B4 1

AREME xR T E RN EHF ( S@EENFZE )
M B EMBEARTERES R

A 35T RN B A4 T UE A B F AT BEE A8 kB A R
S ATV RE TR VE AT B AR FOR R R, B BTt R F R T
TATEM ERARAEAFIRRESF,

AN 35 T R U R At xd g AR oK AL B AR WA AR 4 AT HE RE VR I Y
—EX, FEANKEFENEAFEREELTNEZSGE
A, & 1ER, &FERERE G AN FRE, HFRES &
T ELARE M RS VE AT B AR R Y A AT T S A A A

RIgF ENEXM FFAfEEA RN FEX T, B A
A BT RO AT BT, N AME A A AR AT, R A
G i RAR R EAE SR E AT ik, ] LR AL, (B 5 B E 4 [E] B
B, #ANERFEEMEIATIAL, 147408 5T R R B
TR, ABRA TR A EEAE R EAW R R TE A AT RN,

RIgF RN EERATEAAATER R U G il AT
il € 1Y, B8 & = AAATVE R BT &, LR FRA T &R,
A T8 T R NAE R 9 2 3 B AT R R

—. EHEHE

AR 38 T R U P A B AR Ok R AR WA AR o AT HE BB R A £ B
Ei#ETFTEEENF Chigh-throughput sequencing) B T — 1%

o



JF (next generation sequencing, NGS) , X # & A FAT N F
(massively parallel sequencing, MPS) , 4 4 | A {4 42 27 ik 63
TR EEAERE R, ATRIKAERRLH NGS E&
JRATHBELCITAEAH S TRWN, G085 <EHW
DNA/RNA AT 7, DL K5 RF 8 e R 597 A8 Rk B9 2 & 5+ o
FEEARTRAAFEERE. HA, ik, AEEH. # 1K
REETXNEARE,

T NGS M 5 FEHE ey s~ ¥ (In Vitro Diagnosis, 1VD)
WM R U T PR FEARRE . ABMRE. BRERELL
B O OER &, WFfmERA . Folta. &R RA fad g,
TR B U R A M AR R FlE, FEFRA 4
BEFHH D, EERBRXIRIT—EHLHEE, MRE >
0 W BRI IR R R FATHW . S TENMNTE, FEAFE
GAFRRITRIEREXRETI N ENTEZTNRETFNERT
oo FI AR E, LA, HFREF R ETNEI A &, HiEAFE
A A E g A BB AT 28 R B K 1 R BV L VAR . DUER
fodftr, T EREEEE, NGS # Il F~ & ik it fr TERE
FHEMEZRHATRIFEERNAE, BHlHEAFEE L
A KA I BEFE AT

AN R ETRE = R g TaMAExX
R B IR, AFELH R HEATHIL. NGS £ FE &KX &I
KHERTRAFEEARE, ERE NGS AN A FRKKEA
FRAEMEME R IE AR ELLTE . NGS il py 2. N F iz .

P



BEIN . ERBEEL T ENHEL

A8 TR R R KU SR P A R e R R B R
R RMmBRGREWENER, #FFANMULEENF AN+
o, RAEARFEFRN TRECIENN L, 0% RE
KEE AN EEE, FIE AT XA L NN ERERE S
il HEEERTENELTREAHAT O 2K, 836N
PR, Al ON R MR R E TR, B R e i 4
ERFERAEZR,

A FENERTHTEREIMFRAABXGTTERLE
M. AT R RN ER T 2L FRN. EaEEANF.
MR . B DNA &, RNA B0 5. kB R A R £
AHEAFNTF. REENG RN, &R (amf R FE
¥, E T mH 5 R AR

— . NGS &8N

(—) ZRFH

ZRAFABETEAFES RS L. Fad. FRETLaN
MLE . RS RN E TN UK E R & ETEANBEN L.

o IE AR T XTI R — AR A3 1 R B A R B, B A
HEFAA %, FNEERHE. RNRTAARERT LR, @
KB U A B AR R A AR DARCHR 2 2R AL By A M5 BRI
fEFn R A o AL R e A U A IR T . Bl e B E 1R Y e
2, HERALDRFHASFEHARAZ R CEHRANLASRE
FAERBEHEARAN . & E&BFEM.



4 IVD A — BN, B3 AR B 5 X 8 B TR
HA A A M B, P i B TIUEA R K B R v A U R e A U
MRE LR FAn s R E R B R A, Fig AFEEEH T
R BEAT BB RAG A (Pl am a1 ) DLRCE Fh A 90 49 47 R 12 0 Y
. BRI X T RZ G, Rl a5t 522 & i R I LH
REo RN 6T Xy aerce, NN MER., &
FIUE B G B TE XN B3 A . 8 1 R B B9 ik T T R F R,
EEU%W%E&%%?&EE MR HIFAFEILEKAMAAA

R ERURET KRR THE E ., BV EIFE AT

Hj#z’;kijﬂg XERE. WF., £ MEXRTEEREERNS
. X ERERFFEKE. BEIRF R EME (Base Call Quality
scores) . UK /EH A Reads #. Al FRE (wE L FEL
BHE) | FeEmENFEEMFHNFEREEEZERNRE (%) %,

oI AR AR A A0 N R AR W AT v B A2 7 XU (Standard
Operating Procedure, SOP), *f NGS # A # il] & 1T 12 1,5 o £ A<
WA, CEFE. WNF. HELN. ERREFIEHATH
R EMERFANM T AHACRBEELE T, CFELTF
WAl EMAEBENAE IR, AR EFERANS Y, Bk
B (fltm: WEFRURE =77) UREESLK. BHUFTIEH
RERITHFENT AR E L. RARKHE 6

(=) EZRAFEGH T A

NGS w2 + EEFEHFAREAE, CEME. N7,
BEMN. ERRES.

4



1LEAREAE (WEA)

FEAW A T AR R RIEAF AR BT fE 52 KBk B & R AE WY
KRBT, Hig ANTFRRXY BHEARE LA M KA ZE RN
PR, R AREAE A BEARZH RN ZR R B
M E B RS F

2.5C & RO 5

I FF S B A 2 B i AR P BT AN £ B A e i AR
TR, EEWM. RO, SEXWH. REMEATTER. 749,
WA, BRS%; WwAFFEABTHATNEZRME, FiFARLXN
M7 R LR A2 T AR ; SRR 2 EERAT R R
REPERIT 78 o FF X i - 72 Ak B OB Ak i #E4T U E fe e LA BRI\ L AF 6
FREEK, HENMEFTIZNEETE, 0k Hig AN £ &
BATRE, Bied & — A BB AN 7 RIR, RASNE T AN E
b SRR REAE AT B E R TR, R R iR AN £ B R
MEE e AR B B R AR B R A RE AR & £ B R M
RV 2 ARCHE o AR 2% A R B9 B 2 AR AR A B TG i AR A
8 Bg (Deoxyribonuclease,DNase) Fu4% 4% £ B B (Ribonuclease,
RNase) 77 %,

3.EWME B AT B AR EE K

NGS ¥ 2 iR AR s £ 118 B F A2 — A 7 LL 4 4w &
WAl FAlta, RRPRAMERERES, AHSEFIIRE,
TERERATNEFETAAENERIZREHNE %, LK,
RARYE = b ik it KRR Ao T B3 B A B B9 IR £ A, 4o

5



WRBEEER, EWFIEARKHEENHEEL . HEEX
A RN TR, EFURS BRI, ERRRIESE K
s

4.5 % qm B

A8 5F d 2 URE e M R AR M DA BOAS U ME BT TR o &
EM@mZ—. 5F M ANAFERALE. FlELE, REFR
PO t8 . FiE AN WIFESEIAESE G RE. £H
FEIREFRERFTRIE, FRESF S HELENNERE T
57 J7 ik B9 K8 B ROV 4 BT IR R KR

EARE KT

4.1 TS & R PEE RS &

411 fHM S % &

BRERET, A2 E RN SEFEHFFRZHEENEFE
WA, HEEEETFT NGS HANTRNEIKER £,
9 IE AR 4 A T i TUEA R i L e R B DU R R R 2R AL 4 R R AT 4t
XA R R IR T

T HHAAEHEOM A AWNER, R FRZRERSF

A, 2 DUR i PR A 220 L R 52 BB AR BR 1 4 0B 1 9 R At
NTEAAEEIEREX B EREXER, LFENRE

MR, HE AR m RO B X E R XA REAE A TR B &

FRE, REME, TRrABONERN AR R &E, @FFFN

LY, TEEHEERREF,

5



%m&m%%%m#%%ﬁ&%%%tﬁ%i@ﬁ%ﬁ&z%%
ESNV %) , WmiBAMAKEMER A G DNA i FR%.

TRRTIZTFNERFERREME, REGCEHREN A
AREUEFARBEIFRENEKE. HESFRWREILAKEN
BT KA AT, FFRAAEZ . Fig AEIRITE
V5% m A — I F R NIR S F ey ik & XA TR, R
8RR HE

4.1.2 e U iE &
ﬁﬁ%k#ﬁ%aﬁ&&ﬁJ HFHATREZEAN G NTE,
BIEZR R (W) | SCEME., WFAEREST. HarlE

Ve B A U A A 1 AR Rl R R T A — B

4.2 FHE S & KA A% o

(R 5 2 5 BCPF I B & 2 DU IE & e R B AR Y 3 6400 2K
WA, MABALEHE B KB E R AR,

A3R/EESF &

BRESZmRERZRTSFZEMAESE @,

4.4 PCR A7 LR Fi#Z % (No Template Control, NTC)
(4n3E D

HIE AR AR3E B AR @ R R IR E NTC FUaE @ Bode U 82 X AT
7, HNAN AR RS F AT SR

(=) 224 2 T ZRARNARZRGGAF TR A

NGS Ml 2 —MEF#WIT(EmE, CERSMIFRES

_7_



MRk —ME, XTEANMENERIE S, FiFARNEIHFE
o WU B 4 A F B AT . SO AT NGS & /M8 1ERAZ B9 1 B R 3L
HAT-ANHTNRIE. EFREAFTELARNE N RELR
B, WhxGFarEmENERBEEFGRELESHNRE.

LGS KRR REMEANE, g RERAAE. &
FAAE. REEH., RERRARES, REHTWIRE, BT
1 R B & A JR AT R B B TD B R A B K

2EEEFTZL. RNBRENG, X8 (WwHF R K
WA RN AW E R, BEBIRE . FIMIRATIRE. A
B M = % B (deoxy-ribonucleotide triphosphate, dNTP) ¥ Z .
fHE FRES%.

BHBF WA AR S BN IRA, NI ZLER D E/
BURBHAT TR MR TR, WEFENRTEZRENR,
RE. KE. AERTEMES, BRKE. dERLN 7 % BHEE
PR F RN EE; R 7N 7 % a5 (E PR T B2 B A% % iR

(Y¥9) 7P A I A5 T4

AR ITFEERBRT G EERM B AEE, EFTZRRN
KRAELZ7TAEEZFRERE S EBENENITN 3547 4 MR gk
Bt A EN S A& i R R, & RIUEF &, EH &%
6 & AT AT M EEAT 20 R 2= 7= & A ) B BRI R & AT
MIBT R P BE B E YR 2R, EAE BRI R Tk AIEARE. &
B8 . AT AT F VR TR

g



R NEH N NGS e FH R EXF ERkfn M
RE.36 A 7 B0 - AT [ 12

1.NGS # ¥ i 12

o 77k b, RSB AT R A B R (U B, VAR
RAD o BRI 7 RFAREFFALRRITAR LR, FTE
T NGS #a &N &, NZ#EAEHFITR. EXE M
MAgEATRERE (WEEE. RERES) WARK. #x
FILFEFRANSNXE, BEEXEMETRRA, wRXEHNN
FRBAGFERRERER (i NER=RES) , R 2
FEH I LA B RN K. BB, A7 & it B 45 Ful 3w
a5 o BR A ] RE v SR AP AL M BRI T

1.1 B AH &

HE AT B R B XA I 9 B AR R AR A N B R RO, A
BRI AR R AT ERTE . F TR E A AR A& FH AN AR
A, EHATRMET, FA G H M AT T M. FR 8 20 B AT & H A
TIRB|E AN ERNER,

£ NGS MR Wt L LB &, #iF AR B & A
MERRER . 28 . SN ESRAHTRIEFRERIETEN
RK¥E, NAHESRE (BEELRTERKE . 48 L 2EH)
HRRERFHATREES ., W) BIELEHEREL R R E
(R ERED TRHEER, NEFBM BT ARAEFHITHZ
T



1.2 M 7 > & | &

X &R R R/ B B DNA 2 cDNA R Byt
B XEFREFRFEE, FEANBEIXEMERE., XEREK
AANER, XERE®RNT&BFEENRT LA ALEE PCR
By XERFBEANN T RAEERRTEHERKESE, ¥iF
AR R FESEMNFFErErRSFE, BRABKES TS FE
MPFER, wFEHTHEMAE, #iF ANFEERTI A&
WREREAFTEES FE. HET BN E T Y R E
BB S 5 #HAT RE

SCJE ) & 0 < 25 B2 78 DNA 7 EX Y 70 o 3 2000 7 4 %,
BELFINR—BAARITHFY, el TN FEENZANEW
ME AN TP E . s RO ey 559520, T
PCR ¥ #5457, 277 . &5 (W) FH %, e
EARF B EXFY, B4R AT R AE R 3R, An e Sk 7T LA
RBEIWFR, B UEERFIERELR TS M. #1F5AEHA
5B B AT AN B, T 70 4 e il i R Y U E B K, R R
BmESFN. F1E ANREARNEHEATEHE, FNEN
AL BAR AW TR R AL E R R, T .

1.3 7 B A 352 B

B wr e AR F & Ba AR T 7k, SR AR
ERAMWFE . WA RN FREFE2ENT, UL E S
MAE. REFARMEEHEN, ETE2HFEZR, FAETH
W DNA ANEEK, TERWNFEE. BATHE., M FEKHm
TR RER A A XL Z R LD ELERTEFANE

0 —



71 RN K IE e F A R AR AR A E,

o E A\ R AR IE BT A VI TR &, S B A1 B S 4k g AR R
FREFATEE, FAEENNEEFEXRETE, FHAKE
BTN . i AR B E ARG I, 2l 7 X
RN B P RAE S [ 5 88 N 7 B BB 3 B ORI P
HEF, FiFAMRILATERERE LR EER 7 E EEENN
Fr it A2 I

o AR VR B, a0 7 A SO R R R R R R A AR 4R T
MR E L2 m RN FRE; LFERANMFRELRE, w/E
&I 7 #9E (JR 46 reads #0 . IR Z 50y & it & M 7 4048 K = T
EEZ RN FRE,

AR RA —BEAFIFBEEF ML RNEER
HEAE . TR FF & B8 B I 7 e 4 1, ] R0 A A 1 B
TEFWBIRAR G E, REZRG, ¥iF AN F/ A&
B B & AT WA

1.4 249116 &5 047

FiE AN EMERFANMRNER TENIDK, BT EH
EE BRF AR ARER 7 R ¥iF ANEL ENE RS

RAREWEFRME S TR, £0ERF o MREN ERFN, @
BEHE—SREARGENLR. BA, ZHTEER, GFETR
T WA ES N A mERE B8 F R FE R
EH, RENTAELS, BRSO TRECFEELFIMALF



FIMTRM 7k, URIEHBZREEWERFANERT EHN.
EMBERFANMNELREEAAAEREFEXNE R,

EWE RFAN — R EEEARTHEMLE . HE TR
JaE . & R A A R . AR AR IR 2 A A A AR & B R R 2k
Ak AyfE R, HF RE R R IRAETE TR RE
HEURFE =77 MERFIEMNENEYERRENTH,

1.4.1 FEMAE: #3F AL RHE TR EE RN ELER
RAFETAE ST, 23 (0 FASTQ # X X)) R a4 i
B5¥, wEMIAREFTEENEF 2. GC 22 ULFF
KM E, AN 7w E R EE (Base Call Quality, w1 fi €14
QER4) WBIME ., BH# A & 5L 57 AN 1 69 & T 218 89 & 1K
Bath. wmXRAHEMTTE, MIRERT TR EEKE.

142 #HFE A R FRE: #iE AR ME BAM  (Sequence
Alignment/Map) & R B KRR, & F ALHES BT
HEURHA R EZRABNREEZRE. BRESHTFH HEEFR
¥, WAHRHRTI, PR ERAZFIRSE,

143 REHH: RE\ER/RS-STRMAEFR KRR, FiFA
BLAR A T B R A Bk B AR . BA #8325 1) 2k &Y 3547 v A
BH| RS2 B 7R A i (KB AT

144 AR @ig AR5 5N R 8 N 89 3 g8 1 15 A
DUR I PR AR R VE R B D e 1T A 1B R RAR 3B

1.5 AR (i A

MEFR” ST &, TR FE—LRG-a TEaETF



WA kT, EEYE R MR FER 223 e, N
ZH R R R e —# e, HIF AR R B B A K
JH R 5 R

16NGS H#EWFe. FwE#t=F (WwiE A

T 7 R & AT G R M 4 R . ZDUF1E AR
RGP ONZLE, REME., EFEARFTEURTFERLL
B EFRA

1.7 N 3EIABHEE EN A (i F)D

RN T EREEEB A EIAHREEHATER
ERERARE ML, iR A TR EA N AR E A
A P A B BB, AREIAEBIEERA . N E.
MAS, WERERERREER FEF,

2.F BB A5 AT

AT Ve BE ok L 4 1 A — 2 TR M RE R A, DL
e T R LU R AT R @ 6 T2 X BT B E W R
ELCHAERITFIINER, BRNELFES EEWRFME XN
2.1 AT RE B AR E E K
HiF AN TGS TR TR A E R KA R
EHRE. REF AR E, FARAXNCEREEERMEL
SR, RN E RSN E AR IERE XX, B4
A X3y A . X LU P R DA B RS Y R T X3, A TR A8k
AWK EMEME KA SN KB, Flan: R0 g £ A

T

t}*‘*

><%\,
3



TRMNFHEFN . SRR ESE, NEFENRT AR ANHE
HArB. REFEXES,

BT RE R FAE R AR 5 A RE R E AE Sk B Il SR BE AR, I R AR
AR B GE YRR, #R B & AR G R ARG R A K
HIE %,

2.2 ERH M

221 BAKEX

BT AANE S HeNEZ B — 2, ¥TET
NGS W FREZEHAN, BT 5E YRk, RN
P B 2 W A B T v, TR AR AR A A . AR B A A
MredEtr, ERMER RN BEREELT AT RRAIE (B
WA REARERENL 2.1 AT A BEALEER),

HTEREREABURRERRERAERT R, N4 EETFM
E, ATEFEE, H 7T #EHNEE LR LR AN E (T8930
FRE (FELRRGEAZFENR), TUEAEAERRENS
EYMFREABEGENEARTHAR. T TIRARERNET R,
M E A E R ETIE R AT REIES 5 KA AR X
HY 38 7 o

VR AT R AR R RN I R AR R R B A I E AT E B
e R BF A, LABEAR lfm SRAR X 7 70 8 e A ) Fo 3R & o AR 1 O
9n K R0 BB M e KA RS, W A L E Wy AR 5 R TR R i
— 3. WRAEENIE AR R, N LUE A e KA X X
T A AR L WA e R AR A KA A AR REA T

4 —



HAR .

WAB A1 J7 vk Fo 3t 7 vk o BT R R R AR N 48 R 4 Bt
& A 4% (Positive Percent Agreement, PPA). FAM &A=
( Negative Percent Agreement, NPA). FHM T 1E (Positive
Predictive Value, PPV), BN FEHEHRAWE F, i
B8 % A (Single Nucleotide Variant, SNV). f& X\ . &#%
S, A 7 X BGE B (e B RR .S E 2 SR E A E B X B,
4Bt & PPA. NPA %4,

= 1 ERMITER A

Xt H 77 ik
S84
FE & K ES
FE M A B A+B
o M 77 %
PR 1 C D C+D
IS8 A+C B+D A+B+C+D

F17E: PPAIEITE A (EFEMEEZERE0 B (A+C). NPA # it ¥
D (EFHMELEEH) Rl (B+D), X i+ 8 5 A4 1 o j A 5 sk
R&, TNERTRNEERNE R (k& 2), REFEEFAFLIT

HEMT LR D K IERMAE<ET 7 PPA, NPA %,

2 2 ERRMET A

Xt H vk
%4
FE 4 PR
FE M A B A+B
o M 7 & FE 1 C D C+D
TC L B B TG 3R L & E F E+F
B A+C+E B+D+F N




F2uE: EHUAA T TN EATRLENE 2 L ZHE G A (E
+ F) I N R 9B%ey X MERF XA, b, R4 FE LR W T &
LB EEI(A+C+E) FifAlSE Ry LR & s L p % F/(B+D
+ F) o WIE AR TG AL A B AR R Y /N BT R AT U T B R AR
AL (NSA+B+C+D+E+F) . HiF A B A TR & 5 70 80 b 2 7
EREHFHATHN, EEXS AN ERTRERGERWAER, whiEE
FEERTERINENLE,

2.2.2 5% s R £

&RF, BEREMEEESF BN EE K HIEE, &
FEEB R T M RN WA, R A& KB 5% d ik B A
P HHE K FAMESF @ £ AT R A A 6 R U & T34 M

2.3 fa i R

BF 7] 5 % o S XA MR (Limit of Detection, LoD) , ¥
BF T AR R 25 B T R A I 4 R R B X AR vE . A TIUEA L & |
G EME R EAET LoD, wEAMA TRAWELR (i b
FA),, FEFRIAANELEANE, #HERNR,

A LoD HYFF % o L 72 H A IE IR 58 3 = 4 Au ) E B BF AR
RAET#AT, BE, LoD EXRA xR ZIHHERE, £l
T, F] AR LA M E & 3R AT D 95% Ay P 4G A R B
KPR ERLRNE ., YFENERFRET G EFTREH
LoD &, 35 B it 5 A Bl oy 7 2 0 X 3250 B P ey & A& R R A
LoD. NGS # il 77 7 ¥ LL B Bf A0l 2 A ok B R A A, [ 0k R 8

15 —



MR E MARYE A B R A R AR A 7 R AT RAE

2.4 = gk Ol £ 4D

MANT 2N REXBH R E MK EEEERE R
BB A RRENERXE. TR RE T I & HATRIEH
o WEZ MR NITAE, REFNFERTE,

2.5 4 HT 4 ¢ 1

AT M R AT AR A W B T AR R RE T R
¥ THA A 3 o = S i v, — BB R R R M AR M A BT 3 A
38 XORRL B A X 4 ¥ R 2 Xt 7R b AL I B8 R A R

A KRR (e ] I DX 38, R A T Am At 2k A i 38 XURORL T 7))
AR R IR, AT EBRMEESE R, EEATARRE X ITH
R HE A EE B F 25BN F, AT 5 BB A M SR B
VR, B, MEEF o ®ESFERSIFEARA R
DNA REU77 & AN TR FITRAR . o, R TR
SCRRL W % AL £ T A 5] VR X 3 AT VR A

2.6 15 % E

W 55 AT 95 £ B R e 1 R AE B B A AR (/L 335 A4S ) e (8 I T
MR AD) AR R A T AT (i A E#1E R, TF#E
&0, TEENKE, TENES) , AFRLNFEEZNE R
ER. HIHEAMIPGEE R ARLANEETE, 2350405 #H
& B A I X St e AR R 2k A ey A B . B R AR R B IE 9 A
B G T ik R R X AR AR I AT

M REFEAAMER LN EEZHRZHAT N, @FET

17—



[REAN L AR, FEANSE . AEERAE . SRR
o U K # A A R

AN, HiE AR RS ERE E A E W E LT, R EEAT FARR
7| £ A8 [8] BAR LB M 47 B9 B AR WU AR A U 4 R . BB A
A B A A A A U X3 T B AR R R AU R B 4 Al AT R
&, LRGN A BT AL E A .

2.1 R M 5 R R XA LR AT (amiE D

FHEAFRRABAARR” @M EREANERRE, &
VE A TCW R AT AR 7 vk, AR R R VE AR A U R R Ame R
BB AE AR AT M E R Z B E¥ AR (E¥EEHS
SN A Ed A #HATARN, REENHFERGREAAFEATER
HIWREE R HATER L, NAAFERTRANERZSNK,
FEHFR A FNEN L S SN THME, L L AR,
HiE AFREWAT XX AR EL F R R RT LA H
R HEAE KB H M

28 ok @M (k)

NGS ®te |1 & @50, Hitm, NEMHHE, &80
rEXT ML, HiE AT EMKZ A ET EBITHR,

2.9 £ ATIRAZ M REAN R R (A

Vil RER AR EN AT AR LT 2B =

KW RAER, TUEREFEMERKRENEHFIER
(dm: SNV, #EA. Sk, EMEF%F) BT ENMZRF IR
ARo HiE AT KA R R IEF E WA RS FE
_ 18



A, W EMSATREHATA AR, X LHHE N FE S F R
AR E IR AT AT R E . FEER, REFAT
BREMFEREAR, RRENEMFFATRIBEEMERIESHT T
AN T IE Y 6

2.10 A

A I PR B, Wi ARR R R A, WA THEX
N A\ BBk Ok B HE, TR A U T vk DA TR By E B R
FE A 2| By 7 7 At R A Am R ax 2B D3 W AR om A I TR R
w— 3, WFEERIESERR. & E % A 55 A E X B
AR e R U P e o 2 R AR Ao U B B X sy — B 4 e DA R o A
TReR B R, MR ZKFERE AR ERE, wEF, &
HARMIDRKE R w2 REARNKE,

FERIT AR e 1 AR B, W IF AR TG R B R A U K RCE UL 4
MR B B2, BT ReeHmEHE —NHL AN BNIESTREIETF,
TEEREAENENRBEINHELERER. BT RELE 0
W 3ZAT & AR VE T AR AR e U 2 By DX 8k, T Rz SE 4 4

HAR T BT e, @i R e R E R R A AT S
B B B RO W R W E B, E KRR RA KA R A0
ol 7 R F O, FOF A Y AR e R A KR R R
T EH KA %,

=. ARERRE

#EEWF (High-throughput sequencing) : X T — Rl 5
#F A (Next-generation sequencing) , ¥ ML— kM4 H H £ &

19 —
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L F HAT KA TAT I

AEFAWNF: FEMFEMEFRL FHLTREHTITF,
BlsEdpe W s B EFAF 7N E — A DNA 2 T #EE R
— /- DNA 7T T H, HEMFHT,

ML F (de novo sequencing) = B AR & T 1 B 40 0y
HHSFZFo 7o E R, MEENE ey aEFHHE
DNA #ATMF, REFAREWELEF TEN THFF#ATH &
fo sk, NMHEEFZERANLFIREEN AR B,

KENEFAGHEM: FEF AN AEBIETEIER, 3F
W EFBLERAFSREAEMER, wEE. RiEEFEf
WoE A R ARE, BB A D R R R AR, M
T 15 B\ 1 K A AL 48 B AR

TREE: TRAFNAERARERA S WG, HE7T
ANTREANFERUTFAR T FALERE,

TRAE: TREFAERABFTHERME,

JR% reads #: 2@ mBEENFE, WF THLIEL reads

FERWNFEE (WEIFERESF) : X PCREA%E
R EE A
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