 7 HEE
b SR AT R RE AR AT B E R SOR, JFIE R iR AN £ B R
M ERITEREERURHE ZEMBAE AR & EERM
BB TE ZE AR 8 o AZ R 2R A0 I IR AR B L 2 MR AR AR AT R TG R A AZ A
% B B (Deoxyribonuclease,DNase ) 4% 1% % B2 Bg (Ribonuclease,
RNase) 77 3¢,

3 EME R AT BUE EE K

NGS W E R T E S AW E & FIRE — & Lo A mE
RAlL FAIA. RRRAFEFRERSE, AHSE IR,
TERERMAIGFETAARNE R/IZRERMNE L, HK,
MAREF Rt KA RN G TENEE M FNRIERA, &

_5_



WRBFEEEF, EWFIFARKHEENHEEL . HEEX
A RN, TR, EF USRI, ERRIES K
o

4.5 % mEK

W E 5 i RE P i T BB AR R M DL R A B BT A VR B
EMEZ—. 2FRARENAERMLE. FE&LE. ZEAR
PR igtrar. #iEA MG NI E/AESE R RE. £H
PR E S RHTRIE, FRESFH & FELENNERE T
57 J7 W AR K A5 B BOVF 4E Y B A R R

AARE KT

4.1 FEM 5 & K FE M RS &

4.1.1 fAYE S % &

BERET, A2 E RN Y aFESFFER~RENEHE
HREEEA, EEZEIET NGS AN TRNEIKER £,
HIE AR B T i A & | e R R DU BB B 2R AL 4 R R R AT 4t
A AR R R IR

MNTHEHBMIEFE O ANER, N ERZRERSE
R ENGEEMTEN, FTAEHEOMIEXAN I AR
B, 2 DUR A e R AR B0 40 A 3R BUN AR R i 4 R AE 0 R A

HTERREEREXSBERREXWERH, LFENRE
WEA, AREFEROMEXWERRA R ERA Y AR E
FRA, REFE, TRRANERN LA RENE, @& TR
¥, TREAZFRE%,

6 —



A MR X BRA EFEEH LR BRT (AT IM)
ENEMIESE &b R 2R X 8 R gUZ E (£ & X
E SNV %) , wmiBAMAKEMER A G DNA i FR%.

TEREIEFAE FFERRTME, RETREKREMNA
AREUEFRBEFERENKE. BESF R RELXKEN
BFRAA R EHATHN, FHABEZLATE. F1FAERITH
WHFZ G T —HF R NREFH &k E RN TR, FRE
8RR E

4.1.2 PE I B EE &
#ﬁ%&%Mizﬁé@@ffﬂZ@%}’%ﬂ, HF AT REEAN BN TAE,
AEZBRIER (WA . CEHZE, NFFEELI . BRfH

Ve A A AR o AT IR N 5 e R AR AR T R — 2.

42 FAESF & R 1L FUEE o

PR 1 5 2 B TR M 4% o 22 X IE % WG SR A AR B9 3 B 4 2
MR, MHAHT R BT ERTER.

A3RE RS &

BHEES% R EERT SHEWE/AESF &,

4.4 PCR 57 TR F#E & (No Template Control, NTC)
QEEEHED

HOF A BLRAE B AR @ A R IR B NTC FUEE ae B U 5 AT
A, WA N AR 2T ET S

(=) 224 T ZRRBARZR AT TR A

NGS Bl Z2— 12 &M TIERE, caREBITRAS

_7_



M. —&fE, T HEMeWE LIS, FiFARELHFFE
1 I B 45 AT A I AT M . AT NGS BN R ERAEN R &I
HAT PRI RIE. B RERFES AN E — I mEER
B, WhkGFarEmENERBEEFGRELESHNRE.

LR REAT RNAR 2 KB BEARAZ, s REFEAFE. A
FAE. REEH., RERRARES, mREHTWIRE, BT
1 R B & b JR AT R B BT BL R A A B R

QEBEAEFTIZ. RNEBENE., dHEFHE (WO R
KERMRROT R TR, GFWRE. JIESARE. LA
YA = B8 (deoxy-ribonucleotide triphosphate, ANTP) ¥ Z .
FHE FIRES%,

3.E R W e R BR B /AR, N AR R AR
AR BHT IR MR TR, WEFENRTZREM,
E. RE. SERTERST, BRIKE. S EEN 77 EaHEE
TR TR % R T BV A M 7 vk BB AN IR T 30 8 08 B i

(v9) AP AR R 45 A

AR R R EBEEM AR, £ T AR
KRR2AE LT HHAZFRERZ G AENENTFMN G A MR 14 48
MR T ERN S A m RALREE, & RIUE &, A%
A A & AT IR M RE A 58 R0 3 7 om A R D B IR B AT
W ET R M BRI E B AT R MR, B BRI R T k. WIS E. £
B IE . FAt AT F A KA

g



RE LAWK NGS R m BT r R ERH ERkfn £ 20
RE 35 41 P B 4 HEAT A

1.NGS #: %o it 2

M 77k, BB TR A R (U . AR
D o BRI T BT EFFAIDFK R AR LR, HTE
T NGS WM N K, NiZ#EREHFILE. ERE M
MARNTABHAR (WEZEE. RERES) WARKE. #E
FIDFKEFHAMB N X B, aFEFHfE RRE, wRXEHIN
JF XA A AR R Bk (o /NE JARES) , T RAE A
FEHRIUE AR R TR, BB, A &R/ 54T
o BF A P A v SR AR P o e U RE R T

1.1 FEARH &

HOE N T R B A M B AR AR AL A 4 R my v,
BR L R A AR R AT VEIRYE . T B R R R A A e AT
A, FEFATHRMET, A RS 2R HAT T Mo 8 40 B AT o5 He A7)
FIAR| JE e FEHE K,

£ NGS B R A R - R A2, #iF AR B EE A
MR, 28 . SR E SR AHTRIEHRERIETZEN
K¥E, NAHERRE (BEERRTERKE. 48 R TEHE)
WERERAHTRELH . o B/ LENERELRRE
(R EHRED THEER, NEFBM T ARAZEFHITHZ
B2 4 /4



1.2 W 7 Xl &

X E &% PR A R/ TR Bl Y DNA Bt cDNA Fr &yt
B XEFREFREE, FEANELXEMERE., XEREK
AANER, XERERNTZAEENRT LK K EE PCR
By XERFBEANN T RABEERRTEHERKESE. FiF
AR RFESEMNFF e ErRSF R, BRABKES TS FLE
MFER, wFEHTHEMAE, FigANFEERTI &
WRERBIFEES 7 E. LT BN R E T H R E
BB S5 HATRIE

SCJE | - B X B8 2 B OZ E DNA Fr B 7 o i B2 0 7 82 5k
BLXFINR—BAARITHFEY, el TN FEENZAEW
W & NIV -0 gm s KOS B RN R Rl A A, LT
PCR ¥ #5475, #EFF . £5] (XHH) 77 %,
EARF B ZXFY, B4R AT R AR R 5 R, An e Sk AT LA
AW TR, WA UERRFIEELRFRIP. #1FAFEA
5 A B AT A B, T 70 4 Bl v R R RN = B oK, R R
BaES5t. PR ARREFBRNEH IR LS E, IHTEFN
AL BAR AW TR R AL E R R, T .

1.3 U 7 B 2L 152 B

E wr e R F - & AR A B e 7 7 ik, BAE R e R A
ERAWFE . WA RN FRETFE2ENT, UEAE
MK E. REBFAMGEEN, EFEezlFEEZR, FHELTH
W DNA T AN EZRK., TEWNFEE., SATHIE., W5k
TR LR A, XU ZRLTHNELERTEFE AR

0 —



71 RN/ KR e A R AW LR K&

H i AR ARYE BT A I 7T &, B8 e B S B aE AR X
FRE#ATEE, FEENNEEFEXRETE, FHAKE
BT E4E . B iE ASARYE B AN AL, 2l 7 X
RN BJF P RAE S [ 5 8 I 7 B BB ORI P
AT, FiFAMEILATERERE IR 5T 7 E R EENN
Fr AR I R E

o TR AR f 3 VF BT, 7R B L R B R R R BA AR R T
HAMFREL 2R ENFRE; LFEERHANFREXRE, 0/
8 7448 (R 4 reads #0) . 1R Z 5 W& it & I 7 809 = TR
EEZEHNFRE.

A RAZHRA —BEEFI & — M m v H R
HII R A B 7 & B 1R By 7 R 1, FT R A i B
HEFWHERIB SR, MEZRGE, 717 AN F 5L
B & #EAT A6

1.4 EW11E B 4T

HIE AR AW E S F A ATIRER T BWIDK, BT EW
EME B F a T B AR SR 7 R FiR AL £ R F
AMTATERERE R R ER 7%, RIENF RS 247, A3
R EWERAELS TIEE . EMERF 2 MRENMERFN, €
BFE—SREARBNLR, RA, ZHREEZR, CEELR
DL 4847 LA fe 2 A0 R B9 3 A B & (B A0 13 B e 7 3
EH, RENTELS, RROTAECFEEAFIMALF



FIIE M 7%, UWRIEHBZREENERFINMERT ZH,
EMBERFANMNELREEAAAEREFEXNE R,

ENERFASNT—REAFEENRTHETALE | 23E TR
JaE . & R A A R . AR AR I 2 A A A AR & B R R 2k
A Ay E R, HF RE R R AT IRAETAE TR
HEURF =77 e MERFITEMNENEYELRENZH,

141 ZHEMAE: FiF AN THASTREFEA R RE
REAETAE SR, HAE X (40 FASTQ % X X ) M E& ki
B5H, wEMIEREREENESSH. GC &2 UK T
KED A%, H#IFHEFREME (Base Call Quality, 01 &
Q E&4) WIBE. B# A & LI H 20y fF 65 A T = 18 19w K
Bt R FE ATk, AR BEE A TR Rk B AR TE

142 #HEH TR FE: #iFAMEHE BAM  (Sequence
Alignment/Map) A& kT R IH KA, FNHFAEKESEAT
BEURHA R ER AN RREZXTE. BRESFF I 9L TR
B, wHRHRFT, bR T ARSE

143 RESA: REFRAS T RMAERKE, Fi5A
RN T B R A R AR AE - BA A T [B] 5 [ 2k AL i 354 v LA
A 7€ 5 B A A B s AR B AR

144 REFER: ¥iF AN RS A R 0N o 66 v 1 A
LB e PR AR R v B B T k3 AR TR R TRAR R

1.5 At % (ntd D

WAEF R~ R B &, T FE—SRG~ 5 EEeEF



WA Rk T, EEYE R MR FER 2 ZH e, N
Z A R G —E, HIF AR 4R % 5 B A R E
F B 5T 0k

1.6NGS #EWFH. TEEF (WwiEA)

T 7 R & AT G R M 4 R, ZDUF1E AR
BERMEFONTLE, REME., EFEARFTEURFFERLL
B EETR.

1.7 36/ B8 FE R R (i A

W R RN FERFEREE AL/ NHHEEHATER
ERBRE ML, TR A TR B A A EE
AL M AR B R R LB, A/ AEBIEERA . EANE.
AT, mEREREREEG T ES,

2.F B MBI AT

AT M B o ik L AE 1 T — TR O REE N 7 A, LE
e G R DA R AT w1 6 TR X B aEAT . B W R
EERAEFATFIINEX, SIRNESFEL B R FME XN

k

P
S
4%

2.1 AT R A AR EEK
FOEAM ARG TIFEE TR AT AR E KA R
RERE . R\ @ TR &, FAFE L LERKELFME
F R BN R R T R E AR K Y e R B LXK, R
A XA R A DL 2O DL X By A B X, A TR Ak
R EMEME R AR, X, Fla: RN g £
13—



THRUfREFEN. AL EE, NEFERRT AR AN E
FAr&. REEKERS,

LB AR R B R AR G A U SE R AR SR B ke AR B AR, e RRF
AR B GE YRR, R B & AR I R AR e R A K
HI &%,

2.2 EHMHE

22.1 BAKER

EHEAE A NEE AN EZ B —B K. ¥TET
NGS M7 EEreN, #8538 Lttt 7 A bi, wzRn
JPEFE A T T By vk, PR RO A M AR . AR TR A U Y
Mretair, EREAT L AEREELT AT RRE T CEH
VR RAEARBESREN 2.1 2 AT 8 Al B AR B KD,

HTHEMEREAURREREERE LT R, NEERET FM
N TFERER, BT HEAANG L T LR LR T A(TH 0
FRE (FELXREEEAZRN), TUEAEAERRENS
EYRBREAEGERENFERATHR. dTIERMERNE R,
EHEITE G A AT e R AW R BE S I KA AR X
8 AT o

VR AT R AR R ORE I R AR R R S G A I R E B
e RAEA, DA R I SR AR K 7 70 & R A I Fo & o 73 P 1
K BB M ke R AR, W B A AL Wy O AR 5 P TRUEA R &
— 3, RS MMIE KA A, A DU A e R AR % X3
oA R A E R R B R TR I BRRE A B A 2K 4 i AR AR B RE R T



A .

WAE RV T kA a7 R R R R R N2 R 4 At
H[HM &% (Positive Percent Agreement, PPA). [H & & %
(Negative Percent Agreement, NPA). [H M T 1E (Positive
Predictive Value, PPV), BN HEHNEMHFRAWNE 7, Wi
%HB % A% (Single Nucleotide Variant, SNV), fH A . 4%
7, A X 3 5 B (e B RLUR . & B £ AN B TR e X 380,
2 AT % PPA. NPA %,

x| ERMEITHAE

it 7
S84
FE M ] 1
\ i2RES A B A+B
1o M 77
B 2 C D C+D
)84 A+C B+D A+B+C+D

& 1E: PPA #if A (EFEMEE RSO BUL (A+C). NPA # 14

D (EFMERE) Bl (B+D), X B3+ 57 5 A4 (E 7 Jo iz & 5 T 3%

BLA, TRABRTRMAERMK BRI (k& 2), RI\EFFILIT
B &R R R A LR I JRAE & & 5+ PPA. NPA %,
2 ERRMEITE A

%t A
%4
PR FE
RE 4 A B A+B
A6 77 FE C D C+D
T0 RL 2 B TG 3 L A E F E+F
<84 A+C+E B+D+F N




R2uE: ERURR T TN EI TR EWNE 2 Wz - A (B
+ F) / NUROS%HNME X E. b, KT FEHELE R 8 T A
BAMNEE/(A+C+E) ff & R P LN AR LH L F/(B+D
+ F) o WiE AR IR R T R BT AR 5 Y A /N BT B AT R R B IR
BEAEH (N=A+B+C+D+E+F) . BiE AR TR & R T 3% 5L 45 7~
HERBAH#RTHN, EERSQ TN ERLRERSERATER, WHELE
HEERTERANEFENE,

222 5% o

&ARF, BEREMEEESFT BN EE R HIEE, #
FEBVR T M L RN A, R A& KM 5% ik B A
RS B SK TS F & e 2T R4 & R A I 51 T 34 b
T A BRI

2.3 fo il R

B 7 ] % B s KA M PR (Limit of Detection, LoD) |,
B ) 70 A0 B 8- 3170 R 284 W 45 R T B XA . A TRUER L i
GHEMT R RAET LoD, tnRE M A TR AWAER (A
A, FEFTRAANECLERLE, #HERMNR.

I LoD BYFF % o bz 72 A IE IR 58 3o & 4 Ao o € By BF K
KA T#AT, #%, LoD EXA 2 M R EZ It ERF Y, &t
T, F] AR LA U B & IR AT D 95% Y H A A A R B
AFRI TR BTN S YRR FRAA EFAFW
LoD A, & Z it H A 85 7 g il X 3850 B F e & 2 R B e
LoD, NGS # Ml 77 i =] DL By ] £ A 2k A R K 1], AL R &K

16 —
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FEWIR B R AR B RR EE A KA R A 7 AT RO
4 FER RNEL)

ﬁ%ﬂ?AﬁﬁﬁEﬁ%ﬁaAﬁﬁgiiFéﬁ 2 o
B e B R e ny B B X8 & 7 R A A0 7 4 & AT b A

%ouﬁﬁé@MW@MW@,uﬁﬁ@ﬁm&ﬁ&o

2.5 AT

AT 4R S M R T A R VT AR N B TR A A S EE . AR
V& TER 1 A0 PR R T, — LU W R M SN IR A T A

B R R B AR X 75 e o] 6 2 F P e W 1 BB R A e
A XRRL (hn [B] R X 33 B 2 1] o b 2K AL i 38 XORORE 27D
AR, T AR E R, EEARAN R XIT S
R o= 0 TR D= 2 RS AN o SN TS~ € A = R
MR, A, REEm A GBS ASERRELEK
DNA # B 7 T X THA IT BF 7. B, M TR

SCRRL H % AL T A [B] R X S H AT IR A
2.6 17 5
BRERREEZIE AR NEARCERERN I F AW
MR A AR R A T AT RN (A E#1E R, TF#%E
1, TRRN AL, TRNES) , ALZRRLNFTEZENT R
KR, FIEAMTEERAEAREFANEEE, L8405 #R
& A ] X 3 F A 7 KA e E . B AN BE WA 3 A
BB 77 R I X g AR IR B ATV

M REFEAAMER LMW EEZFHZHAT TN, @FET
47—

T
a7

&
A
&
Al
o



[RFARMNE AR, FEANBE . FAEEAE . KA K.
T U R B A R 1F 5

Mok, B AE AN RSN B R A E IR UL T, R AT B AR
U AE AR ] SO R I A 9 B B A M DLIR AR U 25 R . IR AR
R B AN A W AP A A U DI T AR R 2 AU 2 E o A EEAT AR
&, BMIRE TR E R TR E W 2o

2.7 R R R RE LA R (o )

FiRAFRXAMAAAT R RO EREANRRRE, &
R ATCW B R AT AR 77 ik, R SR RAE VE B A B RN e X
P S R AR HEAT A U B9 R B XS 2 B R B R (IR R F A A
AN E L D HAT R, REEAE A EARFE AT LR
HEREERAATEA L, NAIEATRFAINEE S K,
FHBRE BN ENZ B RN TR R, SRR AR,
HIEAFRE WA R oK a R A R RE L AR
e BEAE KB T F

2.8 #k AP (k)

NGS eIl # ¥ @A, Higm, NEfmit, &8s
M AL, HOE AT A A ROR Z B R E B AT R

2.9 £ A TR E AN TA R (WE D

Bl REAR, BRABENEEMAT TSI L ET B S
E TR AER, TUEASAEMERRENEHFI LR
(u: SNV, A, shk. SMERE) it HNAMAEDNF AT
Ao FIF AT RAREREHCRIEFZNENUFEARKF &
g —



A, W EMSATREHATA AR, X LHIECHNFEF S F )
PR NI T T ERE K. FEEER, REFATE
BREGFER, A ENEMFEATRBE A RIESFHGT
AN -

2.10 £ A,

A I E PR B, WIE AR KA RHREAR, WA THEK
P A\ BB 2k BB HE, PR T A0 U T vk DU TR B 0 A B A
FEAG M 2| By 7 7 R A R AL An Roax 2B X3 W AR P dm A I T R
wH—# e, WEERIEEERR. & /E 2 A 5E A H % X 5
S A U PE RE o A R A U B R R X 3 Ry — B 49 e DA 7 9 EL

“REIA B MEREEME, NN ZKEFE RN EIRE. mEH, &
HARMIDRKER” m A2 REARN KA,

IR A IIE T AR o, W IE A RLIT BT R AR I K IR 1F UL I
R E . Blm, BT RegHREE—PRS MR NIEATRERTF,
IEERERENRNXSE SRR ELRER. T RELE
D IBAT Jo = A5 T AR A e I B Y DX 3, T R dm SR

HAR e BT e, @I R e R ERE R R A AT B
B B A B RO R WA B, AR RA R ALK R A0
o 77 R FE L, W OF AR AR AR P ROR A R A
TEHIE KA %,

=. AR

WEWNF (High-throughput sequencing) : X T — Rl JF
# A (Next-generation sequencing) , ¥ L—KMEXE T H &%

|

N
7

>
;/\



BR o F #AT K AAE-FAT I T

SEFHANF: XM EMEFA Ty 2 MREHTN T,
BUsEan i i 2 B R  EFH A FF A E — /N DNA 4 T I B 2l s fm
—/-DNA o+ T ZERH, HZEIFHT,

MEW & (de novo sequencing) : BN R &1 T 7] B 40 e &
FHASH 7| MLt F 75 &, TWEBXNZAN 5o 5 FHHE
DNA #ATM 7, ABH A EYERF T AN THLFH AT H 5
fudH 2, WMKEZEFNEAN 2TV RESZNA R K.

KENERAGHR: K IEF AN HERIATERDESR, I
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