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Fp 9 AR S PR R ABAL AR A o £ — SRS 5 S, P 91 A2 AR S i ) SR AR B B O% o £ — 2
SRt T R, 2 M2 IR S T 2 IR AL S R, EA R TR A
DGR R DNA o £ — BE S 7 S HF  TO A0 22 A% HF R B 3 I 2 JIRIRNA L £ — BB S 7 S
TR 2 BRI ) 2 A R REAT MU P, LA 2 22 A I B o £ SRS T R
ik P WA WP IS B 25 7 51 8] 1) P B 22 5 o #E — S SIS SRR, 12057k
BE— D AFE AL NGO T A K Fr 91 22 57 e N 2 P 22 A% IR 10 e 910 A2 A (1) 2 RUBE
BNI> TIPSR HE AR S E B S22 575 (1) 381 22 57t IR S VR A G 1 i 1 22 BB A
RIFEAT 3 81 s /B (1 1) P 0 22 5 S BLAE PRI R EK) 201 FP o AE — B8 SC T S 7R 47781
Z 5 MIHERAAES 5 537 3 L 18] K AN R 45 s 1) 2 /D B AR ACIR 2 A F IR H v, 1y 51l 22
S48 5 R N AL P RN ANIR] 201 r o A SRS T S S S BT RS R 3 1 IR SO
AR S AR 3" S, 91 22 5 40045 58 9 H BILAE PR ANR] 1 7377

[0007] £ 55— T30, A AT AR SR T 555 B8 2 Fh 2 F IR I A% BRAT dh 1Y) J° 51 A2 4
K7k, ZMERFRT M2 EFRAAS WM i, %0750 () ME2 R 2
HIRT I ME L RUIE R Z MR 2T BEMIPR S HIRAES 3537 I (7] H
AR (0) §71 () MR Z TR AT N ZZHIR ; (o) Ky 1 2R UL
PO 2 R BBV 2 IR B S AES B A/ B3 S Al i — AN ERE AN BT R
(d) XF BY YT 2 R E R BEAT MR, LA A2 22 AN P 3 B s (o) 25 58 TN PP e B 5 25 2% 2 471 2 1]
P B2 53 5 LA K (F) 24y 51 22 S5t t BILLE 28 /D PR RIS ) (0 B D) 22 A% IR PP i K e 97 22 5 1)
SE NP AR o AE— B85 7 S0, 2 (D) Fr a2 3 M BUE B A AR ml i 2D PERR R 2
RHE IR s (1) EXUEER N 701 (¥ P9 2% B _E #0508 B P A1 22 57t 5 ML/B (1 1) J7 810 22 5t B
£ A FR RIS AE A I I S ) 2 AR K AT 3 B R i i3t — 25 M BURE 1 51122 57 )
NP FVARAR AL — S ) S, Z MR S AR IR A ST =, 8
RAE 2 I AL T IR A S IR NSRS AL o AE — LS T ZeHh , R A AR R BRAL IR 2
AV AE—LeSE T SR, S 7 A1 e R U S AR L L X T T R 6 R A A
SNt T S, S 7 SR B A S ST S MU BRI T 2R F RS 2
ZMEZ TR 2T RIS U3 Waks’ i A3 b D IR AR — S b, @
RLAE ALR A B B S VR SRS B SC LY 1 o A SESE T R I EAE AEIRIR 2 A IR
S WISV G S SRS AL — S SE T b T R AR TR A2
B R R S Y1 S SR S BERD G Wi 8 L AME 5 AN 6 4 e AR e
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AR o AE BB T S AR E BRI R OL TS G A H IR A S My b IR o A S St
Jr S 27 R P BB AR TN 2 BT REAT E AR ORI 2 A% IR A 1 Rl
B2 FE B A% IR o £ LU ST SR, 2 ) D BRAE e T AE TS e o E — SRS T
L R K S E IR RE b o A S ST S L R A PRV A LV VR A A A
T o AE— LB S 7 S, B B 5 R A o AE — RS SR, R R AR R S AR E A
B (FFPE) F i o 75— 22 5Ll 7 S o, 1207 ik — 20 B0 4 5 T )5 20 ROk 2 W AT e st
IRTT IR 32 o AL — SRSt TT S, e 51 AR 1A A D R A AR A o fE — S8 S5 SR, P 4
AR R 5 P AE 1) SRR B BUAR G o A — S ST S8, 2R 2R H IR B 5 eI 2 IR . 42
BT S, TOAH A 2 A IR L A R DNA B 1423 1 o ) AR R AR A B B P
=K.

[0008] £ 55— 5Tl A AT AR T ONR S T SE BRI A SO AR AR D5 k1 5
2 K RBIRE IS (a) 2R IR, Horp 2 0 2 R 1R 2 R A Sl R B
5" S AI3” g (K] A 2 A% BRI T I AN ) 42 25 (b) RS PN (K36 — 514, Ko 55—
SIYEE Fr SIA S P AN Z 18] Fr A0 AN 5 48 PP 51 e S A% S 1 2522 5 (o) B35 Fr AIBRY
51, e gl B 5B 2 8] 1 A AME 5 RS Y SR BAN T S AN
R P AFAER P B R 5 2858 5 LA K (d) A 58— SI AN SR — 51 aE A L~ £ 9 6 1 22
REIR 5 Al s Frh 4L PP 51 b FP SIARY S i 5 e F1IBA T S 2 18] FR) FE B 9 75nt BCEE /N o 42
ety L - SRS AR SIN 195 MK R BIC, B SIS AE R SIBIST Y
FPAID, JF ELAEY ™18 e B2 rp (0 28— 350 BRI IR] , Fr S CANFP ZIDEIAS 55 P> B 22 b 22 BB A

(00091 £ 55— J5 i, AN T A SR AL T — Bl TR IR S AR I R 5, R A (a) 1HE
BLs 2T SN LC B T o 1 X R b 3 AT A I S B2 ) P K (b) 3718 R 48, 1% 9 1
A GUME N F K R i B A BEAT AL IR Y 4G B N, F i S BB AR DL R P R
(1) 1 FHEE R R 2 R 2 IR P (A 2 L IRIME LB R E MR IR 2 IR, e 2
P2 IR I EEA 2 L IR AT R A5 A3 B s (1) REIERRBERE AR A K (111) £
R R R R BMR S HIR, LAY N 2R HR P AESRG) 5 Gi) 2
BB B 2 A% IR 5 (o) WP R0, %y R 407 £ 3 88 RS9 11 2 H IR I
BEH, %8 Wy BE S 225 17 81 181 81 22 5 -t AR B A AN TR i) 22 20 T A
IR ZRLE BRI Fr 51 22 57 458 D9 PP SRR s LA R (d) ity AR s » 1240 ot A2 s [l #0S0E
AR, ez B R AR R BRI 4G R o A S SRR S R

[0010] & 55— U5t A AT RO T — b B S AR B T B L AT B 5T AR A —
BN AN AL R AR AT I S A U 7 SRR R IR T3 92, TS i) D5 A4 « (a) MOR T b
BEAT AN S ML AR 2 A K 5 (b) Wi B T2 A 5K A ity BCEL 00 BEAT X IR I 1 S oz, L
PG BRGNP (1) i FDERRMER 2 A 2 A% H IR M 2R H IR, DUE R Z
FIRIRZ AL IR » Foh 2 Fh 2 A% 1R T 1R 2 X IR AL E R AT A5 A3 s (1) Ks
BB AR s A B (111) FERDERR B R 7 BRI, DU I 2 H IR H
FAER IR (1) 5 (i1) Z 2B B 2 5K (o) AT 6L T B BRI P 224 - ()
PRI SN R I G K 2 A E IR A TN B E (1) 258 WP S 255 e 81 2 T8 (1 7 51
ZESt s LA S (111) H Y IUAE B A AN R 32 mO ) 2 A0 PR RRIAIR 22 4% 0 R v 1) P 91 22 St P 8 9 Fe
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FIARAR ;s LA L% (d) 2B R & Py S AR A IR AS U 45 SR 4 25

(00111 #E55—J5 Tl AR TF AR SR 7 555 B8 2 Fh 2 F IR I A% BRAT dh 1) 7 51 A2 4
K7k, ZMEREFRT M2 EFRAAS WM i, %5 %k (@) Birid e iz
RH IR T AR 2R H BRI LUB E FIIAR 2R  BEFPIRIR 2 HIRAES 3 137 i
ZIE AR (b) R BE AR ; (o) BN S8 1 (2) IR Z AL HIR , UL 2R 971
K2R : () By M 2RI (o) X B VI 2 A% R BEAT I, DA77 A4 2 AN
BEH (F) %5 M PPt iS5 255 Fr 51 Z 8K P 51 22 53t 5 LA (g) AE L R 0L R 7 51 22 7t
SERNFHNAM : (1) FEXVFERIN 2> T B P ok B LR e B PP 22 57 s (1) 5741 22 et AR
RGBT ) 2 AR 3o 40 b s (111) 247 51 22 7 AE 2= /D P RN R K B ) 2
R IR I S R 7 51 22 S RO PP B4R s A/ 8% (iv) e 91 22 5 R BLAE AP AS R 20 3
2 P B 22 e I IUAE B D S 53 S 2 TA) T RS AS [ #2222 /0 R IAIR 2 4% IR
I, K P 8 72 e 4 5 9 HE BLAE PRS2

[0012]  #E55—J5 i, A AT AR SR 7 555 B8 2 Fh 2 F IR I A BRAT dh 1Y) 7 51 A2 4
K7k, ZMEREFRT M ZZEFRAAS WM3 i, 1% %04 (@) Birid 2 iz
PR T AR 2R EH R LB R 2R  BEFPIRIR 2 HIRAES 3 137 i
ZIREA R (b) ROERREE R (o) M —Rhe 2 Fh 51909 1 (2) IR 2 IR LA™ A
PIE 2R IR , &R 51 Wil L P A EAME 5 AN R BB SRS R AR AL s (d) R S 2%
HIRTY VI () X BY DI 2 FIRHEAT Iy, UL A2 2 NP3 (6) 2858 My e i 5 2%
Fe A Z T8I PP 5 22 57 5 L % (@) AEBL N AR D0 IR P 51 22 57t R 9 PP B AR A - (1) ZEXUEE R
TP BE LA B FP A 22 5% 5 (1) PP 22 53 BRI I iR A I S 1 A i) 22 SR A1) S
AR aIe s A/ E (1) 7802 53 M BE A ASE 1 70 7o Herb 2 p 51 22 7 B B A
5" %t 537 i 18] FE2 F I AN R 45 s F) 25 /0 P R IR 20 A% IR I S g 1 22 5 4 5 O HE LA
PRIANTE 7357 o

[0013]  fE—J5 i, ANJT N A SR 148 W E 2 R 2 IR AL BR A i K PP B A AR 1Y
Jiik, ZMEERP WM ZZERAAS M3 i, 1256 ) K2 M2 &R
IR 2 2 BRIME LI 2 FIIR 2 IR, Horh 2 Rk 2 IR 1 45 3 SR 2 4%
HIRAA AT LRGP (b) 371 () FIMIR 2L IR , DU 42 My 3810 2 %
MR, HrP iz 2 My 2 H IR 1 2R — I I 2 R R AL 2 My I 2 H IR 10 2R 3 4
ZRHERUEEEG I EAILS B IS b i/ 83" bt 5 AF 1751 (o) X 2 Rhd g 2
R IR B S AT I, DL AR XS BT 58— 9 I 2 IR A2 T I 2 RN 2
AT B DA B (d) 4 4B B2 — 37 38 22 AP IRON SR 97 188 2 A% 1R 10 00 B B o
PP 8 72 6 5 A 00 P e B S 00 38 6 1 510 22 S 4 5 9 P B AR AR

[0014]  #E— LB 7 S, (a) A RRE AN 22 A% BRI AL I8 1 S 45 g SE B o A — SE Sty
R 1 (b) AT E BRI AR o £ SRS SRR, R AL IRAE (b) Z AT B
FE— BT R, ZRIRIRZIZFIRAE (b) Z AT AR AL &

[0015]  FE—dbsjifi )y S, () HHIMLEIRHIE T 2R T RIES ZEZ M2 ZHR T
M2 HIRINS 53 Il 5 I A3 o — 1K) 20 K o

[0016] 25ty S, (b) FIR IR AL FIRY K8 I HAT 88 B 005 TEIK 2R & i
KL AE B85 SR, (b) R EPREIPR 2 A% IR 1S AR R Y 1Y RCA) o £E— LESL T
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Frh, (o) R I ARE IR Z RS DI S BEAL 51 R 338 S SR S ) o 78— S8 St
T, MRS S LA E 5 A/B3 b AR S [ B 41 o AE — SRS it 5
H, (b) Y AR (IR 2 2 R A D18 & BEAR R e Ve S I ¥ 1 R RO &) o 75— L&
ST S AR AR | 51 Pl S AN S R AR ) 2 AN R

[0017]  FE—SesSTjify b, R R & R MBI N WEH 2 A (o) BT . £ — 1L
St 7 R, O VR D AR B AE (o) B R 2 BT AT B SRS IR AR ) 2 R B
Hy Wy s E— el 2 Fl 2 %1

[0018]  FE—uLsiifi /7 RHh, 2RI 2R & R 2 LT IR 78— LSt 7 Brp, 7 51148
PR AL R 2 A 1 o A — LSt 7 S, B oK E 32 B FE i o A — e S R
BE S LTS PR 2R | LV Ve Y08« 4 R A TR o 7 — S S 7 e b, R L bR o AE —
S St 7 SEHR BE B B AR R ARIE E A G ALY (FFPE) B i o 72— Se St 7 8, 2
ZHRRA S LM AL TR  AE—Le S0t 7 R, Todi i 2 1% 1 R A % TR A MIDNA . 75—
He S 7T R, AN 2 A% H IR S o 4HIRNA L 7E — SeSE i T Bh , AR 2 M E R A
TEI IR DNA o £ — LS 77 R, TRA MG 22 1% 1 R B0 25 T 24 JHBIRNA

[0019]  #E—2Lszjiiy R, 78 (d) H, Z AR Y P Z R HIERE B — P W2 1
PR 1R 22 /1250 %6 (1) I 5 B ORI R B 58 9 38 2 R H R 1R 22 /1250 96 () I 3 132 B A B 453000 7 45
R ARG DU 21 6 2 51 22 55 0 5 R I B AR A

[0020]  7E—TJ5TH, AN TF N AR T 45 8 6 5 2 F 2 A% R IR AL (1 77 1A A4 1)
Tk, ZMEZERTP M2 TR EAS W3 I, Bk 72045 (@) B2 fh 2 1R
H AR Z A% T BRI LR 3 2 IR 2 A% R, Hop Z2 MRR 2 IR 45 2 IR 2
ZEBR AR ENEE T (b) 51 () IR Z TR, L= 2 Ry 0 2 %
TR (o) ¥y M 2 RSV, U= A B VI 2 88, A8 D)) 2% BR1ES v fl/
83w B — AN B AN B s (d) R BY I 2 AX R BT B e AT I, LA A 2 AN
JPEHL s DL K (o) 245 41 22 53 tH BRAE X BT 28 — B 1) 22 A% 7 R 040 U 7 13 BRI S B T 5 — 81
I 2 A% B 1 W 5 B A B 443000 P 45 B A I 1) ) 2 1) 22 S 4 5 R I A8 44

[0021]  7E—2eSTjfi R, (a) W B AR 2 5% 1 R PR Akl Tk % 2 g S o F — LS S it 7
ZH TR (b) 200 B B i o 7E — SE St T R, RIMLI 2 T IRTE (b) 1 B B4 i -
FE—L5t 77 R, ZFIR Z TR (b) Z AT R AL 3

[0022]  fF—uesjii 7 =, () RIML BG4 T2 R HRES EL2ME TR
[ Z LTRGBS BmEks I A3 o & D IR

[0023]  7E—uesjii /7 R, (b) K IRR 2 A% T R W i B A 5 B s ) R A
SR AE— LS 7 e, (b) R IROIR 2 R AFE R 1 (RCA)  7E— L5
Zh, (o) R I AREEIR 2 RS DI S BEAL 51 PR 338 S SR S ) o 78— S8 St
A, ARSI RS E LA H 5 A/B3 b AR R[] B 41 o AE — SRS it %
i, (b) Y LR E R 2 A% F IR 7 A & FEAR R S M S 38 S NVR B -

[0024]  FE—uesujii 7 R, fE AR E LML MMEBT I 2 B R 3= & T .
1E— S5ty R, 1Z 5k DA FEE TR (D) W 2 it T & S0 1%, 7R VIR £ 7%
HERPY = h & S — Fhak 2 FiE 2 A% IR - 78— 28T 77 =2, (o) BT U s iy
W Z A% IR E I8 75 AR AE — St 7 2, (o) B DI HE A9 M 2 % IR A T
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R DI o
[0025]  7E—uEsiiif /7 b, 2R 2 R & B 2 AL IR 78— LSt 7 Brp, 7 5148
P2 AL R 2 A 1 o A — LSt 7 SR, R = oK E 32 B FE i o A — e S R
BE S LTS PR ZEA | IV P Y08 4 2R A TR o 7 — S S 7 b, R L bR e o AE—
S St 7 ZEHR BE B B AR R ARIE E A i ALY (FFPE) B i o 72— 26 st 7 8, 2
ZHRRA S LM AL TR  AE—Le S0t 7 R, Todi i 2 1% 1 R A 5% TR A MIDNA . 75—
He S 7T R, AN 2 A% H IR S o 4H IRNA L 7E —Se STt T b, AR S M E R A
TEI IR DNA o £ — LS 77 2, TRA MG 22 1% 1 R A0 25 T 24 BT RNA
[0026] 7SSy R, 7E (o) 1, Z T IA ARG Y P A 2 HITER B 55— B V) 2 1
PR 1 22 /1250 %6 (1) I B ORI R B 58 BT DI 2 A% BRI 22 /50 %6 1 Il 3 S A s, K 5
TR BT RS I 21 0 7 51 22 3 40 5 R 7 H AR 1

FIIFHFAN
[0027]  AUa B 45 B $ K 0 B R~ & FURD & R R i sl i 5] IR AN AR ST, R
Q1) A5 530 e L B b b i R AN B H R ) & R B R R S 5 T RN

B [E135¢ BR

[0028] A< B )T RIURFALE AE BT B BUR ZE R A5 b BEAT 7 R AR i 3
A B Jer B0 5 P 2 St 75 S A0 AR R (1 P A B FL R R 3R
DU AR S 1 8, AEB B o

[0029] P14t 7 ARIEA 2 IT N BT RN — A St 7 22 1075 T B R DNABE AL , IF ¥
NS L BTk 70 2k DA R SR AR R 57 4 5140 DA R SR 5l L ANTP S i 55, 45 R 2R TR AT 1
(RCA) , LA SR ARDNA ({5112 “ 44" (14 22 Bk A (1940 22 TRAAT) o 0 2 IR AR 3R AT A 2 A 45 ol
FH SR ELAMEE » R 5 V8 N7 43¢ 7 ARG S I P SC 2 o B I 2 (56 FH B vHE AR SR 13 £ BT 45 SC 8
M HR A =AM AN S I AR (B an 2R 74%) (FnDNA (“1E%7 DNA) , A0 35 Il B ik
[RINDNA, BL R A 35 A2 3 8 AU P A7 A6 TR i 2 A F IR HH ) 0 S8” SR 7 SR AR I 22 SR AR
FRIDNA 7 25057 WL ARAZ 1 2 A48 DL A7 AR (AR T A48 58 J3 S AR PR RO AT fE

[0030]  P2ffiz: 15 B 1 SALL SN, (BN IN 1 #7457 DA it 2R BRI . I 218 TR T
FEARFF L S AL o

[0031]  E3ZUFIEI2, Y M M 1 1 7 514

[0032]  [¥|4A-ACHEZ: | 5L HEE (ss) DNARITE BAR 5 B = AN St 7 58 - ETHHE , HLEEDNA
(ssDNA) FERA 1745 1 IR 00 T 3L, TR B) K 05 Sefifides 1 4745 3 X0 8 A i JeR s ) 7 466 P
AT L T S IR (FERE— 3 ZE SR 1 P A1) IF Hor Lt — 25 B4 5 P T3 7 4438
DAt P i 4230 PR AR SR IR

[0033]  K5HiiZ: 1 aE (56 F “70 - EH LA SR BEDNA R Py i 8 45 () b 3230 DL, 1o Ry
SE U ML ST 77 56 o

[0034]  P|6AROBAEZ: 1 1 FHAZ IR (1 B PA S AN AT $2 7 HO I AT 56

[0035]  P7TA-TCHZ: T 51T HE RCA) S ML) = FPAN[F] J7 3o I TAR R 1 48 b 71k
S TN TR ) R B 2 DR B e A7 10 5 Y o S0 3 I B B e 21 I TR 22 1 {iE
FIREAL 5| P AT 22 ALY 3G (WGA) K38 &K Fr A B b 37 510377 38, S8 Ja 2 A B A A ox

HZH LU FAAA T
(EROENEN D ESE R

13
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BATAEYE B350 1k B TCHE 2 1 /R - I g e 7 51 i s L, Xt S BUR R
FEEEARR G

[0036]  [&IH%: T R 48 St 77 S HEAT AUBEDNATI L A 1 , (145 I S B B 1 1 6y sz )
[0037]  WE|9A-9DFAL: T 2 Fh FH T S B B AMEE A B LA AL i 2200 7 10 7 8 . B 9A S 22 T
EERIBE ML 51 A, B 5 3 AT 42 . IR OBHE Ly 1A FHBEEE (%) 11 42 1 51 K, SR B )5 1E 47 0%
e EOCH 2 1 I M 0O L o AR B AN R B A, A4S AR I e sE B
AR BR (BN Z5-FR S5 40) o 751 82 3] 22 A OR BB, 219 Ui 25 iy B AE EOAMEE R 514 . I 9D SR
T I SCARE AL 51 )R S B 56— B A ik

[0038] P10 R 1 AR 4 S it /7 2RI PCR T ¥ , 1% 7 Y0 A FH A8 58 7 271 1 BAAAR P B o Bsf 405 1t
S E [ ) X g1 W) (WA BT BInAE AN J7 8] _ESE R EAS AL TR 3 3 1) 54
W A ) L (R A E 2 DA UL IR 7 41 0 PR 2 0% R B (1) I 57 o 7F — e si
Jiti 77 ZEH S TETE 22 AR i, A5 I 2 5 A 2 SRR 1 9 10 7 R L 271 1 B v 1) 22 SR,
W, SRR S IRAREE AT % 5 1 T DA — DB R R NE R, DL R R AN 1 1
T

[0039]  EE11A-11DH#%: 7 —Asitiys &2, b 51 B2B) 5145 “i% 7t (touch up) ”PCR
IR — A AR KR T = (W) B9 3G AR X A B LT I R AN S
0 5 — SIS R R A A8 OR BB BT Sk) , 28 a5 iisie @ FH 5107 45 & S i (5
AT s B WO T) , HoAR 5 R GG 5 51 4258 o 75— RSl 7 b, 55— 5 PCRIE I
IR JOPIRTERR (B 11A) , (E 15 R R Ve 7 214 & o ARIRIE AT P2 AR S Fh K BE I PCRAZ4)
BFER =) (BI11B) AE D EFIR 2 G, FHEnB KR 158 R T84 514 (B4 16350
(1) 4258 (F110) s W BT » TEASEAR 1 A bty ] LI 6 248, T PN B 45 & IUAS KA e o [T U, AH
EE T SRR B2 AN AN S A 338, 58 vyl B AR PR A 85 R AN R T 77 A A 1 4 (B 11D) &
[0040] &I 12ARI12BH 2 T W9 FlAS [H) (00 00 /3 SC e R 4 7 v - Bl 1208 T Tllumina®
Nexteratf i il 85 R 4800 S, 183 1% F 48 v DNATE B — D 3R ep [R5 7 Bk 3 F I e 42
Fhric. i 12BR 7 , 38 it R 7 A R A 22 AR B AK , RS 1) PR o 0 42 - (490 ot {6
FHKAPA BiosystemsHJiF &) H3E4TPCRY 38 . m {8 F HoAth 7y vk,

[0041] P 13A-CIeft T 55T (B2B) 51k i 545Gt PCR 5147 ¥ v A . 1) 7 5 £ 35 1 I
TN AEGHIPCR B BE T (£2) ¥4 514 (i Sk , AFIB) B T #E 5 F1 00 3 i) [X 5k , % X 3k Al i 2 28
AR (R R ) |, IF HUE A8 E £ /D MEE60 ML XS (bp) » AT 77 4E Z1100bp i) $i &
75 (footprint) « fEIZ KR, B2BGI¥E 1T () ¥ 5190 B T 4857 51 1 — M BN B2B 5 4 THI
A R B 7 ), AT VAR E S (2800 T 2512bp . 10bp . 5bpE 5 /D) AR FEB2B 5| #4
£, AR ) R 728 AT A F-28-50bp 2 [8] « ToiR A X T2kt B BE (K13A) JFA{KDNA (K] 13B)
WY =) (B130) , TR ECR, i B FEA B n ge i M gtk i 51 mss &, ©
HF G B E R Mk, B 13CHTR , B2BS I P tH- i3k vl T X 0 ANF 2 % IR I 6 )7
FI (R R RIRFZTERL”)

[0042] P& 147~ H 1 AR it 7 S 10 72 AR TR I3 270 A8 A IR ASEAR (1 O v (9, A6 R BR
WAL TR 7B 7 91 5=t 77 70) o #EDNA% AN AR 4y s sDNA , il 1 3 B2 11 304k, IF Hadid
AU IR T 1 R 5 i A P10 () DNA & 38 3t 7 B2 PCR (PCR) B i ADNA R 5 #{ L DNA & %
AR E R, WSR2 D 2980 % B IEH 0% K PR ALDNAZE AL, LU AE 4 2 il , S8 )5 FH 6
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BLEI Y APhi 2058 & B i AT 4 L R 20 38 (WGA) o ZEALWGA= 4, 724 Fr Bk (19 s i
AL BE) 298I T 29400bp i B o 3B I qPCR, LL AR [H] £ 11 5 25 2L K 4HDNA 5 9 1
DNASK B 2P HEDNAF H #E2 (on—target rate) , B Won- T ELR N e kKT 4195% o
[0043]  PE15A-15C~ 7 A FEB2BE| 9 1h 1y it — 20 it 77 =, DA R 76 B8 v i B 1 5
JEPCRIAT “ BT 28 i B B2B 51 W0 &5 A 7 F1R5 S X 38 CRL R 28) A 21 7 21 (20 A
TERARAI EE—B BOR KT, SEARARR Ve 7 5108 K BIBIAR DL = A2 W) 46 544, 3 HPCR™=4)
TAHRIRER (BI15A) AER T I EE 9 P B, SRR e Ve 28 S AT 42 1 7 91 2 A8
T BT R BEAR R T A AT, BRI T O Se  AR RE  RR L (B 15B) o FEANR
THREA GG DL T 5 R FHEEAR A 7 1 7 20 1 A 83 VT 38 m sk (g b 451 (1 15C, 752) &
[0044]  PE167x H 1 J8 e $EAR I3 5 VEAS U ) 1 e s AR I AI%) 2 1] (Y LL G i A
777 A% Q305 2%, BLR (RERZR) S AN SR (THTLR) 72K 4 1 HEOoA AR AR A AN [F]
ZAZFR (B0, @i AR Rz ok % e) BB 52 57 % N LRI 41DNA (12878, Coriell
Institute) F BtfL2100-200bp, 4 HIH AL 5544 © AISNP (CYP2C19) 1 5 [KI 41 DNA (19240,
Coriell Institute) J2%# A\ (spike—in) . B IEHIZR(E S (b B HTIEE) RIHE & T
st (B KB o B IR e as (R 7, SR E]) s e fE PR R E2 290 1.

[0045] K177 T B A A TF N B T ERE 2 IR BEAR (2% .0.2% F10.02%) H LA
ANF T BARIRZR 3B N ) 7 51 AR A I, 2 A8 AT 2 2 v 175 S

[0046] PR 18AFA18BIRN HH 1 AR F PN 25 1) S itk 5 S8 1) 32 2 003 R0 Hp B 26 1) 73 B &

[0047] 197 tH T ARG A A T P 25 1) SIS it 7 2 10 77 32 v &5 A5 25t DR A0 236 1) O B R i 22 1)
TR R

[0048]  [E|207~ 1 AR it 77 ZE A /N A it R P B AR A4 1) &

[0049] 217t T ARAEARHE I T 77 FE AR ZERAEPIMAN R 2 42 H 1R _E H LT 51 22 7 (1)
LT SRAF A 218 AR W 425 TR w4 v i S P s 48

[0050] P 22984tk IR H BRI ZH I GC & & 0 A 5 AR 3 AR 20 T N 5 1) SE it 7 S8 73277 A=
I 745 R CRA TN T 7e) AE R B AR 7 30 e A 2 1l ) & il e 45 3R (Rubicon,
Rubicon Genomics s H) FU0SCHR R IE ) 32ng TEAHBEDNA (cfDNA) () HIGCH & 43 i 2 [B] Y]
Eesin] I8

[0051] PR 234 Ht 1 75 HY AR FI S it 77 S 1 7 3 1) I 45 SR 45 (40 i AN DNAR K /N3 A 11
K,

[0052]  PE|244 4t 1o ik AR 4 St 77 SR BE ML 51 R 7100 2 AN BRI 38 214 S8 1
[0053]  EE|25ARN25B R tH T FEI A I OL T T U A 7 508 2 ) 2% 5 TR 2 584K
(RSt 58« ZAZ R (U2 AZ IR i BRI MIDNA) 56 i B A S E R AR i 2 TR K
23 A F T AR AR A JF N 2 I S0t 7 56 X 0 MO 225 IR (FEA SO kR “H shbr
257) AEEI25ATT N, 2 1% IR I Y- i A B R RS AEEI26BH, 2 RIS — A
WM AR T B ERES  ZGETEZE R U — PS5 R F Y8 G
I 2 PP AT, @ FENL G (R 1) (AT S — Fh e A
B S S ER 51T, A8 22 TR AR g 18

[0054] P26 5 H T 25 FE R S G128 4k « 2 TR (9] G c FDNA B Al 2 4% T2 H B
AR EE ARAVE T IEEN (a8 PR AERRIE, WKAPA BiosystemsPiifIE) - 0f
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PAN 78 FH N 38 RIS IE (U) B i 28044 DNA, DL S DNASRT A $& iy 22 75 7K1 (1l in 22 29 850k T
£120ng) o FFRLIN 7 5 AR B “ B Rom o 2MIEH 5SS AT DL B 7 PR s v s S 1)
B 7 (USER) KT 2 A DNARK A7 , 121 /2 JR 165 e DNAE S AL [ (UDG) AIDNARE JE A4 [~ 24 Ak iy
N UL ERBEV LTV A4 o B r= A Ak DL VE B SR DNA R Fr B K Sl AL ) =4 3 (191 G i
IEPCR, {8 &S 6 4217 U0 5140 o B0 T B AR ANAE 2 /b — i S 18 0 5 AT A e R ) 38
PRDNAER AN K BT REME S 38 o v LK 38 = 4lifk, , DABR 25 JEDNA Bt o

[0055]  [KI27A-2TE/m Y T K250 it RE I /s 1 AR AL  BEFRAF S M 34 51 0 B R 8 1
(R W5 R R L) HIUEY 18 (5 i PCR) #EAT JLANMEFR (9 in 2 /25, 1085 56 £2
AMIEIR) o PCRF=4t AT LA FAE 514, TR K 2 FARPCR™ 4 (1911, 2438 il JE 7R 28 — Bt
BEAGE) , DA AR LA AT 5 5 B A 2 TR o 28— BT 45 2 MG ER (511051015, 2088
BEZGIN) , 3+ BT HEE R T 2 BARTE BRI 38 1) 2% AR B s AR b AR P 1 Z R I 5 ik
WHRA kY T Relay Amp Seq)” , HonT DURE A H T IX AL B E (Bl a0/ NERH) o
[0056]  PE28A-28E/~ i T HF 2 H BRI B 77 75 0 AR ) M sz 5] . 78 B 28 A, XU 2
W R (] and sDNA) A8 P S B, SR Je BB AL (B i@ it Circligase H ¥ &%) LK
28BH, Z A% R (B QIDNA v B M R i A& 52 FHA AL CHE IR 1Y) B 6 R AR N 2237 o) LA 42
ENEBIE R G AR S A FE IR 7R R 28CHT , Z TR BE R S5 S FIA R AL (L SR 2 X
HE) B A B I () B A8 T, BN AR IR L . 7R 28D , A% R W K ity 12
HRARAL (AR 2 XEE) , omiE 2 B = Ao tE (TR TR A A 87 2 18] 1) B b
PEFIS ) [ fE 1 [ B A0 1, JEs Bk 2 i 1 IR Ak Gl 1745 1 7 4 2 A ) EL AR AR
b)) AR 28EH , H XUEE 2 A% TR AR M N BB T =X, IR 7 TR AAAE R IRb %0 FEE
A% AT TR V) A vty 17 e 5 hnils , AR 82

[0057] W29 " 1 FH T AR AR A &0 52 % 8 17 51K B9 38 R A 0 B TAE
TR, AR A S T I 2 IR

[0058] W30/t 1 FH TR AR A A1 52 % 8 7 5V AR AR B9 38 R A 0 B TAE
FEVETE, HARR R KT I D BRI & 2 AR -

[0059] PR 314RAL 7 FH T AR A8 A 1 P9 2810 7532 45 58 7 B AR AR (1) 7~ 481 T A i A2 10 W 22
TN o U “ERVE Z AL AT IR 40 MT” (1) 793, 43 W nl A 4E £ PCR (B 4%k = /N PCR  ddPCR) 5K
B PCR I PRAEH IR 1 & 4 (iR F) BA K825 741 (A shkrid) o R T AT
75 GEIEASAEN) 1007 55 4k B0 7 15 R 2 TR A CF) 4332, e A vl B 46
7 PCR (15 a5 - /NI R PCR ddPCR) 525 PCR B I BREF I FR 10 B 48 (i3RI F) DL Sty
FF 5 (SRS TEAD) 143 BT Bt BT S Bl 8 1) 4 38 (1 4nB2BY 18) (1) & 4 , LA A7 A BRAIE
BRI T H 53 M % E D B T S AR AR 4 e R IAE RPN R 2 A% IR (a0, BA A
A4z R 2R I E R

[0060] &322 MR st 5 S RGN

[0061] PRI 3375 HY 7 AR 48 S 451 P i 30 205 S5 AR 4 X 3 ) 78 76 . > 90 6 F4) #8082k 40k 78 s b
12018, >50 %6 i #E ] B 2 2L A > 5005 1 78 5

[0062]  [E|34AFA34B~ 1 7 1A 5 S B s ARV AS o

[0063]  WEI357~ Y 1 A 4 s A5 2 B A1 AR AR )

[0064]  [E|36A-36H/H 1 A B & SE i 77 SR IM AP 3R
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[0065]  [ISTARNSTBI R Y 1 452 A% IR 00 475 A4 2 A% HF IR A S 7 58

[0066] 387 HY 1 oK H AR SCH IR (1 2% TARURAE A SO R 281k

[0067] 397~ T os Bl B, Heh ZHRARIT 2 5 (shredding point) A& 7 5147
TIE 3t 2 ST NAHRIRIES ™ B (1 12

[0068]  [&407 i 1o Blos B, e A£G B R] e BB 51 A AR ) 2 kRS A3y 81l AT
AP A T ME— R 51 AR R RIS G A 32

(00691  [E41A-41CRH TonBln B, Ay 2 R H RN G P55 /3 g T4
JRBE KR o AE B4 LARR , IR AL (18 B A S AR s HAT 2 IR A B AR 1 (X)) 5 B L iz
AP A" ALK 1B, AR AR 2, IF H B GO 30 P 5 0 R 9 B AR, RN
KRR 2 B0 BUR SR AR (X)) JAEEI41CHT, 478 2 /PN AN F] 1 13 B 5K e
Ao D S ARTE] ) PP A1 22 3 (X7 ) ) S HH AR AR o AR AE 28 /D TS AN [o) 18 5 SR A 00 38 )
A 22 5t (15 Pl AN e e i o

B A

[0070] B 5 A Ui B, 15 WA S A FF ) — LE S5t 7 58 0 SISt K A 1 AR 3k AR i [ A 74
TP EVIA S A AR AR AR A A R TR 4 A N 2 DNA) R
A2 W, H 40, Sambrook fiGreen,Molecular Cloning:A Laboratory Manual, &5 VY Jik
(2012) ;Current Protocols in Molecular Biology £ %1 (F.M.Ausubel %) ;Methods
In Enzymology &%l (Academic Press,Inc.),PCR 2:A Practical Approach
(M.J.MacPherson,B.D.HamesfIG.R.Taylor4s& (1995)) ;HarlowflLane%s# (1988)
Antibodies,A Laboratory Manual,and Culture of Animal Cells:A Manual of Basic
Technique and Specialized Applications, Z6Jix (R.I.Freshney4w® (2010)) .

[0071] DR “297 Bl “R 297 48 0 AR S0 5 38 15 R N D3 BT i ) S A A W 52 1) iR 22
90 B P 5 0 2t R T2 A R AT ) A E Y, B R PR o A, 407 mT L2
FEARPE A IR S e , 76 LN BUOR T I FRAEZE N o B, “407 T DL R 4 8 AH I =ik 20 %
15109 AR5 %6 B IR 1 %6 [ o B, U H X T A R 80 12, %R E R LU 4
TEHUER — DM ER N G AES LA, EARIE 245 LAY o 7E A FR B FIAUR] 223K 45
IR FE B AL, B A BB A, 15 MR TE “27 ROAZ A% A &2 T8 ERE (5 1 AT #2532 1R 2230
FEL A

[0072]  RIE“ZHER U ER R ERT I IR MG HRR 2 v DL EHAE
1) AR R KRR (i EAZ R % T R B A% B R B R R & .
ZE R UL B AEE =440, 3F BT DAT AR 2 R sOR En i D se . LA T 2 2% 05
iR (4] A BIS i) i Sz < 35 PR Bl R DR B ) G b B AR 2 i [XC, 368 sk 32 48 2 T 0 %) 22 AT s (s
1) HMNE T N E 7 S FRNA (mRNA) LB IZRNA (¢RNA) L AZHEAARNA (rRNA) T PLRNA
(siRNA) \Ji & JERNA (shRNA) f/NRNA (miRNA) % . cDNAL 4 2 1% 1R 70 S 2 A% TR
JHREL B AT 27 A 70 25 BIDNA AT 27 81 8 70 25 IRNA L BR IR A 519« Z2 A% H R W] LA
A —ANEEZ MBI AZ R , 49 a0 F A0 A% T R AIAZ T BR AU . W SRAFAE , XIAZ R 25
M AT LAE R S 25 2 BT s JE R T AZ B BR 7 50T LA AE R ER 4. 4 T Wr . 2 1%
TR LLIE R & G gt — g, il an , i@ i S hn e 4 70 AR 8
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[0073] W, RiE 2 EHKR &1 AT VNIRRT RIBH AT IR Tl
TR X7 AEAE B/ B0 H R 7 Z1 s b — AN el 2 A0 e 7 B2 I DUR & - 1
W, R “FE P A R R AL IR B B AL IR T A B A AT DL B DR ) — 584, R R A
BLIAIZHDNA, cDNA , £ 55mRNA \miRNA . rRNAYE Y FURNA , 2555 o B 1 ) LA AE oK B A it T 4E 7 51
B RS g 38 S SL =4

[0074]  “FR77 R ABXAEMI RN, FEAZ I N, — AN ERE AN Z R E R KA LR i E &
1 2B AR E I AEAZ IR B 2 R Bl 25t 2 [A] [1) SUBBE 5 Th 45 B0 ARE 2 S B A vT DL i
Watson CrickBlHEEHCRT \Hoogs teinh& BRI BuAE T AME LU & HAth 5 714 7 77 =X
KA LI G ARTT DL B T OSURE A 45 A 1R 9 2R B T I 2 B B A IR ) = 2k 8l 2 2585 A
FRAT BB B AT R A A o 2438 IO AT DA B vz ik AR e i 2P B, 9 anPCRIV S 46 5 B
W UL IR EE X Z 2 R EE Y] . 55— F S HAMY S Z B 5SS — B 58 “HANT A7 .
R T 2 BRI TE Pl 887 218 2 % E RV E SR EE /), 128 & il 58 )
O R A% T TR e s P A 2 T) ) S B T 45 B AR

[0075]  “H A" BRI IR IE T L S I Watson—Crick s HAh AL G 2B R E 5 B —#%
BE 7 5 A BB e T BAME A 70 L RR AR IR 43 7 vl DL 28 %R 7 91 &L B (6]
i, Watson—CrickBsAE B T) (5 AL /170 b (B, 10 E5.6.7.8.9, 101733 450 %
60% .70% 80% .90% F100% H.4}) o “Te 4 HLAN AR ILIR 74U BT A SRR 5 5
TR T AR R B RS R R AT AR S WA ST I, A R E AN EIRER
£8.9.10.11.12.13.14.15.16.17.18.19.20.21.22.23.24.25.30.35.40.45.50 B 5 £
AMETFFRR I XI5 % /060 % .65% +70% . 75% 80 % +85% +90% 95 % 97 % 98 % .99 % 5§,
100% (1) B AMEFE , 8T8 7E 4% 25 0 T A8 I AMZ IR o 7 91 8] — 1, oy 1 VP4l B
Bt Ay DOE AT AR A 38 B b R AT I, B FEE AR T-Needl eman—WunschH32: (Z
WL, %40, EMBOSS Needletbt %f 28, o] Mwww.ebi.ac.uk/Tools/psa/emboss needle/
nucleotide.html3R4F , (E1EH B A BRIN I B) BLASTHE (0L, 940, BLASTEL X T2, 7]
Mblast.ncbi.nlm.nih.gov/Blast.cgi$ffs, Tk B A BRI\ % E) 803 Smith-Waterman
By (0, 00, EMBOSS Waterkl %f 28 , o] Mwww.ebi.ac.uk/Tools/psa/emboss water/
nucleotide . html3R1G AT EGEINKE) s BEE T DS A @ BER R A&
1S3 (BFEERIASED AT PG .

[0076]  JEH, FH T AR AC M) “PEAg SR AT R FRIXFER SF AT, FEZ KA T 5T 5 BAMOAZ IR
FE G HIRAZMEAR EA GIEREFHIIRAE 5 S5 AT 10 =2 Fe SR 1, I HLBE VF
Z R R EE , FP AR, 731 5 R R B e 0 e A R I B B R o £E T jssen (1993)
Laboratory Technniques In Biochemistry And Molecular Biology-Hybridization
With Nucleic Acid Probes (35—#F4y, 5 — %) “Overview of principles of
hybridization and the strategy of nucleic acid probe assay’ ,Elsevier,N.Y.H %
AR T 7% 25 A B B i 14 52 451

[0077]  FE—TJ5 1, AR ATFNAIEME T 88 5 2 M 2% H IR L BRI 7 210 22 7R 1)
Jivk, Z R ZE R PRI 2 FRREAS A3 b E— L F 0N iZ A EHE () B
ZMEHERT I MEZ R ERIMELLE 2 MR 22 H R, Kb 2 M2 e R s
EMR Z TR EA H TR = LG 751 (b) 773 () I 2 IR UL ™ A4 2
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P ZHEIR ; (o) Ky I 2 F R VILL LB VI 2 1R BB VI 2 IR AES
B A/ B3 SR A AN E AN BIY) A (d) X B DI 2R H RN/ B VI 2 R Y
BEAT TR, LU 22 22 AN P32 BA K (d) A AExs BT 58— B V) 2 L IR AN S B U1 2
R PR N0 P 1 H A B P 47 22 Sr B 0 P B IS 0 281 94 e 1 22 57 1 5 O e B AR A
[0078]  #E—LEFEHL T, i A A () K PTR 2 Fh 2 H IR I MA S L IRIME , LB
R MR Z IR, BEFIIR 2 IR AES 3 137 ¥ 2 18] HAT #2505 (b) 374 (2) (R 3AAR
DIZHIR , U BT I 2R ; (o) K 1500 2 F IR B VI A B D) 2 R H IR, B4
BID) 2 IRAES S A/ B3 S & — AN BT Y) R (d) X BY D) 2 A H IR HEAT DI, LA
PR AP (o) S5 WP B2 IS 226 J7 51 2 8] (R 0 1 22 5 5 A R (F) 247 310 22 5 1
BULE 25 /D P RIAN R K BY D) 22 A IR TR I S K e 810 22 57t 4 N 7 811 AR

[0079] @WK 2L H R A S k% & UE SOMR 2 IR (B S, siE e —
AR T HERERES) ARG EE PR A A2 IRNS bm A3 il id
T 2R EIRE G, ARG 5 v s 2 IR ST Z RIS (B0, 5" 5 m
o83 I 2 ), AR 2L ATERAIS S A3 w2 18] U B L L e B T 2 TR
o ARG I A13 S £ SO TR T I O T 5 & (B L BEDNAYY 5 o AN’
i) 5 ARVE 9% R TR P AR 1 5 1 R o 4% 5 ] DL A G % R R IR 7 81 (PR
A REE

[0080]  7E— &b /7 S o, A i A B B LN SRR I B R B VR 5 ) 2 A IR -
I OREE A A (4 0 80 240 B A6 T A0 22 A% IR (N DNARTRNA M £ e T30 281 L Jl I A 5 14
HARERE , 2 A% H IR AL 1% A BB A S b T ik — 2D B Al , in o240 2 A% IR » Ao 40 B DNAAIT G
ZHHIRNA) AEDURE i AR & W0 Fr Btk G In ] 5E et/ st A2 ) » L L@ )
FIANBR 15 5 #L Fp F1 A DNAR IR 2EAT 1 P Bl (B, LR BOAk , s i /s A 2 AR e
FIRE S VERX IR B AL B , WIDNABE T Fr BOACE) o 4 i 008 BT R iR S VI 2 A% IR . P
N EREIRAAMFS 33 S al BB, I H A 2 BRI B A A5 o A
3" 3 (1 AT B PR BRI PR, E — e St 7 SRy, RIS PS4 IR 6 2 H A A IR 7 510 ) 8
43 AT DA R SR X 4 AN R 1K) 2 A% HF IR o 24 20 A% 1 IR A S £ 50 AT B AT I 1 L
FAI, A] Ll 5 225 e S O OR 55 5E B 3 81 B s £ SRR A RIS AR T 2
5 Fp AT B A A 0 5 AP 5 2R BRI 5 T AR S AR 1% s AR IR 5o 24 2% R K i
WA AN B AR T R AR A, A U8 S O R T SRR S E R R B
USRI PP B A BE AR AN Z A FIRIN S NS S 3R A5 3 51, I L 4n b Bk (4 B X ok
SRR R AL B T  REE AN G AR N S AR AR M 2
IR P2 KRR

[0081] & —2LsCitiJy &, (a) HIR A 2R IR I 2 Fh 2 % H IR 4 15
S5 LRSI o 342 Js L P 55 A o AE — BE S U7 S, ERRIRAE (b) T A3 48 2 TR g o
A (b) HF ¥ 18 2 i B R m] DA = m] 7 1 2 A% IR ) [ SC R o £ — SRS R
Z ML Z LR (b) Z AT AR A7) B o AE — LESLit 7 5P, RIMUEHI Stk 2 i H IR AE
PG TR AR

[0082]  #E—2E1FHL T, () FIIIMEBIEREE T 2R TFRESHZMZRHRT N2
RHEBRINS i 3" S B5 i A3 i — 3 D R WA A , 2 2 A R A 5” Sm A/ B3 i i
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T 2R EREE N, RE BT TR 2 E R S T 2 B A (BN, 5 s
BES SRS ) BB AT ER IS S A3 S 2 1) H I i AL A R T 2 AL AT R Y
.

[0083]  mJ DA Gn7E & B Mg s MR 5 BE ML ) 2 A% IR , LA~ A I 1) 2 A% R . (b) H 1)
IR Z 2T RY W nT Dod ok BA 8 B E R Sl 7 — 250N, R Al 2
Phi29DNAZE & /£ — S 1BF 0L T, ¥ AR MY 18 (RCA) o« HRCAF=AE I3 38 2 B IR v
A Z B, B8R 7 R B AR 2 A% 1 IR 1 R A BICSE 22 AN DL 7 21 (1 2, ST 6 )5 371))
) 2% E R o AE—S8S2HiT7 b, ¥ I AR PR 2 H RS P AL & BENL 51 3 18 S .
REM AL —LEH T, ¥ AR Z T IRE T8 & —Fhal 2 M sl n 8 18 K MR
G TR G| Wi I 7 A B M AN [ ST B R S AL

[0084] £ —UEiFHAL T, M IGH 2R H IR BT VI, LA AR K FE AN T R BIY) 2 % 5 IR 4
(R BT V) 2 % R - U5 1 AH IR Be 1t 22 AR 1K) P A B0E 2 AN B I 2 4% B R v B MR
B4 B R B AN B F/883° s (1 an BT S K )

[0085]  mJ LA FH 2 FhO7 VA BY U BER) 2 A% R 4 40, (B AR T, 4038 Fr B Ak S B4R 7 v
Rk B Btk o o B8 36 2 A2 17 1R A BOA B 38 B Bk J7 v FE BR il 4 sz 451 0 4 75 2
B R A B RIAR B ) BT Y] AR ReE O T, PR 2 BT ) AER A AL P T R 2 L i o AT
HT %3 810 2 4% 5 8R  Bo AL B BEEAE B B Ak 7 72 1) PR i) 14 SI2 451 60,45 48 FH 1§ W DNAPEE T A0
FARPR 1% N V)L IR B , S35 FERE F AR IR g A% B2 o v] FH T4 B 1) 2 % 5 R A Bk
(42 A B 5 1 R AR FR sl sz 4510 46 48 3R —Ah & B BH S 1.

[0086]  ERBIVIM 2 R ARG KB A B U) 2 IR (W8 B 2 - IR) v]
RESHEE), LLS F T A2 i e e B (AR s 252 0 (0 0 A 2% B Dy ee AH DL B » ) 4, T
DL 381 2% 5 1R Bk (B1ansg v1) 22 T i 071 6 B g 1 e K T o Ak — 24
TR P % ol 00 P A0 8 ] DS AN ) K B IR PR o (B — SR WL N, 7 B 1) 2 % R AE I 432 7T
TR R & T R R R, B FE R shith B & B R 514 A R A BT ) A — L
LT BIVIR 2 IRAE N T 2 B2 a3, LU= A BT V) 2 % BRI 4 15 7= 4 . vl e 7 22
BN 1S, a0, L= A R 2 2 % 5 B UL T A, 1 il e 2 A o B AR R 4 38 7= 1)
AIALE 2 DI AME BT ) 2 H TR -

(00871 £l Fy AR , T LA oK A AHE Y38 2 1% 5 IR 0 55 V) 2 4% B BR B A 14 7= gk 47 )
JF o A RS R 777 A 1R 0 52 B 20 DR 1 B SRR o 132 B S R P L S AR & & 2 H 1 7 51
T AE— BB T, I R AL £ /05.10.15.20.25.50. 7584 100/ [ #1152 BL o 76— L5
OUT BRARAAAE S/ NECH B 7 B2, 75 AT BEAS 2 — 20 7 51 5 B 5 O e B SR < 1)
U, B AT A 0 2.3.4.5.7 .89 104 R A S B o 7E — BB R, BRI K R & &
D2 EEUT A AR — LG LR, AT DL T L= R G R IS A3 v L= 7 51K T B
BRI 43 A S B SR R o AE — LSt 7 S Hp , SN SR 7 A s L A AR R 2 6 9o 72—
e St 7 22, B SRR R A ECAES” AN S B AR R R A, Bl hn, 55 N3 i &
D BANERIE 6B ZE | TANBR 2L L 8B L 9B AL B 1O R 1 AT DA AR TR T o 7 —
S RENL , BT RN/ B AR S S AR, 5 NS S I A AR SR E SR R I B s B e
AN o 24451 e sk bl o SR b i) 152 Y 506 B 0 2 e Y RT RE R I B o AE — SR H L
N 2 A L I, SR I R B R I 2 /075 % O TR — M RE R — PR AL
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(%) 7 RARAEXS 7 HIHEAT L XS A 5] N2 AL (an A 75 22 DASE I K A o be [ — M2 )5, 72
A5 (1, gk Fe 31 A 225 e 91)) 2 18] 3 22 (1) AH R B L 1 1 43 b (RIRT RLAE (g 3% 7 21 A
S A I —E B E R gl N, DLRIS S AL T, F HAE— 281500 F , WTRUA T EE L
17 20 AE R IR T 51) o N 7 B [F) — 1 1 4 B, AT RARL S Ry Qs B L ot 9 2, 43 A 36T
R S, 4nBLASTALTGNERMegalign (DNASTAR) K 14 . iJ DL i/ FHBLASTXE i 5
H1) 5 B AP B EAT BEORT B aE 8 BE R R I 7 1) ) 2 2 PR A R -5 B 48 9 ) A T A
BRI BAZ T IRAHFE I H , A R 2 S R B R 1 £ H B DAL BT 71 & 2
FR S AZ BRI E , RSP AN e FU R R — 14 1 29 Bl o 2 B A EU S S P 79 AW P s B
AT PAEATAT] &3 K P R e R P /D75 % B[R] — 1 (94, & /080 % 85 % 90 % &Y,
95 % [ [R] — 1) o B H SR H 1 B8 — 5% I 7 13 B ] DA SR IR HS 5 55— 5o 2 152 BUA ) 1) ) —
B AE— 2B UL T, AAE 2 D50 AE (140, 22 /60 s 704 . 80 . 90
ANFEIE L T00MBHIE L 11O BIE L 120N F8 2L L 130/l Re | 1400 55 1 508 3E) 1K 2 F 1K)
EE 6 B 5 [F) — 1 B 20 B o AE— B8 4E LR, 7E 22525003 L £150-2004N i L £1 751754
B BL 29100~ 1504 IE i K FE - Lbxo o 78— S 500 R, 78 8 271 3R bb 358 e 271 R AN K
X o 7R e STt T e, 2 B A, TSR ECSOR ) A I s HUAE & /D50 B2 (1)
un, 2 /060N IE 70 FEE L 8O 2L L 90/ M L 1004NAEFE L 110N Ba 2 120/t L 130
ANBE L L LA R AR B 150 28 1 BRI & /075 % i [R] — 1 (il , 2= 780%
85% 90 % 5595 % ) [7] — 1) .

[0088] /A & AR 20 A% BR AR AR 1) 28 1 22 AR 1) 47 388 22 % 7 IR vl 0 75 TR 22 1 T R AR AR
PR A~ B B DL 3 30 2 A% 1 R 7= AR B V) 2 A% R v] A IR 2 1% R BEAR
A 2448 D BT VI 22 H IR R EE 5N 0T — A8 0L, 5 5 20—
P01, EE P A Z DA DL, 8O 7 5 2 0 = AN DL BT V)R 2 A% R A 1 ST 4
H ATk T EE P A KR A7 a0, o T RN REBAEFE R B VI R B S E A KEERKER
(1) 2 ARARLE , B K B AR B I BT 1) 2 B e LU= A B B 248 T 7 71 8
IR B

[0089]  FE—Lef5iL T, BY VI 2 A% B R B 3G ™ M 0 Il Fe st BT B A R A 22 b —
AN DL AE—ERAF G T, W P R & P A 0 & A8 UL (i, &2/ = AN 01 g AS
5 UE HANHE ) ok B SRR P 5 B 55575 51 1) P 508 DUECRT B T 1% B i
M Z %R KR .

[0090]  mf DL B 2 % 2 e A Hp AT X BRI BE AT/ BT 1 4 N 15 B 29 2 D s Y
KR, 1% Z AR BT FOIR 2 4% B R 721 A2 — 281500, S R XK A/
BT A1 B FE R e B AR e B L 6 55 22 R A L G B8 JS R RA s e 5 2 2% R A L
PR E A T 0] U E 2 RIS A3 S i) 7 51 DA K e A1 5 4 A AR R S (451
un, DRSS 7ES A3 i B AR A 7 5 AL = e A s AT BA A o O R B R iR
Fon I A AH R B U1 2 A% B RR A 3G 7= i 152 H

[0091]  FE—SLfEl N, @l N7 H 2 3 HILE R A MRS P 7EAE % B 195 F13 b
HAANE A5 S SR (Fan, 2/ Apsg U1 2 4% 558 H , v DK e B B it
SR 7 A 22 5 A N ESL P A 2 S A Y A/ 80 P A R 45 R . R A MR ST
FEEAARIFEIRS F1/B3 b 1 P AN S B SRE mT DASK T A8 () 28 4 22 6 AR 1 79 o B 07 22 A%
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TR - WL 5% 5 AH A9 1 22 4% 5 R 1) PR3 P BT 1) 22 % TR RE DS I ) 9 > 5 B 5% I v 1) e 1) 22 e
AJ DL — PR\ 7 91 22 5 L SEARAE T HAD R 2 58 b i 2 — My U) 2 B 3
R/ B R R I 4 R i

[0092]  7E—UEIHNL R, 40 57 51 22 7t A 15 B SR 1 K 22 50 2 15 B AR TN A A 1
HY SR 7 A 1 R W 82 21 1) 7 51 22 S R T A 22 e o AR — BB DL T, W SR 7 51 22 7 R LA
B SR M 22 250 % R e 2 B (514, 227060 % 70 % <80 % 90 % 5595 % [l - 2 B
WA A 1352 B S MR () 3 F i B R B (1) 7 51 22 S A2 P 9 22 7t o AE— LB B L R, i SR 7 91 22
S W I AE S B 100 %6 B 15 AR DU A2 B SR e 1) e B0 B R W8 3 1) 7 1) 22
FARFINER A —LIEI T, M P50 2 5 HBER B 55— B8 U1 2 A% B 10 K 2 500 52
BURISR B 55 =BT ) 2 4% 5 BRI DR 22 B0 S 0 I 8 000 5 B mh ks ) 21 1) P 1) 22 S 1
NNV AE— L5 LT, M5 51 2 e HILAE R B 28— B U 2 A2 H IR ) 22 /050 %6 (1) Il
FEE (4, 2 /060 % .70 % 80 % 90 % B{95 % [l FE L B A1k [ 58 BT V) 2% B &
/50 % I FEBEE (514, 527060 % 70 % 80 % 90 % 5595 % F) I 152 X)) H sk, #5300 e 152 B
HHORS I B 1 7 20 22 5 ) R P AN AR AR IR — SR B L R, P A E R BT R B B2
% BRI 100 %6 Iy s ORISR [ 56 — BT 1) 2 4% H R 1K 100 %6 P I 152 B HH IR 13000 e 15 B
HHORE I3 14 5 90 22 5 40 R B AR AR

[00931 i it A FH W Ab R [R] f BT ) 2 % 7 R , BB AT FHIR) 4228 51AE BT 1) 2K S A7) 4] 79
B P 2 A% TR , SRAIA RE i Hp 1R 00 52 B 7 1 7 B 22 S B AT AE , ] LA s 3 31 AR AR A
WMo TR AR 2038 A 22 WL T-U5 3 AHE 538 2 2 5 IR 2 /D R ) 2 2 15 IR, 1M i
W RS W DT R EI VI 2R o 7F — S8R5 00T, AR AR I PR B 1R SR P I o 7E — s
Tt 77 ZErh AR AR AR WU AR AR R PR AR EE 5% . 10% . 15% 20 % 25 % 30% 35% 40 % 45 %
85096 o fE—EE O T, AR A I P 2R B8R AN/ By e 1 38 0 o AE — S8 St Ty S b, AR A AR I
) RN ZE 5% .10% . 15% .20 % 25% +30% +35% 40 % 45 % 550 % o £F — L 52 it
J7 Ze b ARG IR S e B I 2 /5% 01096 . 15% 20% .25 % .30 % 35 % .40 % 45 % B,
50% o fE—EEIGOL T, B FHPE 2R FRAIC,

[0094]  FE—L&1EHL T, Y (D) 7 A0 2 55 IR B AN A B2 s 1 2 /D R RIR 2 A% T R
(1) FEXVEER N 73 T B P9 2R B BAR 20 2 e A1) 22 s R /8K (111) 1) 22 5 R ILAE BB G IR
Y15 (RCA) 72N 9 B9 T8 B 22 AR 1 3 2 31 R i, i3t — 20 DK 7 91 22 S 1 s R )T
BIVARAR A — S 4E LN , 555 7 51 2 I 7 52 B o 75— S8 1500 R, 23 7 1) 2 38 kK I e 152 B
A8 G EE X T T BRI S 7 51

[0095]  FE SO0 T, ER B ELLE O N EBI VI 2 RS 7 o SR, 4 SR 75 2,
AT CAAEI P 2 070 & D R 3 AT 9 I 2 AL T R AN/ B8 ) 2 i R P 1) — PP 2 R 2
AR & 5 o B & SR D R ] B A F B A S5 5 B AMA T I A% R .

[0096] iR STtk — 2B IR 1), 7 FI AR ] DU Ok T 556 ) 41 AT AR AR 5 o mI A P AR SO
TERC DU 7 51 AR A R FE FR i) P4 S 5 0. 358 B A% T R 2 &5V (SNP) Rk /4 N 2 251 (DIP) \#5
TEARAA (CNV) i HBRE R (STR) & 57 I B8R (SSR) r] R4 H SR BCEE (WNTR) J§ 38 A
B2 (AFLP) 2 T I % e JE T I AN 2 2510 7 F e e 9 3 2 251, DL S T A
DR 50 A8 R I R B AR AR 0 I 22 57 (il R R 22 5) JAE— 2B il T, P A AR R 235
PE, BN sAL T IR 2 51 AL —AE UL T, P AR R R R R AL Rk AR — LB L, 7 5148
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TR S EE ) SRR B BUAR O

[0097]  RXERFFE AT LAJE ok H 32 F FE o 7E— L8158 00T L FEm R B2 e — 2t
OUR S FERRLE R 3203 (B N2 ) B R S0« LV e Y ZH S s o 2
THOUT P B IR AR o A S DL R, A i S AR R AR 52 A e EL R R A o £ —
BEIG UL T B K 2 Bl 2 A% F IR 05 T A I 2 A% HF IR - U2 2 A% IR w) A5 JE4HHEDNA,
I BAE— L8150 R , AR S IE A R DNAR/ B 34 IR RNA . To 20 22 4% I T &5 JE 4
RNA G FE— LE S 7 G 5 1% 07 3k — D ARy AR AR (14 4 5 KA W AR 6 7 32 1
B AL LG OUT B T RS TS G B T P S AR AR B P E R E AR LT
d AT LK B 3210 (B AT LK B 52l 1 d, 0] a0 SR i R R A

[0098]  ZZFh A% IR T LA FABERT A — 2810 T, ZRH IR XUEEE 30, R i i 4l n Az
PEBEAT AL B DAAEBEAT I Fi 7 A B o AE — BB B T K XU 22 A% T R A DL A XU
e, FF HOSUBERAIE 1L 9] an AR PEREAT AR R DL A LA

(00991 £ 55— J5 il , A A TF AR SR 7 555 B8 2 Fh 2 F IR I A% BRAT: dh 1) 2 21 A2 4
HIJTE, 2 M2 H R TR 2 2 H R A A In A3 b . /£ LEsti )5 &, %05 k8
2 () B 2 R 2 L R A MR 2 BRI, UB 2 MR 2 5 1R, Ho b 245 58 134
W RAA BRI LR G755 (b) 571 (2) FIFIRZAZEF IR ™4 2 Fh 1
IR FIR , Horh 2 Py I 2 A% H IR (28— 7 48 2 AL IR AN 22 By 38 22 P IR 1) 28—
TR HROEES T RIS H G i/ a3 & A5 (o) X 2 My
W2 R IR AN/ B B AT Y, CLP AR T2 — I S IR AN i 2 %
TR 2 AN P 32 B K (d) 24 7 51 22 5 R AE R B T 38 — F G 2 B IR A28 — 9 1 %
R IR I N P AP R 000 5 BB B 0 38 (4 1 81 22 57 P 5 O e B AR A o A — BB S i
T, (@) PR 2 R IR MBI E M S o AE S ST R, AL (b)
(13 08 2 AR o 42 (b) T (A7 38 22 AT B i (0 B2 A mT DA v P 7 18 22 A FPIRI) [R AL o £
BT R, 2 MIMEZ IR (b) Z AT AR AL .

[0100] #2150 T, () FRIIMEBIEREE T 2R TFRES 2 M2 RHFR T2
RHFBRINS i 3" S B5 S A3 i — 2 20 R WA A , 2 2 A IR A5 S A1/ B3 i 18
AT T 2R A, ARTE B AT DR 2 IR 5 i 1 2 18] A3 s (B, 57 i 432
MBS N ) BAR 2 AL IRING v 13 a2 I8 e T i HLAL i T 2 IR
Y

[0101]  FEIMAL )  REIPRZ AL IRY G . (b) HEPREIPR Z AL HIRY 1G] LUl H A E
BB TR SR S i S AL — 22 1F 00 T, RSB Z2Phi29DNAZR Sl /£ LE1{ 00 T, 974 (b)
IR Z IR OAERAT G RCA) RIAY ™1 AT UL 25 A0 5 BEARCAIR 2 4% 8 1R e 471 11 2
TEZBRERT MR A LEEF T, O) TP U EIR L IRE P L
SIDIY 18 B LR S BEAL 514 (b) B9 M R rh Al DL S R 2 A% H IR AR R 5 13t (1)
an, BEALHL) 2558 AT A SRR 2 H R AR R A BE L S W0l BL S H WRAR 2 %
MR\ 2 IR 2 A% IR B 3 A8 A 21K DL N, IR 2 RENL S SR — IR 2%
HIR (B, [ — MR 2R H BRI AN R X380 2432, I 77 A2 BAT A RV 48 e 1) (B 2 e 47) 1
HE MY 2R ARFEAR (B0, SR Z R 388 2 25 1R v A RN S
Fp 8o A5 — S5 U5 S MARENL SIS LA B 057 A1/ B3 B (K AR AN R B4 2 81
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I HE AN G 2 % EH R T DU A& J B R /803 I 48 AN [F] 1 7 31 o £F — 24
TEOUT MR BRI 9 38 2 T IR B A A RIS /83 b, X R T 51 s v 45 G AL E
M EHRB AL EWALE A SIEI T, () P I aREEIOR 2 R EIRE A5 R
RS I B 1 S N TR ) o BEARRE S 1 51 4R DL B I R e R DR A I 514, BUE TR
— LA LT R R M T 2 TR T VI 51 A R SEAR R R 1 S W AR Y 2 A%
iR A DA L =2 3R] 1 2 — A (B a0 514) , I Hoa] DA 288 — R, X B FAZ R B
LRI E Y T AR AR SIS RN S DI RE A 2 AN IE I AR — B, AT DAY
W Z 2 HRE D1t — 29 3, LAY 2 E RIS ) . vl Re R AN, 1)
n, DA AR B 2 A R CAE R U 20 A, 49 Gan 0 0 A« BT A5 B0 38 = o] A A AR
W2 ERZ DL,

[0102] B JEWIXH4 MG 11 2 4% R AN/ B 38 = Mgk AT D, DA™ A I 52 B o AE — S8
BN TEAR S EWE DL T A 380 2 A% B B AN/ By 38 P2 & 7 o SR T, Wi SR 75 22, AT LA
M7 2 B 78 & 40 R AT 9 B 2 % R AN/ 853 38 =y b 1) — Fh el 2 Rl 2 % 1 1R
()& £

(01031 mJ DA I 3 152 X 73 2H DA s Y SRR o B B S ] A S AT A B 3 40 H 1 3 B . 7R
— BB LR SR AL A /5.10.15.20.25.50. 7588 1004 7 A1) 152 B o 78— L8150 T, 1%
AT S/ N E B 7 FBE L, 75 0] B A 26— 207 A1 4 5 s SR » 49, 2 SR
RALE 2 /02.3.4.5.6. 7.8 98 10 7 H1 R B o 72— 2845 L T, A e 5 22 /D 254 1 Y
JF 3 o AE— LSt 5 B, BRE SR I 7 A1 S R A MR R B 6 7 1 o A — L8 sl 7 B
TEH G P AN S EAES A3 i EAA AR 720, 40, 7657 FI3 i 5 22 /b5 Mk L 64
Bl 2 7N B2 L 8B 2E L 9B 2 B 1 O 1) 7 A1 AT DA AR R 1 o 72— S B L R | T
P3G A/ B Y AR A R, 5 AN i R A1 AE S SR ) A S R AN IR AR ] o 24 48] e
ik B XS SR B, S SR B i Y T e R I BB o AR — B DL T, A LU X B, 152
HCS I e R B R B 222075 96 A [R) — M o 24 Fe R b b B, SR P 7 4N W e 52 B R T DA AE
FRAT o K FE R B A b SR 2 /75 %6 i [ — 4 (2, %2 /809%6 .85 %6 .90 % 5195 % [ [A]
— ) o R E S AR ) B o I s EC AT DA B B SR M R A SR S S B [ £
[ — M E b AE— 2B LR, N PEZ /D50 B S (140, 22 /060N B8 22 . 70/ Bl 2 L 804N Bk
F 90N L 100MB 2 L 11OAMEEZE L 120/ M2 | 1300 2 L 140MB8 2L B 1 50082 K& 1
(R L X A 8 [R] — P 0 b o 7R — S8 DL T, FE 2925250/ M2  £950-200 /M L £975-175
AMIFFEEL 29100~ 150G 14 BT B X o 75— 2817550 , 72 D307 271 3 b 4307 27 | 2 A K
FE B EE X o 7E — e sl S, A b A, SR S 0 P A I s BT & /D50 2k
(Btn, /060 EL L TONHEAL 80N HFIE L 90/ FF FE L 1004NF 3k 1 104MBal ik | 120 Bl ik
130082 L 140092 5 150N 2E) 14 BRI H &= /b 75 % 1 R — 14 (il 4m, 32/80%
85% <90 % 5595 % ) [7] — 1) «

[0104] AU LR 2 A% H IR BIAR ) 2o 2 BRAR B9 38 2 A2 1 R o] A=A B HH A 2R
REZEHRITINBLEZ NMES T B 2GR 2B AR — 2500, I8 2
PR B L 1 7 A R s BOAT A B R A A — AN DL A e LT W s
FEE I Z DA DL (a0, 20 = AN DU DUANEE TUE N5 D) R B R
7 30 S B L I~ 348 DL AT Bk TAZ IR A i 1) 2 A2 H IR B AR FE - 9, G SR 22 Bk
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R EEARALL, 56 B AR R I 2 R T R I RE S A LE L B RN K 1 2 A% T R 1
AJ DA AR E A A I 2 AR

[0105]  mf DL B 2 % 2 e A Hp A 52 X BRI BE AT/ BT 1 -0 5 B 29 2 D s B
FWR % 2 AR BT B AR 2 A% B AR (1) 7 41 o AE — e 0L, S e B R X B K B A/
BT A1) AL FE R 1 B 5 A S U G X B S 52 AL B S T LA i@ it 5 525 A
b SR A 7). AT L Z T RRIN S NS S i 5 A1 A K2 e A1 542 A i A BE = (B
DIBRZET) 725 A3 iy A AR B A 7 51 RN 52 i 9 0 e B RT DA o AR BB R e, o
TR E AR Y 2 A% R B 3G = ) I S, SR 2 A% R 1 AR R 43748 DL

[0106]  7F—LLR5UL T B #7222 5 H B A HE A R FIEES 3 15 FI3 i
B AT A5 3B , vT LK S S5 B I 52 3 1) 7 41 22 3 ) 0 N LS 7 1) 2
SR /BN R s R R MRS YRR A ARMS F/E3 b
BEH SRR 0] DAKH R T AH R PR 2 A% R 0 PR Ay 38 2 - 1 IR L5215 AR IRD FROAR 2 4% R AR
XoF IR PR AN SR I R ) 4 22 S T DL — PP 7 91 22 R S AP A T IR 2R |
T AN — Y 38 2 A% AT BR A4 38 A0/ 5500 P B R 1 45 SRR 7 7

[0107]  E—EIHNL R, 40 57 51 22 57t A 152 B SR 1 K 22 50 2 15 B b TN A A 1
H SR 1) 7 B i B SR B (1) 7 51 22 S A2 P A 28 7t o A — SBAB L T , SR 7 51 22 5 L IR
B SR M 22 250 % R e 2 B (514, 227060 % 70 % <80 % 90 % 5595 % [l - 2 B
T A 1352 B SR (1) 3 1 i B R B (1) 7 51 22 S A2 P 9 22 7t AR — LB B L R, i SR 7 51 22
S W I AE S B 100 %6 B 152 AR DU A B SR e 1 e B0 B R W8 3 1) 7 1) 22
FARFINER A —SIEIT, M P52 5 PR B 56— 18 2 A% 5 BRI K 2 500 52
HURIR B 38 9 39 22 A% BRI R 22 5000 7 13 B Bt 46 e 45 HpoAS I 8 ) 7 1) 22 S )
NIFHNER AE— LB BN, 70 2 S M IAE R B 5 — 3 1 2 A% R I 22 /050 % [ 5
FREL (1, 2 /060% . 70% 80 % 90 % 895 % [l 52 HY) Ak [ 58 — 9 M 2 IR I &
/509 IR L (514, 27060 % 70 % 80 % 90 % BX95 %6 [ 152 H) e st K 3 B o
FSE I 2 (1) 7 51 22 5 4 78 N 7 VAR AR AE— B L T, U A 2 R IR A B — 3 il 2 &
TFER A 100 % F M 7 13 ORISR H 28 4 3% 22 A% HF R 19 100 %6 1 7 155 A B, - 45 B A
RS W2 1) 7 51 22 S ) 78 R T B AR AR

[0108]  7ESL it AR SCHTR Y 5 kR, ml LG B8 2 Fh 2 4% B BRI A IR AR A2 R U« 76
— LU, AR AR I A 1R R AR o 7 — Sl T b, AR RS I ) R R PR AR A 05 %
10%.15% .20% +25% +30% 35% 40 % 45 % 5,50 % o £E — L& IR, A8 444 I (1) R 5
A/ B S PR BE 0 o 7 — LB Sy e, AR U R B 2 /05%.10% .15% .20 %
25% .30%35% 40% 45 % 8550 % o £ —LL St 7 Z2 1 , AR AR I P AR S 1k 3 &2 /D594
10% .15% 20% +25% +30% +35% 40% 45 % 550 % o ££ — L& 15 0L T, B FH P R B AIK

[0109] WAk STtk — 2B R (1), 17 F AR ] DU Ok T 526 )3 41 AT AR A8 5 o mI A P AR SO
RAG I ) 7 2 A8 AR P HE BIR 1)1 S 50 HE FRAZ AT IR 2 A1 (SNP) Rk /4l N Z 8 (DIP) (%
TEARAA (CNV) A HR BRE R (STR) & H 7 I B8R (SSR) «r] A4 H SR BCEE (WNTR) (¥ 38 A
B2 (AFLP) 2 T [ % e JE T I AN 2 2510 7 H e e 9 3 2 251, DL R T A
TR 7 B AR R B AL FRIC I 22 55 (BN B0 22 57) B — 2B R, PR R 2 2 &
PE, B an A% R 2 A1k
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[0110]  AZFRAESH T DL SR B 2 I RE S B — S5 00 N, BER R A N2 — L
BUF, FEAELFE R B 32 (B0 N 3210 B R ZE 08 I e 7R 2H 2R Bl i o 7 —
UL, FF i B 2 R A o 7E — SO0 R A B FE AR K S AR 8 A s S R
SOIG LR PR 2 P 2 E IR A S LA 2 IR R 2 A% E R AT AL B JC A fIDNA,
HHAE— S5 R , G S 15 30 MR DNA - TC 41 il 22 4% 7 R mT & T 4N IRNA , 76 — 28 17510
AT A IE I IR RNA

[0111]  WIFTETIR , 2 Fh 2 A% H R v DL SR 1) o /E — LB L T, 2 IR 2 XEE T 5K, JF
T 5 Gn A M AT AR BE CAAE AT AL B AR R TR LB DL T U 2 A IR AL
DL A XUEE R , FF HOCRE A8 1 4] a0 A8 it A7 Ab 38 DA 7 A LR A

[0112]  fE5—J7 1, AN TN AERAL T B & 2 Fh 2 2 1 IR B AL TR & AT IR BR
P T A S T B, 2R 2 IR 2 AL TR R A w3 i, I HiZ
JTEEFE: (o) I FLERERS 2 Fh 2 1% B IR H I MA 22 B RRIME , LUB R MERIR 2 %1
MR, B Fh 2 2 IR EAFED b A3 I [A] (1) 42 s () KB BERE AR s UL I (o) TEXG & Rl %
fRIGY 1 () PR Z TR, KPR DI (@) A (o) Z B ARAEL 0 B 2 IR - £ — 455K
W77 e 2T EAYE AN IR () YT E 2 RREAT I, DL A 2 AN A
(e) BB M 75 276 75 L A B 751 22 7 5 LA S (F) 4 BAE B A AN A4 s 22 /0 o b
IR Z TR 1 P 90 22 57 P 58 N P 9 AR AR o 7 — B8 st S vb 1% 5 VL6 4 s M P 152
W5 275 7 5 2 (810 7 9 22 7, % U IAE B A AN R 42 Ui 2 D MR 2 A% E R 1 7
H 72 5 0 58 N F AR, o (a) I3 B2 O BT 2 /D AR 2 BRI 1 72 s
H (b) /PR R 2 A% TR HH 1 B — Pl i e A S 2 AZ BRI 5 i A3 i 11 T B
[RIAS A 422 £

[0113]  fEH—TJ7 1, AN TN AERAL T IR & 2 Fh 2 2 IR B L BRAE & AT IR BR
P T A S T R, 2R 2R M 2 AL TR R A w3 i, I HiZ
JTEEFE : (o) ALEREI G 2 Fh 2 1% B IR H I MA 22 BRI, LUB R MR 2 %1
MR, B Fh Z IR B A FED W A RIS i B 452 5 (b) KRR AR 5 (o) FE1 I B Mg I A
JEY 3 () MR Z A HTR, U7 8 2251, KR e IR () M (o) Z ) AR 2iAb By
HEZR () ¥y M 2% TR Y], LU AU 2 TR, B R BT V) 2% IR 7ED i
/83 i E — AN AN BT Y] AR — S T R T IEETE AN IR (e) X BT )
(1) 2 A BR AT M, UL = A2 2 AN P2 H s (F) 282 W s i 5 22 1y 51 2 6] 10 7 1) 22
3P (g) M7 522 5 R ILAE 2 /D RS [R] 16 B ) 2 A% B B i, 6 7 9 22 S 0 e N 9
AR EFEEEAE (o) H BT 38 2 BURE iR v] LU = o] 38 2 A% R I [ i

[0114]  fE—2ESji )7 P, iZ VA O E E N T i S 2% 7 5 2 [ P51 %2 R, 5%
HILE B AR 22 5 1) 2 /0 I RR IR 2 % R HH (1) 7 91 22 4 8 N e 91 A4, o s (a) U
JF RO BT 22 /D PR AP ERIR 2 R BRI 38 72 3 H (b) 2D MERIR 2 R 1 B
— P A A N 2 AL RIS S A3 i 1T T R AN [ 48 o AE — RS T /e, %
TEAFHE Y (1) FHE 5 HIERG ARG 2D MIIR ZZ TR s (1) £
AN FRIPSCEE LS e R PP 25 A1/ (111) 74 2 573 HBLE B FE R I EE N )
P I8 R 2 AR G 7 51 i), 3 — 204 7 51 22 53 P e O T B AR AR

[0115] @, RiE PP A &4 75 AR T — NN SH F IR R — K
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M5 X T2 75 0 R E MR 45 58 BER, 17 51384 DLLE 225 15 51 S8 AR 0 40 26 1 A o 43
i, e 20 R B T LA 16S rRNAJE R ) 3 2 15 41 AR 8 I B AR Fl ] 78 3 R (B
) WEA —ANBEATHN R 1% ] T 40 B S e Rz AR S — sk
i, AR [ P Fh ) 22 NS AR 7 51 (3R] — AN 22 AN 7 1300 78 e 3 L X B o] DL = AR A
P50, 3 B Tz 7 50 7 5028 R 0] T4 02 T Sa RV G B R R i SR A8 1k d i
ST A7 2 Fa T 5 RN AL EBAL B B IR E BRI AL R T 1 Ho RAAH %
g OV 2 0 K S 2z A/ 550 80 23 B 5 B an R 40 25 3 Z0 bk o B0 o IR AT — Bl i e 4 7 971
LE X o 2 B R EVE BT Y, oA — BB PR AR SO g AT 7R IR AR — S T R, S5 TS
FE AT NS A, 51U AR FE R 2 51 o — SE S 5 e vp , 255 7 51l i 6
ZACFIFF), WHE NS BER R Z AR 3R R 4L 7 51 5 5k B AR RN AR ) 2 4% TR
22 AN P 3 B AT 6 T T B 3G 5 41 o A — St 5 SRR, B % R A il i A fE M L
XF R H 4 i e SRR L ) BT TR B 3G 7 81, A A5 T A1 AR AR R s AN T R — i R 6
IS T B AR S o P — Le St 77 S8 H 3 B ARARTE R o AR R e A (RO “F L 7 51 A%
) B0, H AR AR ] P A2 el T 295 % 4% 3% 2% +1.5%.1%.0.75%.0.5% -
0.25%.0.1%.0.075%.0.05%.0.04% .0.03%.0.02% .0.01% .0.005% .0.001 % B FE A
(IR e A o AE— B8 STl 5 R Hp , J7 AR DL 29 B T 290 1 % AR A=

[0116]  JFH AR T LLE AR T 225 5 S AT AR 572 o 3 510748 57 0] DL — M R B 2 A
ZHEE (F1N2.3.4.5.6.7.8.9. 108 2 ML HR) B AL Al A BB ZH . 24 7 51 A8
IRALE AN BCE 2 MZ IR 22 I, AR AOAZ R 1T DA 1% e AR SR 1, SASIE S0 - 17 471
AR RIS TR (1) A B i) 14 S5 45 45 B A% P R 22 A5 P (SNP) B R /3 N 22851 (DIP) 5 DR 4k
(CNV) i H BB S (STR) A ¥ P 5B R (SSR) i AR% H s BCEE (WTR) F B K 2
A (AFLP) JE T SO S A T4\ 2 A 1 7 B S PR 9 48 22 28 P R0 e A Dk 1 1) A%
PRI R ABAE bR 22 5 (B0, 2L E ) .

[0117] B2 Ji AR ST IR 77 V2 AL BR B &b nT 417 28 E AT AR A 38 1 SR IR - 75— Se s it 7 B
A DA 2 PR IR AE ot o PR ISEAE b 1] LA R B AT A R85 SR U, 49 2, R AR A AE ) BN 3 ) K
SR ARG 3 AT A At B R ) B i o 7 — RS 5 R rp, IR EEAE R AT LU, 51 K<,
P R ARICEE RGOS PR R 7K M R PR AR 1 oy AR K S b R R AR - ST S VK
A5 KA H 3R .

[0118] R FE i 1 2 A% R vl LU 2 Fh 2 A% T R AT —Ff , 45 (HASBR T, DNARNA
IZPERRNA (rRNA) % IZRNA (tRNA) f/NRNA (miRNA) {5 {HRNA (mRNA) , A AT A —Ffiy A
B, o L AT AT R B 2 R A AL St R, R AL ST DNA L FE — SRSt 5
Hh, A i B B SR DR ZHDNA o 7F — S8 STt 7 S, A i B 3 R AARDNA | H- S AAKDNA | JiTFEDNA | 4
BN TG i B B N T Yt fR A% TR AR 28l L2 A  7E — SR st 7 S v, b 0 2
Tk 1 7 A B DNA, 451 G i 3k 48 FH 51 40 FIDNA SR & B B AT Ar] 638 1) 402 16 51 40 S A 5 /B
FEAERIR T A HE % [ B (PCR) 30 % 5 L LA A o 24 51400 SiE 461 s 7 PR AR AR A RNAR , 300 4% 3%
F=HFR A ELANDNA (cDNA) o FH T 514 S AF s 87 ) 51 40 vl A 2 %6 — Foh il 22 Al e b o S 19 ) 91
BEHLT 51 B o BENLIT 51 R A A B B 2 A% R AL & B R AR E AT 2 A% IR
Hr B S BAEE 2 TR 2 TR T D2 B R L H A fE — Sl 7 &
i, AT AR A TT N B TR 2 R IR B BE 2 A% IR , L n] DUAF 75 BN 78 DUBE 2 4%
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il o 75 — Lo St 7 R, 2 K% HF IR 2 SRS DNA . B4 DNA (ssDNA) AT DL 2 DL B 4% T X 45 55 1)
ssDNA, B DL RUEE T X 40 B 986 Ja T AR A TN A 79 1 — AN EZ AP BRI H 8 i) A
FLBEIFIDNA .

[0119]  7E—Uesjii 7 b, fEA FEBUE IR A/ 8l A 40 IBIN i N i 2 TR E
D3 Ja 8225 B8 (FI AR AL RN 39) o 5 4n, v LATE 3 SR EUD BRI 17 50 Ab B A4 A i DARR 22
ST » DT 72 2 A0 PR A i R R o, AR 5 A BEAL I AR R 5 R 2 5 DNA L 2 Fh oy
B2 AL IR 7R L Bl ik pive , 885 5 R AR RS S v 4 A IR B JE P 1% 28 I URE I
A Z TR AER A AR BUD IR IE O IFE S 20 5 2% TR, 2% T R
R A AN EL “TC AR 2 R, 40T 4 I DNAFD TG 4 I RNA , o A] DL R T30 T2 B2 H
YT B o 3K L 200 0 1) R 1 T R T R AR I BT YR 1 0 A A B S R AT A (8] G A
i) BB LR (4077 T2 WD) ok B RS HE 2 20 20 Pt (451 G A% AR 2 D 1) 7 UG, SR ) B 43
A DRI IR A

[0120]  Jyn SR AL EE A 5 LA AAAE & ) 4 BB B 22 A% P IR » I vl i FH 2 Rl B 7 7% . 151
n, LSS AR R By /A A T BB R (BLFETRTzo1 MiTriReagent) #EAT A HL
MR ALANAZIR - P& ORI oA AR FR P S A4 - (1) A HLIAEUIR 5 SBEUTTE , ) an , A
Ry /A B LR (Ausube 125 N, 1993) , S ASE FH 5 20 % IR P2 EX 25 , 61 ] A
Applied Biosystems (Foster city,Calif)3R3/)341DNATY$REHLZS 5 (2) [H] & AP v (3
E & H]55,234,809; Walsh%E A ,1991) ; il (3) 2hiFs FALERUTIE L Millerss N ,1988) , %YL
VETTIE— W ARAE “SRAT 15 AL TR 43 B A/ s A AL I 57 — A S0 355 156 FH A% R B 0% or S 1
BARRE 1 G S B RGP SR, SR 5 ARG AR 23 BS Bk T, HRVR SR ER TR BE LR (S0,
i, 26 E & F)455,705,628) o £ L5t 7 R, B B R 10 Rl S AT B AL D 3R
DA B MRE it v 2 B A 7 B B 1 5, 49 2 FH B 1 K L At 2R AUl ) B B B AT VAL . S
UL, i an, 368 L F457,001, 724 Qi SR 7 L, ] ) RFLE i IS INRNas e J 1 71 o 0 TR
[ 24 e B ot 2R 2R, W] BB R BEAE O SR S N A 1 AR I /Y E AP IR L Al Ak T vk T LEE XS 7 B
DNA\RNAB B P 3 o 4 DNAFIRNATE S AR 7 i R B 2 Ja gt — e o3 B, T A it — 2P )20
R 5 5 —Fh o FF M Al f — Rl sl 5 o o B A] AR IR U AR 1 W 2 4y, i dn , AR B KN
F1 B At A R B S R R AT A B T VIAR LR 3 B AP IR A R 1) Al Ak ik m] LAE B A FF
(5 1L FME R AP IR 2 JE AT, 49 T B st 8 1 3OA 75 B R R A EC ) - 2 Fi
KA S R i A% TR B R/ B B 40 58 1) 7 9 2 T Y 49 3l W Y6 i (48104 5 7E.260nm
280nmAh IR ST , AL ECARD AIBRIC A A I (51, 2 D' ekt AR A7), 51 i SYBR 4\ SYBR
W45 \DAPT JHAL P % Hoechs t YL ta.575) . SYBR4x IR AL 2. 5E) »

[0121] 4R FEE, vl DAEHE— 0 Ab 3 2 B Rk F AR ) 2 %0 IR v Bt v Bk T LLIE
it 2 BT AR AT — B, B A IR AL B Bk o 7 — BB St T b, B
SRR R E K N 2108 291, 000/ EF R , 4511 4110-800.10-500.,50-500,90-2008%
50-150MZH IR - /£ — LSt 77 R, B~ 3 s B K B2 R 2980/ T-29100.200.,. 300,
500,600,800 100081500/ % R - 75— Le STt 7 =7, Fr BEAZ190-200 M % H g, 3 H/
i B 150 H RN T K FE A — s 7 b, B BUK 2 WU 52 i, B d6 i
FE 22T TRE I 75 5 8 75 A B o A — LSt 7 R, i BALBIE RIS & T —Phal 2 Fiilil
5 AE T, I —Fhal 2 Fhilg AL BRAE M 2 A% IR, DA AR RUBEAX FR BT 24 . o] F T 7= A 2 % R
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B B 1) SE A5 B0 5 51 R S A BRI AN A E 7 R S P A B T o 2 I T 1) IR o) 12 52 497
FEDNARG L 7 B AV B )14 A DI BRI  H AR A S FLAH & o 0 an , FEAAFAEMg++ A7 /EMn++
(45 DL T, FHDNAPE TV A6 AT LA 75 5 DNA 11 B8 AL SURE W ¢ o 72— S8 st 77 8 b, i B A L ik
FH—Fhel 22 MR il 4 N DAZ PR B AL B AT i 2 2 IR - i BUA T P2 AR B R 37 S8 M
Uity P B L0 B 1 R B AR — B STt R, a0 R B A A A — R 2 R R 4 A )
WL EREEE , 5 2 A% T BRI R B B nl W0 3 F1 1 9% vty o v DL JE sk b 925 (4
A BN B TR S I 23 B9) A B Ak 2 A2 B IR 42 oot i B AT RN IE SR A2 5K

[0122] R4 —LesSifi 22, ok H AR I 2 Fh 2 2 1R 1) 2 4% EF IR L B0 ] B g
B2 RIS i A — 2RI i, B A BRI A — 2 BRI S b, 58
G Bk A A FERIRE 2 A% (B, N T2 %8R, NS TR H 1) 193 i . /£ — L&
ST R, 2R ERRINS Wik A BIE — 2T RIS I (WO B AT AR — LS
7 BN RN I S5 A DA R TR K BV Y B 2 AR I B B, DAE AR R
AR YK B 2 R BRBEAR 49 4, AT DAdE B P04 S B 26 A DA R T K B 5 T 4
5000.2500.1000.750.500.400.300.200. 15010050455 5 /I A% EF BR ) 22 A% EF R 1) 1 422
B AE— st 7 b, A A T K B N50-50004N % E 2 L 100-2500/M % R 5 150-5001M %
HIRE B, UAEAS ML 2 % H IR 0P 35K BEvE N2 H 36 L N o 72— S8 STt 7 224, 80 %
B 2 (I B K BE 9 50-500 M % H IR , 491 i B2 2 50-200 MZ H R » AT LALAL I I
I S5 A L 23 B2 12 6 S N () B ) B S 8 Bl ) () R B R A B2 5 1) 2 A% P BRI I B - 7
— LBt 7 G H I SRR E ML I AFAE TR b A 0 B BE B 23 AT o A8, B AR TR
i R R B B DA S AL 2 A R ) T A4E PR R ARBL (mode) ATbR#E 22 Hh () — AN ek 2 A
W EAET5 % v80% <90% 95 % B B = i H A EL BA Y

[0123]  FE—UEiFHL N, H— Pl 2 M 7 B TR, AR P 2T IRE5 I Fl
3 Uil I — AN E AN AT T T IR S T O R 2 LT AR e B A
=5, Z A% RIS v o] LB & A T3 iy, 111 1R — 8 7105 ool A&
ZFA—Z IR b T BT RO LG EM PRI EZ TR, ZTHNE
oI R E I, B RS SRS B AR IR IE B AT B T SEAZ AT IR AT DAL S DNA RNA A%
B Al A B R A% A R R M AX B R B A IR B L A & T B T B IR v D2
FABE I ROUBE A B A3 U IR 8 3B RUBE IR AT B L — A B A R X R — AN B
AUV X 35 o WUBEFET B2 1 1T L3 1 U AE B A I AN 0 B T A% P R (AR AE “ A% T IR
WUBEAR”) o 3 H 258 AT B R — AN AP — A E A3 R — PN E AN 5 H b
— AN A TG AN/ BUASEC O B 4% H R S 200 ke, sl AR S A AT A
Fe 22 DX Il A A8 X AR IE A3 TR, 2 7 A S0 g5 AN R AR i i 1, Bl oA AN A
FF AN 81, AT LA A A FH o A 5] 1) 481 482 7 00 DAAE U (1) s B2 Hh B B b B2 25 B L 2
W IR o 7E — L STt 7 S, K AR [R) 1 76T 12 VA8 0 22 3 22 R T R 10 T 3y o 497 2, ] LUK 38—
ANEE e TR N B AR ) S R o T LR SR 2 IR & 2 Al B e e 1 il n, ]
DAV B 25 B R o B R 5

[0124] 7R i F B EROEN T HETEZ TR T8 2 M T 5ot —4
A, BFEEAR T, — A MY 1 5118 K7 51 8 B AMA  — B NI 51 R
KT AN B EAMA  — AN ERE AN TS A — AN B N E AN AN A T BOR R AT T
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()7 2 B A WL 75— N AR HIEE R AL S — DN EA S — AL
AR 5% s B A S H g s — AN N REF S A AL A (B, ATt R4, A
T KB AT I F K shit, 011 lumina, Inc. JF R TSI «— L2 ANBELK) 23T
BE LI 51 (), 78— N sk 2 A7 B A — 21 AN BCE 2 AN RAZ R BE WLk B —
N EZAMEETR , e — N A B A ERFR A AL TR M — AN YRR &b
BUFFI — A A7) B A A A — 50T, A4 ] F T alifbox 6 5 i 4 110
I, i Gn e o DAL A4 1 BN A A RRIR B Bk T C 1 &) TA0 B, K 2
BR) BRI LU 5 2 445800 3R B IE R TR A3, Pk AN S e T
FUEAT A IE I 2 53 R, S8 J5 INER T BT SR 3R o b A, 75— S5 0L, 58 (1) F
SREREN AN H AR AR 0] B T A 2 A, 1 ol ot L ER VR A 4 (RCA) o 7E— L5
Jiti 77 ZE TR, PR AR fE T8 R FAE DN 514 P AN B 2 A4S e S e 2E T DL AR AN AR Y
(BN — A2 MEFHRIBTT) AT R R E S E A E S0 B, 18 519
IR K P BE AT AE T 51408 KT 51 o 7 5 oA nT AL T BRI S o AL T BUAEIE S B BRAE
T EAZ T RN IR P8 o T LLRAT B A& KL, Bl in 2 sk /b F213.4.5.6.7.8
9.10.15.20.25.30.35.40.45 .50 S Z MZ TR K B AT ER R T EGEES
S, 20 R LA T & I — DA T A e — e st 7 R TR K
FE L e DT £110.15.20.25.30.35.40.45.50.55.60.65.70.75.80.90. 100,200/ & 5H £
METIR - £ — L5 77 R, T B T T IR K BEAE 2 1 2 B A0 X T BRI Ve e P9 49 2
K RNA5E 3N LT R

[0125]  FE—8estjfi s b, Sk H — /MM T B 2 R G T S R
T T B E R LE T AR T 5 e A 2 R IR AT
e 1110 5 R IR 260G DAE A 2005 7 510 ] F T X 0 kIR T — MR B B T i i
R 2% TR 5 RIE T 7 — MR B T 6 RN 2 A% IR - £ — L85t 7 2
HETEZTROS 5 —ANEE N2 IR 2R im B AN 98 H i 37 98 H o B
o HANR vl L2 — N E MEH R KE, AR EAR 71.2.3.4.5.6.7.8.9.10,
11.12.13 14 154 2 AN R I K B o E 0 5 H i vl 055 [ 58 1 e 0 o 1T 1 SE A% Y
P P EL A 5 H oy v DAL & — A2 ML ER BB LT 51, DAAEAS A — AN B M B AL N —
AN Z N AT IRPREIEFE NS MR, PR E— A2 Bk
(AN A A% B () B — AN ER R IR B B B ML P A — H B A B AR i e 7 7R —
S S it e H, 18R T 9 H ity Sl 0 PR P DDA R I Y A 7 A 1) I 2 A T R R M e L
Ao FE—LE ST 5 2 H , PR T 5 H i T M P A O e i 2L K o

[0126]  Z FhIRAL A% EFER 1K) 7 v2 2 v A - BRI 28A-28E 8 Y T 2 A% HFBR A1k J7 5 i) AR FR
il P4 S A1) o AE — S8 S i T SR, PR R OB, 8 A A O R (91 W RNA B DNA I 42
W) o 22 P Bel 2 v I, A3 EAPE T, Circligase™ (Epicentre ;Madison,WI) \RNAE 3%
Mt . TARNAE 2R 1 (s sRNATESER/E , oA F T-DNAFIRNAPE ) o b Ak , 0 S A 47 7F d sDNARR AR,
TADNAIE B 7] DL $2 s sDNA , SR 1 38 05 A2 2 150 11 S . o 326 22 T 1 JEL At T2 R ) 2 i 457
$ifi : NAD— AR 14 2 42 1 , £ 3 Tag DNAIEREEE  22R R (Thermus £iliformis) DNAE 2
Mg KGFFH (E.coli) DNAES:MG . Tth DNAEHERS . K E S EMME (Thermus
scotoductus) DNAZEFEEG (IFITT) | #AFa 2 1) & #2088  Amp 1 i gase #A%8 7€ [ DNAZE F2 1 . VanC—
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RERENG V9N DNAERNG  Tsp DNAE B2 A8 i A 0 Eh IR i IR 1) 8 2R 2 g s ATP— A4 i P
HERERG , ARG TARNAE B2 . TADNAIE B2 . T3DNAE 24/ . TTDNAE B4/ . Pfu DNAE$2F .DNA
TEHZNE 1 JDNAE 2 TTT  DNATE 42216 TV AR @ 1 A= P SR e B PR 37 28 e 42 1 5 DA S BB AR R R
AR [E LAY, e FLidt Al TREAAA . M T B B A0, vl 2 8% R AR I v B2 LAE 3 20 17 N
IRTAE 53 7 18] 25 M 00 T il o 2 57 33 55 AR [i) 1 P 2, 7F — S St 7 S8 +p , 4 60 °C R fie i3t
5T W BITE o A2 — L STt 7 2R, [ BN TB] A 12— 167N o S 2 2845 BT DL A P 30 456 1) il
[y i g P P R ) 2% o A — e ST S b, AT LU R A DA% IR g 25 B8 LU AR Bk IS 5 ¥
AR RIEZL LR « 2 UL, A A liE S5 BL3 I, R 5] ANE 803 AMUIZ IR B A
ZENHA A IMESHARIERN A 7 X ICH T H T 28 R5H

[0127] 1@, Z R RE R I M & DUE IRIR 2% 5 R (E e, 83 (8 — ek 2
MEEEE T EZ TR 2/ B EGFIINEE R A2 2RI v A0S i 18 1 15 42
T2 RZE G, ARG B I8 Z 2 M IR ST 2 R (a0, 5 s Sekd i
iz —) iR 2 EIRNS v 53 b 2 (B H I E s A S T 2 R TR S 92
RIS i N3 Sy 78 AN FH R4 o 2 1 (A DL T B (B dn, S BEDNAR S i F137 Iim)
ARG P2 m7 AT LRI P AN AR i A ) o B2 R T e AL B U AL R I T A (A AR
NG AN AT %08 AR LS T R, B AL S B @ DL I BRI R R S VR A
IR Z AT - B SRR A I R (Can 4 i A 40 B A0 T FTDNA M &1 i R ik 281 3G ) el A B g
st 2 , DNAYE % B A S ml 3k — D 5, nAE oA 2 4% B IR , 4nJo 41 B DNAAT JC 41 g
RNA) BN FE i AR BRI B P20 0 R Bk (U an 8] 5E e ta i/ BiAg A7 1L 78D 5 DA i ) AS
PR 45 o B 51 I DNA R 7 VA AT 1) i Bk, (484 AUk Be A, nad ok 768 75 A 3 SR 7 214
FEAZ IR B AL B , ANDNARG T Fr Be AL o 4 0E B3 B R & I 2 % BRI, A~ 2
TR B A IR RS bmEkd’ i) nl §e thRAK , H B 2 A% RS i B AR5 v Al
3 Uity P (R AT BEPERIAG . PRI, 7 — 252t 77 R rh , E RN 2 E RS B A M E S
FIRER 3 IF, AT DS 42 m0oR X 43 AN R ) 2 A% 5 IR « 24 22 1% 0 R R i £ AN 150 FH TR) 9 g 2 1
GO NG, 826 P A T8 5 225 5 S EAT B SR %5 58 o 491, >4 P9 AP 43 15 510 i
7N T2 25 7 BT S e ) S8 7 R AR S R 1) s AT LB /R AR AR 1) 422 i o M 2 T TR
R — N E MR A I, 2 m s 5 O A R S AL AT S
BRI 7 S B K B R DL Z % T IR IS FN3 wi 3RAS 7 #5601 , IJe et an b pfr
IR LR BEAT 285 o E— St 7 S, 8 B2 R TR G+ 20 5 LB A, A5 AR A
I Z AL AT TR 2 R 2 MURF Y

[0128]  KE4A-4C/RH T 2 A% BR ML 5 00 = AN FERR Hil 1t S2 451 o 7E TR (K1 4A) , 2% IR
TETCAET e T IGO0 N B4k, Ty A (1) 77 28 (E14B) #hez 1 fg i i s F, i eGB i r &2 (
4C) i H T MR RE T A P AT R I, — PRI LR S B 2 A RIS T, T 5 4
BT A BIF — 2 ERNS . £ — sl 7y b, 8 i 8 n] (L6 4l H p Fh oA
[) P 1 4 1 DA S 5 P Fh A 2 AR DU IR R 422 ) “ TR A% IR ot mT DA B SR R Y™ T 46
et AT P T BIEOLR , T HR K, 78 e S0 BR R aT DURR 25 9 iy B A AH (R 4 42
TR B -3 2 TR AN TN BRI TTER L TT 2, Hh 2 R A
B (B D MfEEfr T (B23) BIG 00 R BA T I 2% E 1R (B2F03) 7]
DAAE FHEEARRE S 517 (B 2) Bl 5 i1 e 20 R 22 19 514 (B13) T8 3915 (RCA) 915 .
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[0129]  PE6A-6B7sH T 2 A% R (U BAEDNA) PRAL I oAt AR PR sl P 2= 451 T v2s o fr 2 1 AT LA
ASKERR IS N2 2 A2 H RIS 8037 Ui o ANl 6AFT 7~ , HLEEDNA (ssDNA) 7E37 3 o] LA B A Ui B9
FREIEA, DA el LA BRI 3 b, R AR E ARG 0L T PLIE I e MKy
ssDNAR S o S8 05 I & o FE X ST B9, 5.0+ WIE Y A 11, 38 F i o
5 4 I (PEG) SR IR B B A s sDNA F B AT FRANMET #2110 4 TRl nT RE 2 A I . B
AT DLSZELAH SO AR s GRS S 5 25) o — H S i MEiE#E , v DL g Ab B2 0
PR B, LABR 25 3 P50 40, 451 dn 38 3k 4 P i B At 50 ) B A 20 o — BB 25 3 PR
57 WS IMIAALEE , tiCircLigase, VP KA T W IR B LLE MU 2 % 5 1R . i Bl 6B 7
A H— 2 B B 5 803 i i 8 1) SR AT 421, T DU OB BE S5 10 i S e S S
P A B U XU B o S8 S5 T LA 20 28 PR 2R , B 2 3 PR 20 » K B i BRI BUTE %
W 2% E TR AE— L1500, tn B8P , 1 XUEEDNA (dsDNA) FRAL , DA™ A= B4k 1) XU
IR AT A XUBE IR AR M, DL Fe ¥ 51 st & AP 26 B 9 48

[0130] 7 —LesLiti 7 =, {8 4 T8 2 B R0 P > AR (9] 4 B EDNA) £ — 2, DA
RS> T NI R R B 52 T — AN AE R FE B 7= 51156 BH o 3% AT DA A EAN S A e 42
T5E . fE P Z TR A BLK R T L100MMZ RS DL T, 2 4 i 48 T BE Rl
FH o fE— 852 5 R, 2> TEREN & = /N5 M3« 35— &5 w3 L R) i 45 Mg 3 RN 28— 45 44
3o B — RN B g M ks 2l A B AR R 2 A T R R B AR BT B A AL - TR R
(1) 1) 4¢3 &5 KA 38 P REAS 5 88 137 B1) 02 38 21928 o DRI I, 2 4 5 0 20 A% EF R 174 2% 22 T A 8 2 271 1 7
Uity BB 2T, 1X A R T 1R MU BEAZ LRI I 0L T 87 201 43 7 W b 7 — 285t 7 2 vp , X8
BEANHIE B TR T LR 34 514

[0131]  MALJ5 , R B D BRM S W) b b 21 R0 o 7F — LS jiti7 b, R
o 3 i A5 P AN S S i FH ) 32 2 B A e ) A B o E — U ST T S, K IR R
o6 At 11 Ak B0, 45 FH B 1 0 A 1 KT A o AR 1 WK A B M A a3 R O R bR i T S
(B aSambrook fiGreen,Molecular Cloning:A Laboratory Manual, 554k (2012) Hr 2t
(1)) o FE—He st 77 S b, B 1 o A A B 5 RIS pHAE B0 1k V5 VR B 5% PR IR b B o A — 2652
Tt 7 ZE TR, B A AR B R 12 SN 0 A, A8 Ak e R IR 22 v 155 °C L i 160 °C L i 165
CmT70°CEE &y o fE— 285t 7 R b, kM 2 IRTE MU G 5 72— Se sl 5 B
15 F A DI TR i SR 5 i 26 M 2 A P IR o 75— S8 SIZJiti 77 o vb , MU IR B L FE MM UIAZ TR IS o
TE— St 7 R, AU R B AL FE Re c TERZ TR MG - £ — L8 ST 77 2, AN UL IR Bl ik A
ExolExoITT.ExoV.ExoVITFIExoTH [ & /b—Fh,

[0132] R4k J5 o] B0 AL 2 AZ B ER AT I 7 - 535 , W CALZE NN 5 2 A kAT — AN 2 Ff
P38 NI E, “PIE” AE R 2 AL IR B T — AN B2 AN DL AR L 2 p g b
ZIZH IR (I AnDNAFN/BERNA) (1) 7722 v B o 3 48 m) DL 2R 1, 38 80X, s 7E 2 B B
P R P R e M RN B B o 4 v ] B HE L R I AR, 5 n AR A D IR, Bl R LA
TN T B A SR R L SR A BE SN (PCR) R FHARYE L 514905 5 4 S BE IR KA1 514
SEARET ZAMEER , DLABE IS I 7 210 i 48 DI 38 K AZ IR B (1) A2 MR o] LLd I it in e 32
R4 SR TR (i, S5 E R 56,277, 605) AR ST (1541, W0,/2000,/049176) . it
hne & (0, S & R]55,527,670. 3% E LR 56,033,850, 3% EH L F]55,939, 291 F13E [H
L H56,333,157) A1 4 & RGN SR _E 1 51 A8 2H A Hi it e g3 (Bl an , S &
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F1%55,545,540) K SEI o FEFRNRT-PCRAYAZAL A1, A 0 5% 6 [ (RT) MARNA I £ T KADNA
(cDNA) , 28 f5 18 I PCRY™ B4 cDNA,, DL = A= Z2 #% DUDNA (f5il 4038 B & 8] 55, 322, TT0F13E [F &
F155,310,652) o A G VER) — AN LS BE By 1S, @ FRONSDA, HAE LT AR
(A 3R = 51 40 5 3 0] 5 58 7 40 0 R S B TRT B 2K, ZEANTPAZAE S 1 51470 ZE A LA R OUEE A4
AR R AL I 5 DA =4, N VDAL IR AT 1R ~F-A2 1 PR i 1 P DA% IR st 1R A Ui D7) 1
TER MR EEEN- SIS bl 5| e VIR C AR =L T~ — 5 518
KV RRN B B 4 R 65 , T3 B0 T LA 3 34 (a0, 26 Bl %R 55,270, 184 F15E [H
L H55,455,166) W& ASDA (tSDA) 78 3 A HHIF] (1) 77 72 Hp 75 58 v IR0 5 1 A5 FH g 4 o DA%
MR i AR A (RRIHE RS0 684 315)  HoAth 3 38 7 vL A FREIAY 1 RCA) (FlUiLizardi,
“Rolling Circle Replication Reporter Systems” ZE[EEF]'55,854,033) ; fF he i ik #fi
P33 (HDA) (9140, KongZ5 N, “Helicase Dependent Amplification Nucleic Acids” 3
E &R A FF5US 2004-0058378A1) 5 AR T EEIET 1Y (LAMP) (5] 4nNotomi & A,
“Process for Synthesizing Nucleic Acid” EEEF|56,410,278) fE—LiHM T, 25
P3G R HE IS RNASR G B A B 307 P AR AT 5 5%, Bl v LA S| AR H IR 51 rh o B T 7%
S 5 iR B AR TR 7 I 3G, tHRRINASBA (51 36 [ £ F1)55, 130, 238) 5 1k
T8 FHRNAK il Ga o FROVQBE i) ¥ 38 384t 70 + A 5 1) 77k (BN, Lizardi P55
(1988) BioTechnol.6,1197-1202) ; H h4E+F 7 FI & il (B0, Guatelli, J. 58 A (1990)
Proc.Natl.Acad.Sci.USA 87,1874-1878;Landgren (1993) Trends in Genetics 9,199-
202; FIHELEN H.LEE%% A\ ,NUCLEIC ACID AMPLIFICATION TECHNOLOGIES (1997)) ; 14 i
AN S SRR I 7 v (i, 26 B )55, 480, 784 F12E [H & F 55,399, 491) o A SR
IR Y8 77 v A5 F & R L R A IR (54, JR e sk RNARZ HFIR) 1) 5193 45 & 1% F
TEAR S RAZ B AR V) E X R R i (19140, DNAKE S AL B BRNasel]) , DL R BR BT XTI 1) 51 I
gh el (flhn, 2 £ F]56,251,639. K EH L F56,946, 251 FISE[H £ F|57,824,890) .
SRY G R AT DL 2R PRI B 2 .

[0133]  7E—uEsijfi 5 A, ¥ AL FE IR IR 1S (RCA) o H R RCA I B VR & W) AL — Fhak
Z 519 R A BEANTP, 3 HAE B2 B . — R U, RCA S N FH I R A e B BB s
PEM SR Gl « 2 PP AL SR A 2 nT R, JCARRR il 1t 52 5 G 45 A7) A% BRI DNAZR & i 1K
(Klenow) fv Bt \Phi29DNAZK & .\ Taq DNAZS SRGSE W, Z AL 2T RY 1G4, H
A2 R B AR 22 A% B IR )3 7 510 (0 P AN B3R 22 A48 DL (9 2, 3 7 21 B 29 80K T 292,314
5.6.7.8.9. 1085 Z AN DL /£ — S8 St 7 2, 98K T 292445 D) 38 5] BA (T
EAERNKE, L E 2 45.10.15.20.25.30.35.40.45.50.55.60.65.70.75.80.90.
1004 BHE 2 ML R , FLATART 5 2 B 4% 58 0T 59% 5| 90 i 2228 1R AE N B ) L b (3 2 24)
%/ 2)5.10.15.20.25.30.35.40.45. 508 3 Z ML L) - EITA-TCHR%: T & 1& 519 =
ANERR i1l 5241 o B TA S 7R T AN R AT LA PR AR v 51, HnT A I A v
FF NN 7 S AFLE T PN  AE— B8 St 77 28 v, AR [R]— S N H AR A X6F 2 AN BEFR I 22 B
P e M 51 W0 N, mT UAE — A9 38 S 87 R A R 29 el 22 20 £4910,50.100, 150,200
250.300.400.500.1000.2500.5000. 10000+ 15000 5% 5F £ AN A~ [7] B2 5 51) (1) SE A5 4 S 7k 5|
Y, CLE AT My 38 AH S 3 H 3P 31 (WERAEAE) o 2 AN8E 5 51 AT LUOGE R T AH 5] 22 R A AN
) 350 43 AN R 2 R B AR R R P 91« 4 2 51 LA s — B R (1) 2 AN B0 7 30 9 H ARB , 51490]
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CLIY 6 JE IR 51 R] B (48], 16 B T 20 81 28 /D Z150 M IR » 5550~ 150 MZ FH IR » 8 AE5H0-
L00MZHIR) , LA7E a5 B DR (1) A 80 Bl de e &8 7 - B TR T 5774 (E— 28 0L K
AR R BT IR A L) 2258 B 51 A8

[0134] K 7B/RH Tl BEAL 51909 G 1) S o G, BEAL 51 B F — AN E 2 AN BE HLEGE
BE LI 751 (5, 78— N sk 2 A2 B A —2H AN BCE 2 AN RAZ R BE WLk B —
AN Z AR , e — A2 AN B A E A R R T 15— AR I 5B
BUF IR 7 1t ) Gl X Fhos vk, 2% (B pr G B A LT A2 T IR)
AT LA LA A AERE P 10 75 S 1 o IR AR R R AT RO A B R 2 1S (WGA) 5 48T, SR 1
WGA T & (FEAW RIMME P IR) ANREA Y 50 2 A% TR, AR AN A A 2% TR
B o K TWGARE 7 )it — 2B U B8, 16 2 L L i 55 N (2006) J Mol .Diagn.8 (1) :22-30.
[0135]  FEIFZ AP ML Z TR HRE LT, o LAYER & BRI IE 0 T B 1
PG I, KE AR AN E RSB FEHEE T E S AL — el
Foft 2 N2 2H 4, A8 G sd s (R B A B = R 25— FhaEl 2 Bl asTR) o 9, 7 5 = A el DLE S R
T IR 2N REF 45T, SR 5 91 drnidd o e A0 SRR T IR 1) 2 A% 1 R R 4liAh o B, B 1
PRI DA S5 G5 R AR, SRS SR E T RR S S X I B — BUR G G, FR
DRI 14 P2 400 o 1T e 10 2 I A 45 AR AR T 3 B AN A PR B D R A 33 L BB R (RO HE A IR 2R
BB RIK O s FIOE 06 5 HADM B JL R R G R 05 R T W R &G R o™
) V2 HE BRI AT Y R (B PR AR B SR AR SR A R R R R PR A
Wi & @ EHLBEES R B LF SRR PP L AR SR & 75— sl 7 R rp , B R BR el L
by /INFRT B HORORE I 2, e ATT AT DL Wk SO Bk, DA a8 act il I 3 Sk AR i3k 8 o T
“CEEXT IR — AR My 2 —, H B — RN A N L B R R S SR AT
HIERI S AR AR EAR T/ Buik (a0, v 3 35 17 /P i o 817 . iR RS
(DNP) /HiDNP FHish ot 3 —X—Pi PHs LSS e 2/ B e 3R V0O /P i, P FHH /Bt
DR s EVR/ A RERED GUENR/BEAEYEED) SREALSEA (CBP) /
BRI 5 PR /P SR B R TR A s IR/ A RSS2 A s B T A/ fUiR s Pt st/ B
PG s B/ B R 75 LS/ TR A

[0136]  FE—Lszjifi 7 R, ML Z L H IR Y MG S £ 0HE — A2 N EsMa 1z
N o 7E— s 7 R, SRR G R SR AR 6 & R SIARUFAIB (LS 2377
[l B pa) (RIEEE A IR S () TR 2R (b) B EFAIN MEE—51, s
— 5| WE P HIAS RN 2 (B P 51 H A M 5 8RR 51 ) 7 B AR S 1 4558 5 (o) B P 51IB
58— 519, Hrp 238 — 5| WiE it BSB Z [8] 1 /3 &1 B A -5 88 0 B0 T 20 1 AR
ZHH RPN TR R T2 LK (d) SE 28— 5| RS — 51 LA =B 9 ) £
AR R A B Horp 88 7 5 P BIAI S ity 5 77 BB 3 Sty 2 18] 1) B 25 N 75n t sl 58 /N . 1
107~ H TAEREE GRAENFRIR, 75 MBS A8 F6 & 2485 TR R 7 21 1) 2 B4k
B0, 55— FNEE 51 ARX T8 5 S 7R B HE 51 o 25 B8 21 51 P AE RT3 7 51 B4R [ HY
[a], i HEF BT AR 9 “E %157 (B2B) B “FIE” 514 FHB2BEI ¥ 15 B T & SE MR AN/ B AR
R 38 7= o B A1 5 3K T 1) &5 B AR /N R T8 (FR — ) 51 s BRI e B ) VR TERE
1) JE BB P 58 22 0 BOAL SRR 8, DR AR B - B R B 8 e 87 (% SR T B el
FP5) H ORI S HEB R B A TR 5102 TR A AT B B /0N o 3 56 15 51 4 ) L A 5 it 77
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FEAE S B 13A-13CHTR o

[0137]  fE—U&sijifi /7 A, P AIARIS i 5 7 FIB 3 By 2 [8] 1 #E 85 A £9 B/ T 25200
150.100.75.50.40.30.25.20 158 F /DRI RZ T IR - 72— L& St 77 2+, J7 51AZ 7 F1BH
AT o AE—LE ST T S H BN 2 AN AN B A 1 2 X B2B B W T IR — R RiHE, LT
P38 2 AN AR SR 5 (40, 2988 % /0 £110.50.100.150.200.250.300.400.500. 1000,
2500,5000,10000+ 1500058 5 Z A [F] I 7 51) o 5140 7T B AR G i BE, dnA g Ho i
7 BT IR o 3 AT DAALFE AR 3 4 56 T AT A 1E B9 3 SN, WA T IR B 4738 s Mo 7
— B T S, G R IR A R SN

[0138]  7E—LLsjiti y £, B2BG WAL B /AN 7 A1 e, ad ik 3 51 E M 5 7 51 44
B — Jo A, FIFE SR — Ju AT 25 B B — S8 I B T 28— 3 3P B A AN 5 8 7 31
RIS R (B, T R SR A Ju I E A AL B DI B 7 513 43 2 [A)kD
SIHAME) lan, 56— 1SR P FIN 195 MR FFIC, 58 — 5| Y8 & 787 5IBRIS Ml
JFHID, 35 BLE58 — A8 W0 B R I — 7 S B TE] , 13 I CRN 7 DA 5 2 Fh 22 B A 4
AL AR FHIX T 2 51 P H — LS SETiti 7 b, 4 38 nl A FE 28— Be A AR O B SR — B B
FRESE — IR N R4S D 08, 2 LA 5 — AN e — 514 5 2 BA (8L 2 IR 4458t
SIPIREA s 58 I BOALFETE R T AR — IR 5 IR R N B s D IR, R I () B — A AR
51958 F GEAR ) B — B S| WL AN T A BT R M A2, HF S R A R
FEA T 51 & =y rb 5100 58— JoAth 5 R e 18R 258, TASRI T 51 Ay i A B —
T 5 2 AR Y B 3 51 2 (8] (1) 22 A8 T R 380 R B o AL bk, w7 DA B B B 38 DA gk 2D ]
BT A7 38 P48 ) B FE B, DT R A X 28 o LG 491 1 LA A BCRE 22 /N B 4% DL
Sy oA an , FE5MIE A 28 IR R T 283 F 51 AE i (40, 22 /05.6.7.8.9.10.15.205L
FELZAMER) 5, RNIR SR ED5% (BlinE /5% 6% 7% 8% 9% .10%.15% .20% «
25% .30% B FH ) W9 38 2% H IR A E A BUE 2 AN 37 218 DL ARSE X MY oA R
B2B 5| W04 Gk R 1) STt 77 S i BH B 1 1A- 11D

[0139]  #E et 7 b, B R AFE MR} (skewed) B 264 T I3, UG ik B 2 Bk
PRI 38 B B A, v DARRAR S| 0K L, R A RS 9l R AL AR < 5 519 4458 , T
JEACPCRI W) FALAIE , ZEAEFA SHIA] Joli 2D 51 1) 2 58 I 8]t 2 9 20 51D 458 5 AT 3G -1~ 34 PCR
P IETF- RN BB A o 380G I 1 5P 0/ BCAE AR (] B DA SR AL b 8 INPCRY™ 14 71 ~F 3 K
AJ DL X SR AT 5

[0140]  7E—S6sjifi 7y S b, 5 )0 7E4F FIB2B S Mt A7 9 BRIl L AL By 34 724, LA
BT RN E AR 3 3G, AT 92 A/ BT R R & 2 BRIR A Y h i A S E X AT DA
1 F 22 Fha] IR 58 5, B R IR -, Mt Fh VDB A BOREE e ik e (4, DA & 45K
KT 213004005004 558 2 MZEFER I 7 B 5 LA Sl I Bl 25 A G vk B 138 47 SPRT
Bk (Agencourt AMPure XP) FJR/Nife#. 140, 78 S5DNAF Byl & HIE 18 FHO . 6x 45 & G2
WA 026 45 K T 21500 Mg Xt (bp) FIDNA B .

[0141] e 38 7™ A= Bk 22 BRAA ) — S8 St 77 S8 vh , 72 N BB 77 A2 R I ST ) T Jok
AT EAE R F 800, W BRI A D XU A A o D PR A PR 7 A U A g A T DU A FH 22
PR & I 715 o —LERT BE A 7V a0 1 9A-9D 7 , 1y HL AR AT LAASE RV 22 HoAth 7732 o 51l , tn [
AP, A8 FHBE ML 514 58 G il  ANTP R B2 Bk 7= A= XUE - R 9BH 22 1 21 IR 3 4%
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T IE AN B3 A B 12 81 5 40T CL AR ORI 51 4. EI9CHR 24 1 “I87 A Y, Hoep
PN 31 10— A R i B 0 21 22 AR ) R, Horp I8 i 7 B — /N A RS IR - 7R X
FRIGOLT 7 I I 4 77 A8 4228 FF IR SR G 5| DA I 30 . 1 9D7R HY 1 B S A 5
YIRS 8 B TR T S R0 TR R AN R R Al B A SR s B TRe N R S
EORT=RL

[0142]  ARYE—LLSL )it 7 B AT ML I ZAZ TR EHY M=), il Tk & = ) & 7
J3 B DA 72 A 0 5 B o 3 2 7 3 2 A 1 O 15 B R T DAAR 3 AR SO A T oAt VAR . 2
T g vk e m] R, G il s W 71 SE AR FEEANER T 11 1umina il & 90 &R
g: (% i HiSeq®# MiSeq® (| 5 £ %:) \Life Technologiesili&KIllJF 2% (Ion
Torrent® . SOLID®%%) .Rochelfj454Life Sciences &%t Pacific Biosciences &4t
s fE w7 b P 4 8 P HiSeq® B MiSeq® 2 457 2k - i 40 3 % T 4
50.75.100,125,150.175.200250 3001~ B B 2 /™% 1 IR 1 152 HY o £E — e St 7 S8, M7
BFE G BN P I R S Hrb B o B A AZ B R VAN I 2 A SR R Y b A T R
LA S 5 o A RIR W T 2 A B 37 1 — AN S A1), L 3i 3k o3 A BT 72 AR 10 6 BGTR A 4 Hh
JF IS B 7 ) B R T R 1A A7 AE T S8 B BT IR B N el e, 51/ Bt/ SR G i E A ik S
— PR R ER A W RAZ AL AT ER B N, W SR s 87 7)1 — 1l TR % 1) o R BT IR (1] 1)
—RIRAZ T, TR TECEE IR - SR Jo {8 AL 22 O Bl 5 Z 40 %5 0 PR TR AR B RR 1) A7 1
Z RGNS A PR B IR 2 AL AATP, 2 J5 A B L R BRI EATP UL A B nf M E W 15 5 . 24
R B EES , B2E T BN, SRR B JERT , SRR B AR & SR P D R G , 025 Pl 2
JE I b 5% 5 A Az i, DL S 45 5 AR T 91 AR 1Y) i St . 2 D0, 5, 3 R RS
6,210,891,

[0143]  FEAHSCHIIF AR B 510/ Bk / SR A 2 SR e A28 L, HF HizE &1k
Eibric R R Bl o & S AR T vl @ Il 510 51 R T B AT/ 8RS i AT, FF BT
DL L B B AR A0 1 o 4, 52 AR 1) 3] s mT DA d o 2R 5 g X 5| 4 5 2 eGSR TR 2 (8] 1) 0%
B s AR ] B R EREA U AR A LR A IERR B NG, frid
Y58 A RABREL, B2 nl RS I o fE 35 70 &b IR BRI G DU R, #5407 il 54 52 [ b
) AV AR R R 5 2 A R ik AR IR M AZ R I 8 N T2 b R AF R T
BHIE 7 2EA, AR e i I 2 2 AR, T RV B B A Z TR - S8 5 B b ic ) F g
IEF B AR L 220, FR ARG M D IR 5 R ZE AR A AR LI ERIAZ TR 15
DU, GnAETE IR I 2 ISR B — R R bR e A R N2 2 SR h Dl e K2 B ke
BN AL LB B IR L BRI 2 B G M e D IR 2 G S PN R A T ER AR [ — I 2
W I I ROVR G VIR TR IR « 2 W, N, S L R56,833, 246, Hoh T A H i 51 H
T BEAR I NS B0, 11 1uminad& K 2H 53087 248 (I111umina Genome Analyzer System) J&
FETW0 98/44151 H IR F A, FHoFH DNAZy 7 im ah 4 8 TR 45 A AL f G ANt FR i 31
ek &4 ) g5 & 2N P& Gashit) &, I BAEsa v BIRA Y 3 78 5 B3 HEDNA S 1
AR — RS 2ANE - ME S EERTR, BN EEa e TR 2 TR —
AR 0 7 50 B AR, T 56 A 5 SR A T30 2 % B IR 1Y 3 — > oK i 1R 7 91 B b o 3X
G S AT R P 1, 91 WnUS20140121 1167 BT ik (1) . DNAZS 78R & 5 0 7 51 43R -k, 5 H.
A5 FH ] 388 25 1k T VIR N B R AT I o AR DN B WD AR AE 2 T/, T LR 8 RUFEM IR 2
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BREGERZ P DIFIAL S EI DM 2 A% H BRI — 2B, WM T — SF A S [
IR A, Tl A v LB, 1 — K g & T IRl R 5 51 4258 .l
[11uminadi R 2H 73 B A R G A H B A 8/ 8 ¥ it shith, 7= A2 K R 18 2 36 AN Tl S 1 I 37
BEHL, BRRIEAT PP AE> 1. 3Gbp Y & Bl s (S Mhwww. i11lumina. com) .

[0144] 75 55— G O i R v, B 5 ASEAR ARG 14 & B () 24 4T 1T S IR L5 AN [R] Bk i iR A%
HRRMB N BRI T , B RChRIC I Z T RIS, WS B 1) [ 5 1) 519/ it / 58 &
WA G AA , AT 70 VT 2 W02 1 AR D S i 65 5 R PR S N s o FE O RE R, B 2R [0
BT RSN U RIFAZ TR — B L, @i s id R EE TR AR
H 22 R () B R AE 1 — 35 0, R, A 28R e B v B R o B 2 A b i pm e A
BN ERE, T 72 AR R SRDNA &6 B 73 - (R L 88— i SOk B G o IR il AE SR
/NI HEBH AR FR A o I 0 B S AR B AT G PR A, 77 AR T Sz M R X8, e AL 40 B R
PR AE |3 B0 I [R] N AR AE , T8 N B TR 7245 NI e 05 72 W 82 AR A P O/ BE 58 A I I 1]
KPP T 55 N B A RREAS 5, FLak n] i B i N P BRER BT RE R (S S i AT R
fiE o FEAH IR B 7 10, 7558 & B Bl 2 G AR HARER 40 Fs N % R _E 3R AL A A I FRid 2
g5, IR SR RE B 4% # (FRET) BLkbXt, T8 N A G5 bric 4 55 A HL AR , 77 AL i
TG 5, X2 S NI TR A 1 (0L, a0, 2 E & R]56,917,726.7,033,764.7,
052,847.7,056,676.7,170,050.7,361,466 17,416,844 ; FUS 20070134128) »

[0145]  #F— LSyt 77 22, #F i HH (R A% IR Tl I S R gk A T M o 1% 07 15— R A FHDNAGE
Bl kS E ey, il , e R S (polony) HEMAESOLIDE R (Applied
Biosystems, H il A Invirogen) BT FH I o 38 5 , S 4t — 40 18 2 K BE 1 BT B rl e SR A%
FE , 12 HEGI PP Aor B AT A ic o 1 TEA% 1 R IR K I 7 42 s DNAE Rl 0t UL 5T 7 21 A A0 2 i e o
PR BT AL S EANT AIRIE S

[0146] £ —uLsjia 7 A, 7E DT 53 A1 2 BT » B 38 T DNA 2 B A ) 52 I 7 S o 9 34 11
DNAZ B AR AT DA A B B 3 P A 42 1A i, W B 1207 o fE— 221500 T, 97 15 Y DNA
Z AR BeAb, 9 e 88 S A, FF HR A R 20 A Ber W o, 40 12BRf s
[0147]  ARPE—Lesjfa 7 58, W WP S5 255 7 51 2 [0 16 )37 51 22 53 I AE 2 /DR AR
[F) 1) 2 A% IR (5140, PR APAS R IR 2 %0 IR , Fe o] DU T~ B AN A i 42 s 4% X 7)1
WIAEAZ T 51 22 5 40 7 DR B TE 1) B A8 A (9, A7 A5 T4 BB 7 5T AR b, A X
SO R P AR AR — AN AR R 25 ) o BRI AR 99 18 50 P £ iR 1) 45 SR 7 21 A2 AR AN T g £
A2 A ) S 7 2 6 7 Fh R[] 2 4% T R _E kWb B (B, A B AR AY) |, Bir LA INZ 96 AE
SRR KIS T 5 R T AR ) 1 5, [B I A RS DA it o (30 SRR 7 20 A S 14 3R B R R 4
TR ) B8 vy o A — e S 7 S rh AR 2 AR T 29596 .4 %6 .3%.2% . 1.5%.1%.0.75%
0.5%.0.25%.0.1%.0.075%.0.05% .0.04% .0.03%.0.02%.0.01% .0.005% .0.001%
SRR 7 F AR TS o v T 5, T S VR HERR L R 58 o 7 — LSl R, R A AR DL 24
RENT250. 1% B H I AE— 2L St 7 2R, U P AR B IR AR G v 22 B R
T SEHRER (B0, pfli £ 980 /N T £50.05.0.01.0.001.0. 0001 5, SEAK) I , iZ 40 7840 =
T S AR ST B, YT IR AR 28 B0 2 /D 20 SRR R 245 3% 4
1% 55 615 T 818 L 95 L 1065 . 254 L 501 . 100f5 B 5 2 1% (B, &/ 54%) I, iZ 43R 78
Oy T AR S S il Ty Sh, TR A B 45 8 1 BV B 1 T S R R 20 R BRI
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F£1%.0.5%.0.1%.0.05%.0.01%.0.005% .0.001% 0.0005 % 5k FAIK . £ LL 5L it 7
Frh L EHRRKT0.001% .

[0148]  fE—RLSIy 77 R, %58 HAEM T H1AR MR (A AR ™ B “1F H HE”) B FE
— AT S 22 T A AT A, DL e iX 3 B 22 5, DA RS e e
BE, IS — DN F I 7 — NP RE SRR —ANF 8 5 ANBRT, XA F
VL FC G SR an el @ AT 47 43, 3 BARIE IO 8 S H 7 50 &M BT =R B A s ES 5
[P VCFC R AR A #E (alignment) , 7 HARER 72T F A1) 90 RAZFE W HEWT o 7F — LE S 7
Zrh, 5P s G AT L AL B 22 A A 2 25 FE IR A, 491 40 5 52 4 T T IR — o) Rl B 1)
FER 2 o 276 BE R 20 mT DA A S8R 1) BN SE 3 ) o 7E — LS 5 B, 28 FE DR AN B &5
Z R BRI X A 1 » 451 Gn 2 [X S8 15 228 28 DR A B ) P 23 A 10 0 s AR R S5
G AE— LS T B, 2 PG AN EMARN 2 ERF A, Fln, ckE — A
BB B R EE R A YD B B AR AR YR I R B, B T S . 7E S
W77, 275 AN H 22 L 2 — 340, 9 5 — > B 22 A i 23 A B 3 2 B AR G
(P IX 38 (g, — AN B2 AN R AL, B 73) 2 A8 o M , SR s JER AR (48] e e Y5 G 1 1
BN S28 FE R 20 & 1% 00 JE AR () QnH TV JHPV B 35 1 40 B B kR, Wi K I &) 1 52 B2 3L A
HH, B H 8 %A AT TS0 19 4 S e ) B AR ML 2 o A — SRS T R
BB S 2 ANASEN 225 53047 EE T, i BT 07328 22 FoAS [8] 1) A2 AR 8RR ik

(01491 7E S R LU G, I 52 B (R Bk 3L 55 18 255 17 51 R I AN DL BC R S 8 7R 7 1%
KA T BIRTAL M, 24— BNFE 55— 20 (R B2k 55 10 G036 1 I, HEWT & A T 4
AR AR (G N /B2 (indel) ”) o YA BRI —DNF A5 73— ML EE XTI 1% bk
B BERRATEXT L XF (pairwise alignment) .22 41 B X8 A2 F8 P B E 24N 7 41 1) B
XT, AL, gl anid I — R BNECT E XS o 7E— St 77 S, 4 LU H T 4308 S o B 8 N N/ ik
5% B 0T BE 4 158 8 EAE o 2 B ) B R AT G R, DG C B AN DG C -5 SO 5 B 46 v e 1 LE
XS5y, HATREAE , 1 W1, 1AVLEC IO . 33 0 A VLHL o 4 N /SR 2 ML X 15 70 H kg 2= A 51 0
AT LU, i hn—1 o 23 A7 511 53 A0 B # m] 58 14 AT DL - 22 56 R R B A - 5C T 13 A1) ] S AZ (1)
Je B AR o B ATT A 82 e 77 AR R b G o T R AT bE X B AR 1 S 491 A, 45 {H AN PR T Smi th-
Waterman (SW) 5% \Needleman—Wunsch (NW) 872 . 3& T-Burrows-Whee ler 4t (1] 5y (BWT)
DL S B A 2R BB X 28 iiNovoalign (Novocraft Technologies; A] Mwww.novocraft.com3k
%) \ELAND (I11lumina,San Diego,Calif) .SOAP (] M soap.genomics.org.cn3kfd) fiMag
(Al M\magq . sourceforge.net3ffF) o thATBWT J5 V21 — > 7= B 4 U XS A2 7 £ Burrows—
Wheelerkl Xf 2% (BWA) , H vl MGeeknet (Fairfax,Va.) 4E9'HSourceForge MW it 345 . BWT—
MR IZ IR o PR 2L R I AT 1845 L Y 1) 5 B B AL v BN IR 4GRS X (1) 1%
TR 7 41347 2 5146 (index) BN AT E - TAL FEIS A2 G FEBWT ) #4028 (5141, 276 )7 41 1 2R 5
Ad) TS 3 A B BICHE 245 ) - BWAEL 45 PR P oA [R] 0 450925 , 35925 - BWT o i BWTEAT (1 LU X e g A
Fbwa—%4 (bwa—short) BykBAT , 1Z BRI X E1IA 29200bp ) 46 AR T 31, A K%
23 (<3%) (Li H.AMDurbin R.Bioinformatics,25:1754-60(2009)) . 5 Nk, BWA-
SW, e &t KB Wk i, RAE 2853 (L H. MDurbin R. (2010) .Fast and
accurate long-read alignment with Burrows—Wheeler Transform.Bioinformatics,

Epub.) .bwa—swht X 28 G B FR N “bwa—K” L “bwat 512" 5 S MUAT 2 FR - 47 Smith-
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Watermani VR AN ] — AN bE 55 FE 6 2 MUMmer , H. o] M Geeknet (Fairfax,Va.) ZE37 1
SourceForge X i 3515 . MUMmer & — A~ FSR B L X 5e B8R R 20 1) RS, 018 B 2 eI E
A EEE A Kurtz,S. 25 N ,Genome Biology,5:R12(2004) ;Delcher,A.L.%¢,
Nucl.Acids Res.,27:11(1999)) .40, MUMmer 3.07E2.4GHz Linuxf 2\it-SHHL L, fi
T8MBIF) N AT, BEREAE 13 . THD PN R H 7E — X B IR Bk 2 22 [T 41 2 T) 1 4350 20— Bk 22 0 B0 B K ) s
B LL FC . MUMme 8, 7] DAL XA S B 1) JE R 4 s B RE 8 2 & st AL K B S Aa v 0 7 1 H 1)
100sE(1000s ) & R, I HATHZ R A A& FINUCmer B2 o e 55 55— 21 B i el 2R ]
L FEAT LG T o b R e Y JF A S PR ) 52 51 604 : K HKent Informatics (Santa Cruz,
Calif.) JBLAT (Kent,W.J.,Genome Research 4:656-664 (2002)) ;K H It 5L 3L K AT 5T P
(At 5¥,Conn.) 8B{BGI Americas Corporation (Cambridge,Mass.) HJSOAP2;Bowtie
(LangmeadZ A\ ,Genome Biology,10:R25 (2009)) ; fm R A HUAR A% 1 B % 4045 22 (ELAND)
B 51 A8 S LR VP4l (CASAVA) B PEHIELANDv2ZH 4 (T11umina,San Diego,Calif.) ;5K H
Real Time Genomics,Inc. (San Francisco,Calif.) F{JRTG Investigator;k E Novocraft
(Selangor,Malaysia) f\lNovoalign;Exonerate, R UNAEWI(E B #WF7BT (Hinxton, UK)
(Slater,G.fBirney,E.,BMC Bioinformatics 6:31(2005)) ,Clustal Omega,3kH
University College Dublin (Dublin,Ireland) (Sievers F.Z% A ,Mol Syst Biol 7,3
539 (2011)) ;3K HUniversity College Dublin (Dublin,Ireland) fjClustalWakClustalX
(Larkin M.A.%2% A ,Bioinformatics,23,2947-2948 (2007)) ; MIFASTA, WK £ ¥ (5 2. 241
FLHT Hinxton,UK) (Pearson W.R.Z% A\ ,PNASS5 (8) :2444-8 (1988) ;Lipman,D.J.,Science
227 (4693) :1435-41 (1985) ) .

[0150]  7EWE36A-36H- $R At 1 AR ¥E—LL St 77 22, FE e Xt T2k 37 0 R I B 1) S5 it 77
FHTTER U - B 36A/R H T FESL I JC AR B AUEE 2 B R 123+ K(101) , HAATE 4
FSUEE 2 i HF IR 2 A EH B A% 1 TR A AR 3B A% B AT a2 (100) , 18t A% 5 (R A AT 4 “G” Bl AL
AR N 5 PR . A X R 2 AL AT TR IRE o AT DL AR A SRR L, G IR R R A L A R
Z 74 (B WiAE NJE R 50 ) vl B T 2 0 B 740 R 2 0 R B A DS X
RN A i 1) TR 2% L ANMEE T 7 Z 10 2 901X o BT , 481 2, P 36 AFP) 8 22 A% HF R L 75 B 1) R A
K B AP Xnl (110) Fin2 (112) , 3 HAE T AME (120) B9 AR S B A BANFFIXnl (116)
A2’ (108) o JRE &Il 2 A% EH R FER 7 51 X 4% B 7~ N BE B /N ES AH A2 7 21 X AT DAL 35 A
B A v 2138 A% JE R 2 (100) Fr#EAN X B .

[0151]  FE—SESLj )7 SEHh , A FF S () BB 2 AZ RIS N3 I3 1 DL S AZ IR B Ak A/ Bl 3
Al J B H 43 BA STt FH — AN B2 AN AZE A3 I 1) N RN (125) o R SE Tt 7 8 9, T A% 1
PR ] SEAH R 7R A Ao A" ARZR IS IN— AN B2 MZH TR, (H A2 VS I 22 5 2 B U5 H T
Rese A TER BRARE AR A8, a0 F SO s <@ id “Ax--ee N RIRUS I AZ H IR HE AR
B TERF IS I AZ T R 1 Fh A PR 1) A o TS IR AZ B IR A TOUE 1), AR Fh o X B hn R e B
15 FH I AZ B R A A (1) PSS 2 O RN 9F B B A vikde e vh e 45 . 91 4, =5 RE 31 Fr e £2 1
WZE R FhSS , 1 B RE 58 STt 7 S8 — MR TlE 1% 1 IR 1 DR 3R T DA B A0 BRIV 3 e 72—
SO STl T 22, A% E R AR AT DL DY A% IR AT AR — B AR = BRI , Bl B, D
fEr= R R, 83 LR A PIE 0, DUE = A XL IR =% R B o /£ — 2R 15 00, bR
T VU R SRDNARR I 2 7B AK A DU b R SRDNABRIEL , ] DA R R s mie A/ 8% EF BRI - 11
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i FHCircLigase "M —Lesiifi 7 Zrp, Tl % H R T LA AR/ BT 75— 25l 7 v, 4b
DITAHE T iR R B, I BACK AR T BRI NS %o

[0152] 7 iR AT th MR REVR & W00 9 8 S S P2 ) 2 e » A FH AR g B0 1) 4 2R
b, i 36BFT RN , LAF= A 38 (132) , BN IR EL BT AN “nj—A--A-nja” (133) )75 o« 75
AT I 1o MR BRS04y B 38 (132) 2 )5 8 519 (134) 1B K &3 (132) 1) —FhEi £
Fho| st G4, 2 G EATTREAR L= A BB B B AT TR R n -A - A—n el 7 81 TG A 1 5 T
(1) 2 A, GBI 36ERT 7R o FE MNP 2 ) » T LA 17 51 oA 4H 20 Fn o 5 e AT TRR R AR
fny Finge BEATUCHD R % & HAMNE , 0 (136) AT (138) fEFF (132) Bk FR51M4: &0 2
VT B 1) ) L, B AT DA B ML 51 51 o FE — e St 5 S R, e A s A 2 A R
(100) AHARH BN B Wl A7 s AR A S il 5 B, I B 2 A 5SS S AL, TR 5 ) 45
0L 8 T B 519, DR Y 38, BEAEAE — AN 5104 G AL s Fp R AR i A — S
v, B O 51 a8 A A S WA 51 R T R 2 A

[0153] 7R & TAMEE 2 AR 2 J5 , o] DL EG X 22 B4R 7 41 5 B o] DL BE 35 79 2 BE 1Y
DT A7 B A I ) 5 o 7 22 BRI ) — S8 57 B AL , iR 36F HH ) (140) TR , £E— X W i) —
AR 7 R TR 2 5 A B A A RS T BEAS SR H ) 53— N ot b P R B AR, X
F U T a0 AR N P A R ST T A IR A E AR A O T, T LR S A AR 2
AT A P JECAth % DL P R R A7 BB A %) i s ) o SR i 1 45 Ao B AL B AN 1 o A8, 4 5 ST
A TR B ) 7 AT DA AR R 22 A R R OB DL AT BB A R e 2
B o P T EAT S 2SI 5 1 JFE A D7 v T AR A A E RN R 2 T A, T LR X
B VR T IR B R 2 AME T, DARN T 24 AN 18] FE SRR LA A R e A )
(1) TAF AE—LEIF50T , FEIR B ARTRSUEE 731 16 B AMEE AR R e A B B B2k (il , an ek 37 AN
5 Uity 7 51 BT S 72 1) AN A2 ELAMNT , R Ui ) e A R T LR R B S 2 P 5 AT 18 5
A28 T R T IR 25 7 5 B SE 7 FI AR Ik

[0154]  ZEI ARG MR H 5% AT BLAE 2 BC AR Y (1 ¥ 2 A% P BRI A5 Db,
36GH ) (145) B o X FF (1 E0 98 36 W ¥E 2 A% F R AR5 B 5l 17 2 A3 3

[0155]  FEIAMIFN T, AT AN S 8 BN 2 IciA s B, 28 T 5415 B A B VT L 1 2 B4,
B, TiE A% R X B K B, AHARST A5 i 7 F1) 45 o iX SR AB I AR I STARTEI 3TBH 7R H o
Horp W2 TR (201) 05 BABE 2R TR IR 1 AN WUBE 2 M 17 IR 2, 15 19 B0, 2 18 4 6 [ s
(200) - FUEAZF R (40, BREFIR) v LATE IR . (225) P 2 2 2 i F R L F2 i, LA
B3 M 2 A% R (220) o 40 ERTIR, R J5 T LR 2 A% 1R (220) 246, I8 RCAY™ 1Y, FHXT
HOHAT I R CAAR 3 2 B AR 7 1) (230) , 1B 37BN o 1 5 0 2 3] 1) A% S £E DNA 5455 v AR
O, B nCRITELGRIT, >k B ARECK T 2 BRI X RS BV A A B T e e R B R EIED
RAF T AMALAEDNAT A

[0156]  fF—sbszjifi &b, W 36CANEI 36D AT, Al A& 4> T A 514 (Bl 4
MT1 (150) MT255) 1B K BTl E 51945 A0 s LAE P2 A AN HA R AR 25 1) 22 B AR o SRR 93
TRREE A7 AR X 23Rl 75 B A5 AR R 30 5 0 BB IR P2, Bl A+ -+ A—n ja1 R B 01 o IR A
(bR 2 A B FH 673 7 AT T F 0 DA A e 15t A% 225 (8] i A 1 4 LSS 5, 491, AR A A J et 5
FHIEANA ST (I Brennerds N, 258 4 F)7,537, 8974 th HiiR (1) 7772 o 7 — Lo St )7 2 vpr, AT LA
WRFERA TR 51, AR 2 A% TR — 58 L RA A0 5 (R B E o Tis
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B Z AR Z BRI P 26 BE P 10— 2k AR A S 5 S SR B BE 2 IR 1Y
HAMEE IR ]2 B AE A 0 T hn 2800 51409 1 (0B 36CH )

[0157]  fE L85t )5 S b, T4 ¥E 2 A H IR T AMEE R B3R 2D R T OF N F Al
A ke DR R Ak 1) 57 WL AR AR T3 3 o AE BB ST S, P U7 i s UL PR (a) T8I
ZIZHIRI) DI N HUELFIRS S i i 5 (b) i 2 A% FIRIN) H AR 1 BEIA b LUE il F B
ZIZHIRIN, ik — A B A HUE X H IR IR € RN RS LIRS 751 55" 751 2 1]
[R5 5 (o) I VRIA B il (RCR) 33 L4 2 A% H R A LA Jl 2 5k 5 (d) x 22 SR AR 2t AT
Frs (e) B 5 — B AT TR ARLTHIS FPAIME R [F — M5 & H 2R
P B AMAE (19 22 R A 5 DA B (F) MR A IR] 20 % 1 R (1) T AMEE ) it 28 IR A X 1) P 471 ff o
AT B DR a9 7 4 o AE HAth St 77 S8, I ROR Y 1Y BB 3A 1) AP SR AU F5 K A 5 —JE B A4b
IEH) 51018 K BRI, FLrh IR 5IAES AR B AN A & MR 7 T AR 25 0F HAR YR
RCRT5 S AE AR (17 o 43 B R 7 048 & AT URs 00 T i 28 10 2 BB AR, FL T L S ok H
A 7 2 PR 2 PR AN 1 He At 5 AR 28— 2 580, RASR (I DR JR2 (14 75 DU &

[0158]  fE— LSt )y S o, SE AL BRRT L@ AR 00 R S o Al i 2 IR I — A B A
P RZ RS i N JFE K S Mt o £E — 8 S5 S P, IXAR 0wl LU R R AR AL IR 3 1%
BRI (I TATiE 1% L AU R A B 1 55) SRS«

(01591 fd f B3RP B, AT LA AL HF IR 3 51 o 4 5 22 AR J2 81 o 28 K RIS PAT MU e (Hh
R AP BINGS) H, AT LA SE & A 2 BRI SO T 2EAT SRR AR B 51142
Ao SR AR5 73 1K) 32 . (DNA/RNAFP B (¥ 2 4 At 30 m] DL R 3 5 255 J 81 B T A
Wi B IF B U] S SR AN o 1 IR B BRI e R DA HEAT AR R T K W]
LI 4 B2 2 5% 17 41 LE W] e 5 4 B 36 AR BT IR 1 1 51 6 A4 2H 43 Flin o SR TH BT
B 2 BB BN S EA BE R — P o AEAR T N ELAMEE B IS 22 AR o R I AR A B A B v
Gt BAEKCP, Kl Tt AT it DI R E o (8 FHRE A — PR AR AR B n] UL (EA
BR ) LN 2D IRHEAT s a) £ B A TAME R — PR S HCh R B AR AR N & SRS s b) 1%
7 AR AR 2 B AT e e A% S AT 0 2L, A R R IR A ) — A R U B B
DL AME R — VRIS AR AR A2 E B s o) #5407 AR A S BTl i e AR 2 15608
By 1 o TR A 48 58 B 205 047 70 21 - 24 7E B IR 23 1 25 TR A R/ e k048 5E 1Y)
— R B R A I B AME R — PRI, AR R TR

(01601 K 0 1 26 A5 A 56 5 1A B8 DR AR L AT DAL b B3 5 58 0 R Hi ik 1) 2
SRR PP B AR R AL & 8 o @) PR R SR 23 1 26 65 (B m 45 5) (1 B By 2L R AS
A R B SR S IR AR IR B A R A 2 T B3I b) mT R I i i AT
) 50) AIAE LA P ST AR AR HIE 5 d) AT 4SS & 70 T 2 A AL r 48 € DUE O I 2 &
1D, HoRE A BT 55 IR SN 001 o #E B8 St 7 S8, AEAN R 1 35 B S v e LY o Bt 41
€ (B0, FAXS T 228 50 5 22 57) BT S8 e 1 BLAS B AR — 21 DL R, AR 7 51 22 57
AL AN B A I B e A R R R AR, T P A 22 e A 4 e AR IR IR 2 %
B2 (1) L5 e H1 AR AR (55 i Ak B B 73 BT R B IR AT ) 5 A0 b ST IR R R % o A — SR St 5 56
B, R (a) P 9128 AL XUBE RN 70 TIPSR BE 4 e 5 (b) 3P 91022 7 HH BLAE LS TR 2
HRAR I LA Fe o (B4, 25 PP 81 22 53t 1) 22 B4R A K 50196 <8096 90 % B 2 1 HL
) s A1/8 (o) Fy 5122 5 AL A ARRAS [ (K 23 rf (04, dn el ASTR] (937 RS S s AT/ B8 i 4k
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VEARZE BT SE /) 5 W Fp 0 22 S AW 46 5 0 B IR A PP 1 AR A

(01611 #fE BER] — 1k - 1) IR 7 41 15 225 Fy B LK R, Al AN AT RE & 47 2 A 17 51 1) 521
HE SRR RN 20 T (035 5 2) RIS Y B X R S A R U PR 42 5 3) AT AN TR AR ) 4
r B 53R BB 36 AR 7S 1 7 21 oAt 4 3 Al e, FARGRBE R — 1% 72 2 AR I 1B L
& AT RAAE 22 AR PP B 4% R TR B PP 4 5 4) Al P S 22 U X A9 225 e 4 B (B A
SRR , 5P BRI S MR A A MU BE R — 1 e S & R EE E B NP 51 SC 1 5 FL e
(R B AEBE , I %5 5 Fr A1 AL IR W AR BE o 1, (BSOS BE [R) — PR e 271 “AA” I8N 28 JR a5 A
DNA J7 BB (4 2R 3 5 0 P i R DNA R BUFR B2 HC 5 2 IR 7 SR REAT LT, O ELise B f) S [R]
R B AN BATTRE S AR da N BEAE T AR EER MR S8 T, MR ES i a5
NBES A BAN, IF HLR A% AN BE " o BE R PRI E fCVERE e 5132 U b S i) AN
PIX 53 T 140, K COTE 4 56O A B He X 53 TT o S5 A7 B D AR K PR RS 1 48 0 v F T AR AR A 4 5
Hh BEAT S B DR R S M ORI D o B, 2 RGeS A S PR AR I SEDNASS £ BE A 25
A I R LA AT S A 2 TR R S 1 3R 2 DA AT 3 Al 453475 5 T ARF ) 8 % ik 2> B i % o
et ITERTE R B, 1) v S PPt (BE2R) AR S8 3k K AR A ) 70 AT , B e 38 47°2) 72—
A 560 EH At 8 S 0 K A S WL 1 ) S ik PR AR A 5 AN [ T B 2R A

[0162]  #E—LESLjti 7 K, AR ISR 1 — P8 IR I & ) Fr A A el ML
BRI A 5 B E] PP A s — AN 2 AR IR (Wil & 10 5 471) 1A% 1 IR 403 0 1) 2 2 4 %
BEAT LUK S 5 388 A% ik PR JRR AL 1) s 5 B B RSB AR AR AR (R VS o A — MBS 5 S8 XA Y
AR R DR () B 2RI — DS TUE LT IRS b A 5 (b) 37 1Y HE
) 2 R IR Y BN B 5 (o) X AR 22 A% P IR (97 HE 1) S 1 BEEAT I P 5 (D) it 5 —
NEZ A TUE R F RIS FFFIAN/ 85 Fr A0 A — ME 4 2% H RN BLAME, JF B
SE 0 A% T R JRR AR (4 A5 25 BE R AL R IR 5 (o) M 265 5 1) 25 IR A m A i B0 A% B TR JRE AR 1 — A B
ZHEIRT IR D AIPR, UL 558 AR AR AR o AE — S8 S0 7 S8, 12059k m) T
I BLR AP B AR AR 5 AT R AR IX 70 0T - B 2 B 28 /b — MR R B B B BTk A
TR DR 1 10 LA 7 2R AR A TR ) A TR A 07 (1 B 1) S 2 AR IS e el P iR — el A4
TE A% T R4 58 1 PR B B 1) PR S8 A% S TR JRR AL 1) i iR — AN B MR R T ) = b — A
FIE N PTIR AL AR A

[0163] i ERd , fE—2esC ity &b, 3D SR ATE I BN 54T - (1) i 2 A% IR K #0h
RIEE AL DU IR 2 B H IR A, — B DM HUE R H IR IR S B BE 2 IR 1) 2
RIS FPH 55 FPol (BRI 5 A R (11) 38R 2 9 48 P 22 A% 1 IR DA il R
HEZ LRI Z AR

[0164]  H AL HF R 475 1A 4 1) Bk e A4 W A 306 SR 3 3 12 07 3k X A A IR 4 14
FoF it (1 508 U0 2, o A ] DA X B B I 1 A A 2 SR ) S PR A ) e i I
S LA IR W] ARG A/ BRORF RE T AR B AN 2 I N 2R K 05 9 4% T T 2 M K R e e P
125 PR BT SRR AN o 38 AR N R ) A g i 2 PR R AT EL B, T RASJRAS U B it )
B8 BRI 3B AR AR R 110 AN A H T A B S S50 4005 B R I AT REAE (BCELAS /KT I e il
EHo

[0165]  — iy & » W Py Kt IR P AT WU P S BE3RAG - VR 2 37— A @ Iy R 5k
Ky ey ) ONFASTQICAF , (B A2t n] 4 FH LA 3o £ — 2SIty S, — Bt e 1L Xt 2
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M7 FI DA% 8 BT BT K B (B AR ) ik B TR ) 2 i A AT A T2 5% 7
I EIEAS 5o %5 8 B S oK R v DUAFE 1 B 3 55 B0 0 1Y X3, 3K 7 910110 25 28 R [ s
(g hn, 24— 2 A P A H DAY 38 E AL/ 8T H AR (R — AN EE X IR R
A/ BRI i AT ) BB T A EE o 7 A0 53 A AT DLALEE 2 A SURE AR 1R PR 2% B ) 271
B EPTd B S T7 E, IR B AR AR 2 A2 E R (9 a2 A AN
MU ZAZ TR 1L HUT F1 0 A8 7] 22 7445 A0 A A2 B A 1) AR A o 7 — e St 7 S8, W 2R 791
ARIEAF 2L TR 2 T — AN EE B KA, WIZ T 51 AR R a] 3% R 2 i Bl R
TE AR A, PR AR [R] 0 5 20 AR AR [R] B AN BT BEAE AH IR 2 B AR N 1 B 2 HE 7 3 R AH R A Bk
Ao A R A 5y T 7R 4 8 AR AR A AR AR 25 RE 9, o] DLIS g8 B2 15 (K T BIE
(1) 0 FRAS o W] LAASE FH A A2 048 B 207 vt — S04 A A ) e 1 R B AN e 1k
[0166]  fE—Esji 7 S, Gt 20 il F T 284k (5A%) 1 1 5 FF & A0 AR AR 7E S DNAFE &y
HH R 28 o AR R 1) S 00 AT DA U P 5t T B o 49, R S 1 5 R b T SR B XS
SRR, TR G RO A , RO REAN PR 2 1 A A S B 3 H o A8 A 1) S5 A5 2 PR A
AT DL ek 25 R R 1) A A B T R AR AL o BT DA U B R KF, BB A R R e R )
(R AR AR T ST 35 L 28 738 Ak P 0 23 AR i Mg 7 7K ST DA S HC A R 35 mT T e AR AR B E I LS X
() o U AMVETAR 53 A1 55 G0 VB AT B PAG A2 4 ) 5 1) A X 1) o A A 1) S5 A5 e AT A0 2 A, W]
FAAE S i R AR R ARG B () FR A

[0167]  FE—RLsIji 5 S Hp , 3 T4 e 20 BR A e A= W35 9 o 491 4, R 5 1) 7 51 A% A ] DA
TR AR IR G A M5 G o 7 H1 AR AR BT DLPE & FE AR S 1 2 T TR N %508 , LSS B e
Yo T 280K B RAE AT A Y0 %6 58 W 7 491 v FE R <3 1) 2 i IR L35 72 16S rRNAJE[A]
23S rRNAZE[X \5S rRNAFE[R . 5.8S rRNAZE[R . 12S rRNAZE[K . 18S rRNAKE[A.28S rRNAZE
~gyrBIER . rpoBIE A FusAFE K] . recAFE A\ cox 1 K Fni £DIE K] v &k BLHI A% EF R 17 1)
X T BLAZ A, rRNAJE DA ] DL A% rRNAZE [A] L 42 R /45 r RNA B[R B & 76— L8 S it 7 22 v
165-23S rRNAJEL PRI A s 8] B (X (ITS) v i e 5103 A4 AT 72 A FH BAR o€ FH H: At rRNAJE [A]
(R 0 DX 43 A8 8 2 UIAH SC ) 23 R o BH T 16S rRNAF) &5 #4 B 1] , R 35 PR 1) 45 5 X345
BA BRI 2% ERTA), RE RS X B B A & ] AN 55w 7 5128 mT 1T
SRR TE VB ERNEB I H B SRR B B A 4 2R AL (0TD)
FET I H A 0 EATTE R IR L o5 P A1) AR AR R U P T P TR I s T A B A A
FEAE ML 1) 7 (REX B B4 X0 5) o 7 91 2 FH B 8 150 38 58 g LAt v L W iy 7K o A 0 A
M ERN I B AR, 8 57 /K5 G, Far I3 AR 7K BB PR 7K, Aar DN L35 W o HETBCRIALAE N 1)
5 7K HE A » M W 7K 7= 7 B A e P 9 D A, S 0 M i ik X 3 B A 5 7K DR I R SR 1
Ji , UL SO0 5 7K A o B o 1 07 P B 5 T 0o I o D A s ARG B i T AR
24, A B, KBBR8 0K A AR ATL RS B 8 B AN i i 471X, 2% B
P JE AR A2 49 4 K B AT 1 B R0 157 : H7 80111 : B4, BLA% 40 i 389 48 R B 45 K 7 (Listeria
monocytogenes) WV I TIKE W M7 % M52 Fh (Salmonella enterica
subsp.enterica serovar Enteritidis) . ] PLiHEr D10 U124 7oK 35 o i i ok s L
BB DLEE R0 DB ACAZ A2 R DUEE I8 A, T S TBUAT R TR &l 1 &
i > DL DR £ I 22 4 o R A i A e 00 57 P /0, 47 el 25 R e (A 9000 437 s O APR A 8 B 9%
(Phytophthora ramorum) ——EURR AL I L AEY) VRV JEL A4 1 I 5 05 35 48 B, LA
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SRR 95 T A B 5 5 A B o T DL AR T G B K A Il R 259 L R 9T IR A
AR Y B i B0 B 2H A 1 ) 3k B0 B R KR O e R AR T A 2% B L M B (Pseudomonas
aeruginosa) B & T (O & BRI (Staphylococcus aureus) HIF7E, 5 ANBAHRETE £ 5 L
A 5 7K AE O B B AR P R B HE S BT FE AR 5 P85 B AL A 158 v 6 0 1 A= 0 7 A A il
AEVNBIAFAE AU, AT DL S I 55 AT R 285 76 A PR 50 A % 1R At AN 2 2 X b 2 2
A= R NGRS e B2 S SR Byl R et e 5 ) 8

[0168]  fE—LLSji 7 R, 1% T A S € A A T50ng 2% H IR I B i HH I 751
AR, B R ZAZ IR A Ui A3 b o /£ —LESt 77 R, AR () ALEREE ML
BT ME Z B RUE S EZ DN IIR 2 ER : (b) 14 TR E B 5 ik PR 2 4
TR B 5, 7 IR 2 % IR LAY il 2 AR 5 () X 2 BRAA dE AT Wl 3 DA 72 A 2 AN I 152
G (D) B 2 MNNF RS 2E T I [ R 782 5% UL () fERH 2> T50ng Z - 1H 1R
4] P 3 % B A i 1) T 3R 22 AN O K BLO . 05 %6 B R vy ) A0 HE B 7 971) 22 53 0 3 D 31
AR

[0169]  HEAL A Z TR EIGE T LUR /N AE— st Bvh, R 2 RN =/ T
100ng o 7E— YL 52 77 2, JRUG A R B /N T 75ng o £ — 2L S 7 b, JRaa A R =/ T
50ng, {1/ F45ng.40ng . 35ng.30ng.25ng.20ng. 15ng. 10ng.5ng.4ng.3ng.2ng.1ng.0.5ng.
0. IngB A £ —2L5 i 77 B, JR UG 2 A% IR & AE0. 1-100ng a4, 411-75ng . 5-
50ng = 10-20ng . 38 % , BAKI SR AGARE G I 1 A& o Ak 3 232 R v i vy [ A 28 £14) B S 42k:  Jik
DI 2 5 5 8 N 2 A% R D7 VR FEAR T AT AR I 2 5 LR AR ) R A5 G, LousE:
N, (PNAS, 2013, 110 (49)) i i I VAT A RE [ 4 4 KH 10-20 96 o X T K E A B 46
FPRE (1] A S5 2 35 7% 0 AR R 44 3K ] BE AN A S i PR AG o SR T, 0F T R 4B A R . 2
BARBIFE &, FEAZARIE BB P 0 [0S0 mT e s e 00 A A0 27 AL A 1) SIZ Jo PR A o R bt , A — e
W7, RN TN TTES FEa AE N — AP BRI 2 55— AN IR, a0, S\ 2 m]
TN G S G0 R (B0 7 22 98) W I8 BRI T 4 B A BOR T 295096 .60 %6 . 75 %
80%6.85% .90% 95 % HL B £ . AR TE A BRI Bl v] BE #3100 %6 o (RIS AT BA S T3 2 T X
WAAEMAR Z 2 IR A A BISIR 2 %1 1R -

[0170]  ZAZ T IR AT LAR FAEA & 3& IR i, WA SR T AR A WA 24N 77 T iR 1 #
i o oK H AR I 2 % H IR 7] LA 2 2 M 2 2 B IR AR = P, S ANPR -, DNARNA A% 4 44
RNA (rRNA) 5% #2RNA (tRNA) i /NRNA (miRNA) {5 8 RNA (mRNA) , Ho A AE—Fhir) Jr B, s R
R FhEEE Z MG o AE— STt T 22, #F il B B DNA 7R — S8 SEit 7 B, 2 H IR TR
SRAFIN 72 Bk , Bl 8k A B (9 AR ) i BB o AN SR IR T B ) 2 A% H R I HL A S
B, iR TARA TN AR Z AT AE—J7 TR AR — LSt Rh , 2 RN A
FEHOD RN/ 85 i P IR A GO & 01 J5 222 3R (G anI e Ay 19) o 5 i, m] DLALE
PR DATE B A SE BOE BRI IGO0 T B 2 40, DT 77 A 2 A ) VA A5 oo AN JRLRE o, SR )
MNARAL R IRARHE it v 43 BSDNA o A 22 M55 B 2 4% B R M) 7732 0T F ) s e, Bl 26 i
AR LG R G VR IE IR LURE TS & N 2 2 IR - 7E 1% A R AR OSBRI &0~ A
FER 4> B 2L TR , 2R BN 32 E R A el TR ™ 2 A% 5 R , 0 4 I DNAFI G
AR BERNA , Fo 0] DL T BT B 52 493 1 41 B o 3% 6 241 A 1 AR5 1 ] P T 3R A L BT | 1 4 A
AHMOAE , Wi AR A b A SR AL B AT i DA 22 A E IR, 90 A A e ) 4R BRI 2 i
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B2, A 2 PR HOT V20T AR SRR 1 A g SEAG (481 Gn 5% T AR A T N 25 89 22 5 TR I AT:
—J5 1)

(01711 RXBRAE v B 7 B AR A4 ] DL 22 05 B AR A o (AT Ar] — Fofr o AR SCHEIR T 7 9128 44
1) 22 /> PR ) PR S8, 40 5% T A A T N 25 B RN 7 TR AT — 5 T BT IR o 76— L8 S 5 &
W, FP B AR R S8 FRAZ R 2 A5 (SNP) o E — LSt 7 R, 2 51 AR AR 7E B A b DU AT R
L (BFRA W PR o, 7 51 AR ] DAL B T £95% 4% 3% 2% . 1.5% «
1%.0.75%.0.5%.0.25%.0.1%.0.075%.0.05%.0.04% .0.03% .0.02%.0.01% .
0.005% +0.001 % B AR AR H I o 7E — LL St 77 S8, 37 F AR AR DL 2 BT 290 1 % 11
B I

[0172] AR P& —LLsjia 77 58, FF 5 1K) 2 A% P ER A IR Ab , Wi o o & el . AL T L 2
RIS Wik d BIF — 2% TR I, & 2N B 5 — 2 RS b, 8%
ARk A AFRIER Z % E R @, N T2RER, S E R T) 3 i /£ L85
i R, 2T WG BIE — 2 RIS I RN “BEER”) AR T
A B8 (9, A58 FHARANAS AT 4 1 S A% B IR 320 () a4 7 | 2R 2 IR B 1 A )
S ZAT (A FIF 3 #6) FYEIE R AN T (a0 f 87 fa afifk) () AR RR i1 S2 451, an 5%
TARNTF N B Z A5 T AT — 7 T ATk

[0173]  Gnai AT ik , ¥ 2 A% A R 0 A w4 e B 5 AR IR 2 A% IR (BB, sl fi FH —
N EAE BRI R IR) 8E A B ARG TN S Y 2 RS by i3
U B T 2 ARSI, RE B AU R IZ 2 SR ST RS (i, 5
B ol v i 2 —) , AR Z AL RIS w13 iy 2 B EH LT R BB S B T 2 IR
4z m . M 2 AL RIS i A3 i 7 AN FH R 4 #7427 (0 A 0 N #2 G I (40, SR BE DNA )
5 Ui I3 Biig) o, AVE Bz AT AR P AN AR S A 4 A T o 1 ORI L B U AR R I
A (WRR N “Be 5 P 40)7) AT %558 A — s 7 Bb, R S B @ LN R
BRI AR VR A I A% IR - H ARPE Mt 2 (U B 24 A7 20 P A T2 FIDNA M 41 B R st 1) 3
JE B A 35 1 L Ath et B2 , DNATE A% Ji] BRI PR 5% o ml i — 2D B A, infE TC AR 2 A% IR, n TG 4
FRIDNA) AE A FE it AL BRI B = 0 v Bedl G it 5 s 0 F0 /sl i 471 7% | DA S st U] )
ANPR 45 5 $E 7 FUFRIDNAR J7 v 04T 0 1 BeAL (9, WUBR R B Ak, i ol il s A 2 5 R 7 )
R AL TR I AC EE , WIDNABG T v BUAGER) o 4 i 0 & B RumiR & 0 2 - RR I, A
ZRERAAGMERS b3 b1l AE ARG, It B AS 2 A% F IR S s BB AR 57 o
FN3 it P O] REPEAR AR o (R, 72— 250t 7 B, B R 2T RS B A MR 4
JF B BB A i, T DA 42 s R X 0 AN ) ) 2 A% T R » 24 22 1% 1 IR R i 6 AN {6 FH [1A] i 167 422
THEO N &R, B & P e 5255 7 5 AT L SR % 5 0 an, PR 2 7 51 1)
It KT T2 2% 7 BT S e B, S 7 R A G ) s mT DAAB R R A% s A B 422 A M 2 A%
B R iy i i — AN AN TR SRR, B Il 5 O R T R A AR AT
E , B TR 7 B2 B K B LR Z RIS A3 w3145 P A B I 0, I 3E it 4
TR X AT S 5E o AE STt T Zo R, R B S O 43 T L A, A4S AR
FEH B I Z A% TR 2 [R] 2 SRS

[0174] Mk Ja, R B=P el fE4 S s 7 2 jr AT aifb L3 v] 2 5 J5 820 R 4k
2 % BRI AN IR B Bl Al P (49 a3 3t IR 22 A% P R 1) 4 v B0 7 Hp — Pl 22 v At 4y
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T ERR) Glan, oy kb BEIR Y e 37 B 2H 43 DL 2 R B BE CRIMLE) 2% R , 9] ansd i Ak
DL PR B AL o A it — 2 I 5491, Ak SN B8 40 AT b AT R/ INHERH (it ygs , i b PR BE A2
F 3/ NEGR) (9 a0 oK e B A 42 ) 5 BRAE S AR AR R R B R B OAM =) . 2 M T8
PR I N (1) R B AT IR, il B Zymo  Reaserchffill i i Zymo 55 4% H B 40 A0 155 &
FRAL ) G o A — 2L St 77 b, Al Ak ALdE FH T 25 B B A 7 T s 2 HR 4 P ) 32 2 il
A/ B E 22 1% IR AT 2 g Al Ak () AL 3 o 7E — S S T S, F T PR AR R ) Ak
ARSI B B AT AR BE o A3 1 A I o] A SR AR AR i s A AR AR M 345 B I
S LS B A K CR 1 A SRR (Tritirachium album)) (BEE R ABEE Ok H K 5%
% (Streptomyces griseus)) « Z R ZEfEATE (Bacillus polymyxa) &5 FH B M E & H
B Ok E g #RER) R B RS AT B B B SRR ER B 55 A — SRSy BHp, SR 2
K o 2 AL P AT R A 0 T R, BRE PR SR AF (Bl inSambrook MiGreen,
Molecular Cloning:A Laboratory Manual, 5f4h% (2012) PrHE L)) . E A BT 2 J5iAA]
HEATHEHORNPTUE o 7E— N2l ML 2% IR W R 264k : 7£0. 1 % SDSAI20mM EDTAI) A7 AE
NHEATEEREK Qiagen) AbFE, H1: IRy /S5 A 07 i , 7 H S sl 7 W BEDTE o 7E—
BE STt 7 R, UTUEE S B HREAT .

[0175] 4ok T A JF N & B HART7 1 Bl , ¥4k 2 J5 v B 4 0 B0 1) 2 4% 1 R 2847 )
¥ o B, 250 PP 2 1 AT DALEAT — AN AN 1 IR o AT LS 2 M 18 2 4% H R (1 4nDNA
A1/BERNA) B 77 o 4 38 0] DL 261 1 B 1 B AE 2 AR AR i R e MEFNFE SR A
P37V 0T LU R BE AR AL ] an AR 1 20 B8, B3 AT DL R AN TR BRI MR SR iR I R AL
IR T A 180 Y 8 FE 0 AR PR Sl S 1, noe T AR A FF WA/ 247 T BAE—J7 T 8 B
R AE— LS T B, ¥ IS AR A1 (RCA) o WA SC oAt sth 75 Frids , 48 7B RRCA s B VR
G S —FhE Z P a4 B A B ANANTP, 3 H =4 2 Ak . — ek Ui, RCA S R H 1 58 & g
B AEEEERNREGE . 2 MO e R A B2 T I, HARRR H 1 Se ) 38 S A% IR
B DNAZR G EET K (Klenow) F Bt \Phi29DNAZK & 1§ . Taq DNAR A HESE. 18 , 2Bk 2 2%
TERY B =4, HoAL 5k H BIAR 2 % P BRI S8 7 F1 R P AN BICE 2448 UL (1, 51 91 ) 24
BR T 292.3.4.5.6.7.8.9 105 22 A5 D1 £ — 25ty S8, 980K T 224085 00 o3
5P B AR S EN R, A e 2 /0 4)5.10.15.20.25.30.35.40.45.50.55.60.
65.70.75.80.90. 100 BRBE 22 AMZ IR , HAT AR5 73 B4 AT 51% 5190 it 2% 58 O AH L #E e
FIE AN (0, 4985 % > £)5.10.15.20.25.30,35.40.45 5085 LA LA IR)  ASCHEAR T
& MIRCATTVE R S5, anAsE FHEEATL 5170 BERE S 5 | ) A e 3 1wy 51 47, o — 26 4 ] 7A-
TCHR .

[0176]  FEIIF 2 BRI Z2 % IR Y 38 (Bl an LA = A= Z B BTG O , iT LAE AR & £
IGO0 S B B =2 T, 8 £ — NN E PR R H A T A3
R 7618 S SRk FR I AR RR f P 5251, anoe T A A N 25 10 %A T T R AR — T T B g
(fgi4n , {87 HB2B 5| 933k AT 58 =9 20 08 AR B — LSt 7 58, AU 2 A% 1 IR (B3 1
P, AAT R AR 2 I T s N LA 7 A U A5 B o 3 T vk A ) U s AT AR B
AT AR TT VAT FH o 22 Bl 7 77 45 72 o] FIRY , JCH =2 il 00 5 77 7 SL B FsE A
BRF 11 1uminafil & 0 5 & 48 (% n HiSeq® 1 MiSeq® iy il i 2 45) JLife
Technologiesfilli& I M 24 (Ion Torrent®. SOLID®%%) .Rocheffj454Life
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Sciences &%t Pacific Biosciences R4 #F — et 7 2 b, Wl 60 3548 FHH1Seq®
AMiSeq® #4774 K L AE £ T £)50.75.100.125.150,175.200.250. 300 B 5 £
AT BRI L o AR SCHER T 97 34F 5 A7 3 () A R PR i PR S ), an ok T AR A TN AR
SN T BT — 5 TH AT

[0177]  ARPE—Lesjifa 7 58, i WP S 5 225 7 51 2 [0 1 )7 51 22 53 I AE 2 /DR AP AS
5] 1R 2 A% R (9, R AN [) B AR 2 A% T IR 5 6 mT DAl T A A ) 1 2 A 9 X 4, B0
FHHAAFRS b A/ 83 b i A E 2 %518 H, W7 21 22 57 4 8 N HIER T8
AR (a0, AFAE T4 BB 7 3 R, O A R IR e AR AT — AT R S5 )
DRI 9 A S 16 B0 7 A 15 1) 485 SR 1 7 270 38 A B BB AE B 5 AR ) B8 3 B 0 7 R oAS [) 22 A%
fig b e R B AT (o, o7 B8 AR AL, B AR IINZIGUE S 50O KD 18 1R 7 51 A8 R i 7
S (A ISR A A A it P R SIS B e 1038 S 1) 2R 850 AR A A ) i 1 o AE — SU St 7 S8 h L A
RL) AL T 415% 4% 3% .2%1.5%.1%.0.75%.0.5%.0.25%.0.1%.0.075% -
0.05%.0.04%.0.03%.0.02%.0.01% .0.005% 0.001 % 58 LK FFH A7 0 T i
¢, AT T VFAE R B A E o AE — L8 ST 2R, P A AR A LAY A BN T 250 . 1 % A3 H 3
TE— LS 7 R, TR EE A N B AR BT AN AR, TR P A 2 S R Y R £
0.0005% F£J3% , 110.001 % 2% 5{0.01% 1% o E— LSt 77 S, 24 7 51 AR A4 (1) 4 % 7
it b o T SRR (), pfE 2 N BN T £90.05.0.01,0.001.0. 0001 5 5
Q) B 2R 55w T e o AR SESLt 7 2R, 4 P B AR AR 1 R 24 g Bl A/ 20 9
BRI 205 35 (AR5 545 645 THE 85 9% L 1045 . 2545 . 5045 . 100£5 5 58 2 £F (B 4n, &
DBAE) I AR 853 i T o AR SE STt T =, AERS TR E 45 € A ELAR I R AN I
FANR RN T £1%.0.5%.0.1%.0.05%.0.01%.0.005% .0.001 % .0.0005 % &,
AR A — oS 5 Brp AR RAKT0.001 % o A SCHREIR T T80 8 SR A R 2RI 5 1,
WRT AN TN BB &AT7 AR — 7 A .

[0178]  #E—LLSTjiti &9, %55 B IE R 7 A1 AR (WA RR A P BRI ™) B e K
— A Z NN F RS S % A TR, LS X = 2 R, DU e A
B AR — NP IR A — A ACE AR — AP S EO, XAN TS
VLG B B S A0 fe] 24T 4T 53, 3 HAR G HUIR 5 22 7 510 &AM BT =S B A R AES 7
(R UEFC A A Ao v, FF HARER T 58 T 5 HI TR ) 9% R A% BE B HE T o 22 P bl X 503 A1 S 3 e AT
[ bE K 282 AT I A SCHEIR 1 L AERR i PRS2, 0ok T AR WA 2 A7 AL —
J7 BTk o £ — 2850t 77 22 b, 5 00 P i DG AT LU A 22 7 81 2 AN 255 741, 225
FLRIH (10 5 326583 T8 T AR R A0 Fh v s o 1) B DR 2H) o« 228 B PR 20 mT DA 58 B I AN 56 3
(1) o FE—LE S 77 R, 27 L DR 2 AN A5 B8 2 A% E IR ) X4 Rl 197 iz [X iR 5 2%
5 DR AH G5 B 40 i B S AR S S5 R A o A ST T R, S E SIS A
B MNEMEN Z T RF A, B, k3 — N AN R R R A A L R
FLABA IR P51, 55 125 B2 o AE — S8 SE Tt T B, 75 7 S 225 R 4 1) — 3
53 BN 5 — AN 2 A BT o B SRR A XS B X 38k (840, — AN B AN, B ) 21
JSCo B, ke s S AR (B anAE A DTS QeI 00 ) 5 2578 B DR 40 2 %0 ) A4 (f9 anHIV  HPV
B E AN R AR, WK IAT ) I se B R AL, sle H— 8840, ZE 0 il T %58, Bl an s
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SE R A8 1) PR PR B3 2 o AE — e STt 5 S R S 2 AN AR 225 7 53T LT
W1 T 3 22 FhAS [R) 19 2E DR B Pk« AR SO IR T 5 2 ML T % e T A1 2 S (DL R E T
FIARAA) 19225 1 1 1 LA AR RR ) 1 SE 1, a0 58 A FF 8 2511 22 A4S J5 T H AT — 5 TH A
[0179]  ZE—TJ5 T, AN TF N ESAE T IR MNIR AP 65 W S 5 2 AN 82 5 27145 D
(1) 2 FAS R 2 AR (1) 75 v o SR AL 5 DAS A3 J7 [ B i) (1) 7 ZIA R BB o 78— S 51
Jiti 77 G TR AR R SR G A DI RY R B, A R BB GRS () 2R £
oA, Horh 2 Fh 2 B AR TR I MAZ BUAR B S @R B S a3 b B AME 2 AZ IR I
TERIA R B 55 (b) B FHIN B —514, KA i — 5@ P FIA S P HIN 2 )7
FIE M 5 5 AR S AR R 258 5 (o) B B R — 514, Horh 28 — 59383l 7 )
B5B ZIA1 0] 52 B AME 565 ¥ 21 H B ANT FI BAN 2 E R AAAER T 3B e 7k
FeAT 5 PA K () SEfR 2R — 51 R1 28 — 5| LA P~ AR 9 31 Z A IR I 3R & I s b 3 7 51 v e
BIAMS Uity 5 7 FUBIA S ity (6] (1) B 25 A 7Hn t 8 5 /1

[0180]  FEAHIC T TH , AN TF P R FRAME T 15 R SR G W) 1565 07 71 1 2 FhAS [R) PR
ZRZATRRE) 75, AR A5 BAS 2.3 J7 [ B ) (1) 7 5 AFH 7 5B . 7F — Se St 7 S8+,
ZOT TR R SR G YA DI IRY B R B, o R NIR G : (a) 2R Z LT
g, Horp Z MR Z 2 H R M2 TR B Fd B B A5 b A3 it MA 2 % R
AT A F 2 2 () BLEFPAIN 28— 514, Kb 28— g i@ P 3IA S AN 2
(6] R 1) M 5 8 BB e BARE P 258 s (o) BB P B 28 — 51, Horh 35 — 5| 418
P HIBEB 2 6] 55 F1 B AME 5 HE T A0 B AT S A 2 A% B B R AR AR F 5B
R SEPE2RAC s DL I (d) ZEAEE — B ANEE 51 LL = A i 38 1) 2 A IR I R Al Ho 7 5]
AFHJFBIBAE W YR T 51, I HLAEE T 5o 7 FIARIS b5 7 FIBRI 3 Sy 18] 1 BE 55 A 75n t B 58
7N

[0181]  TEb¥ MR 2 H RIS & 22 AR, IX BRI 2 A% T IR nT LA SK H AT AT A 38 B b
SRVR (B B B a2, Wi ) A TR 1 2 R A 38 AR SR IR AT IR R R BT V5
Z TR IR 5 7 AR R, Wioe T A A &1 2 A4S J5 T A AT — J7 TH Bk « B4
R T LT AE BB AR IR 2 BRI o A SO 34t 7 IRt F2 (9, 4 FH AAS i
Pt # 7 BT IR) IR (9 a7 1 28 20 LE BRI 16 D) O N 44 (B dn e )T 1 4%
B) ARIREVEAN I (5 s B i k) R R R R 2 A A AR PR S, ok T AR
FER A Z A7 T BT — T AT IR « 2 B 0] AT A 3 IR 2 BRI 3 . 2 F P
W2 %R (I QnDNAFN/BERNA) 1 795 0] Y, R SO IR 1 AR PR 12 (0 S 451 o 7 — L2512 it
TR ISR 2 AL T BRI R A 3G 7 A 2 Ak .

[0182] K107t 7R EE (BRAEAIAR, 5 WHE & A 2318 Fa 8 2488 DL
G Z BRARIIIE U » 85— AEE — 50 AR T 587 Z0 R B VEHE S o a0 5% T A SCRTiR i 3
At 5 T ATIC 2R, SIHX A HES BT ARR A “T5 61 15” (B2B) B “f8] & 514 .. FiB2B 5| ¥4 14
BT & SR FRMRAN /B H DEASEAR o b A1 , 3 R E 7] 25 A AR S /N 1R JE 328 (R — 5 51 A2 i e 1) U5
FEBS) SUVRLERE T 0 i Bl ) B 22 Fh i BOAG R 3 1S, BN AR EE T H I AE SRS () 3 186 I
(197 L T XS 5 B 1 1) A R I 51 HE S R, B2 R IAE 51 2 [A) (P AT RE PR BE /N o 7 —
St ZH, R AIARIS i 5 P BB 3 iy 2 6] R B S 29 8/ T £9200.150. 1007550,
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40.3025.20 1585 /DAL IR « £ —LL STt 77 S8+, [T A [T 5B ELAMF 41 o 7F — LE sk
Jita 75 e, B 2 AN BE 3 B 1) 22 X B2B B F T 1R — e RiH , BAFAT 8 36 2 AN AN (5] 1 #E
5 (B, Z)88 % /0 £510.50.100.150.200.250.300.400.500.,1000.2500.5000. 10000
150008 5 2 AR EEF3) o 5100 0] BA AR S K R, anA ST H Al 77 Firik o 47 3G AT A
BLFETEE 2 T BT & 3E 1Y 38 B, A SRR 3 38 s B o 78— S Sl 7 2, 3
W R A B

[0183]  fE—LLsjtiJ 2+, B2B S H & 2 /D AN B 81 oot il 7 21 B M S8 7 51 2%
B — To A, FIAE S — Ju AT 25 B B — S8 I B T 28— 3 3P B A AN 5 8 7 31
IS R (N, T RS R AR — Ju A A A A AL B3 U B B 43 (A R
DFEHIHAME) G0, IS EFSIN 5 MR FERIC, 55— 51 -& EFFIBHI S
M) 751D, F HAE S — ZA8 M E T B S —3 B8 Be TR, 7 2ICHI 7 BIDHEAN 5 2 Fh 2 B Ak
(BIR ZAZHIR) 258 AL X PR B 51 — 2 s Jr 2 vb , 3 3 nl 36 28 — [ B
BB B B E —IR N AP IR AR L AR 2R — AN B 5 2 Ak (B8R
WIRZAZHR) 238 51k 25 = BR G e = T30 — IR L B 38 IR I A5 P IR,
7 M AR 25— AN EE = 5500 & s i i) 38 — Bl 58 — sl e B AN R 8= 42,
T PIZEAR o £E PR AN BE B B — AN B9 SR I E AT DL T I EE B e A R B IR R
¥ F 20 H AR DR, B a0 2080/ F 2915.10.9.8. 7.6 5B E DI 3 o 7252 = iR
FE R AR E AT DO T 56 — IR S N AP EOCRIE B, (HIl 2 F MH A 805 2 NE3E, 1)
e 2 /0 2)5.6.7.8.9.10.15.20. 2588 55 Z AP o 52 i I B A R T 5140 4 = 4y v
1M 5 — o E 5 R o A B 2858, T AR T 519 S — otk 5 2 AR N EE 7 51 2
() PR 2% 58 T8 B R R BB o BRI, ] DAASE o B 389 DL 92 T REGH 2 4 384 7 0 R ) 7
FE£ 5 AT ORAE AH O 52 vy L A9 B LA A BB 22 AN B 7 51048 DLER) 38 740« 9, 7E 5N 3
() 58 R R 248 A S W kA (B2, 22 /05.6.7.8.9.10.15. 2080 5 ZAMEIR) Jio, [ MR
SR EB5% (FINZE /5% 6% 7% 8% 9% .10% .15% .20% .25% 30 % 85 ) fl 3™
W2 H RS A BUE 2 N7 5148 DL AR X M BoA REB2B 5| 44 39 e #5 1) S it
T7 U W TTA-T1DFT 7R o B 15A-15CH AL T 33k — 25t 77 =0 i i .

[0184]  7F—LLSLyti 7 =, § G AE MR 254 T 04T, DAIG ok B 2 B 18 1 KL
i an, vy LREAR S| R B AR A R B 51 K AL R 2 5 51 W 258, AT ZEKPCRI™= 4 o AL
Hhy, PEDE PRI R] ok D 51 P 2558 I8 TR] 9 25 3k 2D 51 1) 25 58, T 8 0P 3 PCRY™ 15 - K/ o b A1
SN P ()05 PR AR/ B Ay ) TT DA ALt B IPCRY™ 1 7 (1) P 354K B o v DA FH I e R
AEATE 5

[0185]  fE—ubsjifify S b, 5 ) 7E4F FB2B S Mt AT 9 IG5 Il L AL By 34 724, DA
BT RN E AR 3 3G, AT 9 A/ BT R R & Z2 B RIR -G Y h i A S E X AT DA
15 F 2 Fal R AR 58 B B R EANER T, IS DIk Fr BRI ek v (B, DL 4R K
FERT#3300.400. 500 BB 2 ML IR I BO 5 DA LB o 45 6 22 il ik FE 1347 SPRT
BRT (Agencourt AMPure XP) R/ o 40, 75 SDNAF B A J1a] 6 FHO . 645 £ 2%
WA 026 45 K T 21500 Mg Xt (bp) FRDNA B .

[0186]  fF—LLSLitiJy =, 5 — S B S FHIN 115 MK F5IC, 5 — 51 a & 5
BIIS M 41D, FF HAE S — JAC I L T (28 — 3 38 BUWE], 777 51 CHL P ZIDHE A 5 2 Fi
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IR Z LR A T G n L HE 38— B B RS B o 8B — P B 4B AR 28 — IR R Y
FAZ AU A I A IE] 28— RN S — BIAE 51 I Ad 2 BT SR 2 IR B 8 = ) A8
1M 28 M BB e A i T 28— IR B 28 IR N A5 B IR FE B AR 2B — AR — 51 58
B AR ) B8 — B S EEL BN T AT S P A8 A, B — I R T DL B N 4B,
KTZYFFIN ()T, 7 5B Tma 3348 , 835 K T1°C.2°C.3°C.4°C.5°C.6°C.7C.8C,
9°C 10 Cam T — TR FE AR ZSEFI b, 55 R E T U N A K T A AT
HI (N +C) I Tm AH A 751 (B+D) [ TmE H 3548, 83 K T1°C.2°C.3°C4°C.5°C.6°C7C,
8°C.9°C.10°CH = T HA —ANTmHRE ARTE “Tm” HFRCA “MREEIR S, HiEW R H S
% 751 (SEbr AT RE R BRI Z IR I T 17 51) 2R SEAZ T RR 1150 % 5 H B AT 51
FeAT (B0 85) MRS o 5, Tmbil 25 B 1 3 mg 36 hn, Bk, 7 308 B Tn B MR F 45 7
H (A +C) [ Tm,

[0187]  FE—T5 I, AN TN AL T —Fh TR T )RR 1) R4 AE— et 7 R
ZRGAE (@) HEML, Z T EHLRC E T 00O T 0 RE b A7 R I s RS2 P P oK
(b) ¥ 34 RS, & 1 RGBT FH 0 SR XA S B o AT R 3 e B, AR 4
RNEFECL AP ER: (1) f8 & B M6 2 Fh 2 A% B R P 1M 2 - IR AL LU B 2 Fg
REETIR, Z M2 TR M 2T RAEERTES w3 b2 (B B A A (1)
VIR R s DL (D11) FEREEERG IR AR S T S OR 2 25 R, U= AR 3 38 1 2% H R
HAPAELER )5 (111) 2 WA B S 2R (o WF RS, ZF RG = E Y 14
REY W 22 BRI 7 B2, %2 W7 S UM 5 225 7 91 2 [ 7 50 22 55 904 B
TR A A B s 1 2 D FOR 2 R 0 7 91 2 57 4 8 R 9028 15 L I (d) kA=
R A 5 12T A AR 1R BRI, FLZ AR L B R B AR AR A 46 SR 7R RS it
T BE = G EIB32R Y TR T AR A AR R 71 R G AR RR i S 45 16129
AI30FEAE TR B AR BT U B R S

[0188]  HGu i I THENL P& — DB AN ER AR b 2R T DL 5 — AN E 2 A5
VSRR G/ BT S R G FL A B AR SR I, BUE AR HE 7 ARO[ A A o an SRAE R A
o S, DB R TT A7 il PEAT AT TE ML T S A7 i A, V8 A0 A7 £ TERAMLROM . [N SR A7 i 2%
OGS B A& A A R b o [E R, 12 3 T 2 AR AR RN A T R AR &
THE WA BT A2 77 0 W AL 5 8 I v G 1R 2% L DR I B R I B R R 1E, il E &
i A0 H LTS  INAF IR B 28 55 nT RS B A0 T o 5 AP IR AT SL B &N X B B4 L TR
BEHFNELA, T iR A X e 35 TR B AR AR 44 o] ERE A [ 44 R A B A A
(] A2 0/ B BRI AEART 2H 5 A S B o S AR A o SRR, B X B A VR S 2 ) — 2
B A X e 3R B AR AT U e s AR AR B (1C) & FHAE A % (ASTC) JIL3% Al dm L i
$5R%E 1 (FPGA) ] 4 FE 2 #5571 (PLA) 25 wh s Bl o v] LLTE R G010 S it 77 b 4 F &% P ity — A
55 2 R F A R B o 7 7 i IR 55 2 S A I 2 B, o X 4 B ) AN T SR LESGEERE AR
TR P B IRSS A o IR A8 T RNLE A2 TS BRIk B A% CUEFIRSS 2% SFTERAHL (BT ER
MR 55-45) B 26 I B (WX 4% IR 55 2%) B0 0 HBAL . &% P ot E SN LA F s AT B AR 7 1
PC (AN NTHEEHL) BT AR, DL K A A SC 8 I 7 45 i HE 46 o 5% 7 g v ST LA IR 55 1
SEHLR SRS, 9 W ST % % EE R AR ) AE — S Siil 7 Rerb , RS 2R 1T B LAL 3 B
AR D Re & 7 S v LR DUELAE A3 BT A s O A R B, IF Bad n] DLRICR
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H H PR BARRI -

[0189] W LUKG R B F T HaUS O TR RE b b AT R I B B2 i P =K o B P SR AT DL
TR AT o BB SR A S o HEar e e N 152 #8 (B2 BB Bl B ) A5 Hn i i K
[T SR IR SIS 49160, 475 388 I 388 15 A o R A i , s BRI (FF Ze sl o k) 1 A& i

[0190] X RG vl Lt — B AFEY 38 R4, Fom BT FH P A5 3R, 6 B 0 i AT R TR
T4 /N 2 PP 18 22 8% EF IR (9] nDNAFI/BERNA) 1 7 6 2 n] I o 3 G n] DL 26111, $5
F U, BAE Z 0 By Bk A2 A il S 2 1t AHBE Y B o 4 1S T vk T AL R R B e 4 T A
ARPE D IR, 5 0] DL AN T B P 1 SRR AR AR SO T A G T B A 1 AR R
SR, Wk T AR A WA 2 A7 T AL — T T BTIA o AE — st 7 B, 5 I A5 R B
P38 RCA) - T W 2RI 2 Fh RSG5 2 v Y, I BT DAIE TRt A7 9 38 S N R 28
U AR AL o 5 G, 6 T S iR B AR AL PR B 9 3G 732, 3 R G il AR IR T3 R
AT AL FE SIS P G A4S A 2%, 5 iiApplied Biosystems.RochefiStrategenefilli& i &4t .
TE—SesE 5 R, I3 s B HE DL R AP ER : (1) B ME ZAZ IR IAME LR Bl 2 FP AR 2 1%
HR, MR ZAZ T RRAED v M3 i L A B A DL (L1) § 3R 2 H TR - 1 i
ZIRIR - 514 5 B AN A ) o] DL A SR R AR LE , i ¢ - 2 AN J5 T i4E—J7 1H
B o A SCHRER AL 1T IR AR () an, 58 FAIAN AT B A 1 SEAZ ) ~ 177 (9 i e 42 1)
FA ERRG L) LR (BlnA R T B S AREREANIn T (50 [ 8 s 44k
R EH BETE P 22 R ) AR PR )14 S5, 40 o0 T AR A FF N 21 2 05 TR AR — J7 T BTk - ]
DL FEA/ B0 1T RGORPAT AT SR T7 7%

[0191]  RGE WLl — P EFENT RS, 1ZNT 2807 A HT 8 RSy 80 2% 15 R I
JFUEEN, %5 58 W 7 Se B 5 255 7 81 TR 7 91 22 e K HR AR BB AN [R) 432 s (1) 22 /D o b
R 2 1% B IR 10 7 90 22 53 4 38 N P A8 4 7 R AN 388 R ml LA ARTA] , B AL FE 5
(R o I, 3 38 R 0 7 Z 40 n] LUASE FARTE B RIE A 2 P T 2S00 F-1 6 2
AR, HLnT DU T Frade B 00 5 5 VR DRI 38« AR SRR 1 W 5 J7 5 0 S8 o 37 8 A
ATV B s AR AL B 2% o T UM R b B mT B AR AL 2] 2 48 m) DL RIS AT X S 2 1 E Bhik
(524513 2 WL N>k EH Perkin—Elmer.Beckman Coulter.Caliper Life Sciences.Tecan.
Eppendorf.Apricot Design.Velocity I1HJVRAAKLERSER) 2 Fh EH il P AL &S /2 AT Iy
7 HA$5HLife Technologies (SOLiD P& A& T pH{E A& ll) \Roche (454°F4) ~I11umina
(N TR B 0] RSt , WAL R 73 A R B il A . 7E2.3.4 58 5 24~ H Bh ik
$G B 2 [R] (), 76 AR AL B 2% A 7 2 B R i — AN a2 AN 2 8] B A& S e LU Fah ek A
B

[0192]  ARSCHEIR T H T AN T-276 7 51 %5 08 5 51 22 e AR E 7 5B AR B 73, ok T4
ANTFHNZS ) 2 A T7 AT —J7 TR o D077 28 20 308 0 3 i 23 00 50 408 1) A A\ R T
T ZH N (40, 2228 B2 R AH (1) 38 336) T PAAT 3 825 BRI B o AR ST IR 1 bl oo Bk
SEPIX S v 1 B xS 23 1 S48, B FE(E AR TNeed 1 eman—Wunsch®& % (Z WL, 1401, EMBOSS
Needlell Xt 2%, o] Mwww. ebi.ac.uk/Tools/psa/emboss needle/nucleotide.html3kfE, fF
Wi A BN E) BLASTHE K (S W, # 1, BLASTH X T A, o] I
blast.nchi.nlm.nih.gov/Blast.cgiskfG, ik B A ERIN K E) 80 Smith-Waterman &
(0, 0, EMBOSS Waterbl %f 28 , il Mwww . ebi.ac.uk/Tools/psa/emboss water/
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nucleotide.html 343 ATk B A BRIN G B o AT U BTk S AT A 60 3& S B0 VEA
ST AR ERIN S H . IR P L X ST LA B P R G ) — 5657
[0193]  Z RG] DAk — 0 L HE S A2 pl iy, Fo I Bl R IE RS, H iz kS B & 75
A PRSI 225 SR o AR 4 AT DA S 2B R, 490 a2 300 S R i) 1 o A 0 e B e A i, BE
Tk AR I 3 R 5 B SR ET o B B AR, W DATE 3 AT 2 R AR R R o R T LA E BAE R,
W24 7 2R G5 58 K TE BTG 7 5 AR AR ) 25 BRI o 76— S8 St 5 & b, 3R b e o7 ok 5
[ 8 4 T A o B 7 AR P 270 A8 Ak F 8 SR 22 A, 35 38 ] DAL 35 386 - — sk 2 P 41 A2
(43 BT o 5, 76— Foh 1l 22 o e 51 A A 5555 5 75 e P sl R AR SRR B S 0L 3 T DAL &5
KFZRBMAE S, Wi5 Yol R RAZAEN T RE 1, A AERIAKCF , DL IR 1) 5 X 2515 B
(180 2 10 (A8 A Bk B I =R RHE ) o R 5 T DR H 2 AR . rT L AR, S AR A TN
ZRE I Hi i T LA e sk 3% R (1) 0 2 Bl B (BT ] HoAth & 0E A 2545 S 5 i B AR R
BT, R 25 S 45, GnAT B AR HEAT A0k DA OR /B3 20 H A RO R DU (EA
BRFAN NEH T 240 (B0, —NEcE N EAL, UL/ B — B2 A RSS2
[0194]  7E—J7TH , A A TF N BFRME T — A & ARG I T AL AT B2/ i, ARG R B — A
B 2 A Kb B 28 PAT I S AR W P A A R 1R 7 i o R e Sl T SR, BT S g VA LR
(a) B T X B b JHEAT R DU S 7 1) 8 P 2K 5 (b)) i BT B2 SR A 3K, W R it B L 38 4
BT WG IR B, Hob 38 s S AFE DL R AP ER (1) f8 ALE IR 2 Fh 2 % IR A4
ZIERRIME, LY A2 MR 2 25 R, b 2 00 2 %1 1R P 1 BP0 2 4% IR 75 1 2 i
S WS Sy (1) K, DL & (111) 70K B R A S 3 B OIR 2 g, LA
PEAEY I Z AR b ARSI (1) 5 (1i1) 2 A2 8 2 ERR ; (o) TR
IRIGIN T 734 (1) PRARAEY 38 I B S 2 A% P R 0 I 132 s (1) %558 I3 132 Y
525 FH 2 BN ZSR UL (i) K BB A A 255 5 2 /DR IOR 2 IR
) 7 5 22 573 0 5 R R AR A s DA R (d) AR BB 55 3 271788 A ) R 8 SR ) i 25
[0195] B E ML HAT AR LA v S0 BT LR Y 2 R B EAR T, A%
AEREA T B A R ER AL A 52 - AE 5 A A U9 B 4 e B B 4 (o an AT el vt
ML AT A 150 85) 56, W A ml T SEEUEUHE FE A7 A TS . 50 R PEAE R A LB 5 31
AR, BINIZ R AL 6 1 AR A TR AR N PG R 2R 28 L 2R A4t , B
FER R E LRGN ) S B T 42 S AR T o nT LLSR X {5 5 B WA 5 B P
FEP AL, W GnAESA (RF) FIZL AR (TR) 4 18 15 B TE] BT 26 B HL {5 5 B A 5 Bl 7
WG o R L, THEALRT A T E W SEEE , B0 SR M A SRR R AT
At 194 A~ J57 - CD-ROM. DVDEEDVD-ROM A ] FAth 3 2% A Jo3 28 FL A< v 4Ry AR AT B A LI B S
HoAh My FE A% A 57 - RAMLROM . PROMFIEPROM . FLASH-EPROM AT 7] L Ath 7 fits 28 05 F B A 3k
FEA AR B 2 AR I SR B 1 B 2R B B , B AT AR o] L 1T SN A 152 H G A AR A/
SR ) FL A A T IR B SN AT S A R U 191 2 T 00T 2 5 ) b B AR AR 1% — AN B
ZAFAN— A A2 DLEAT
[0196]  ATHSEHL A $ATACHD T DATE A 25 Kb 3 8% (AT B 3@ 1 1B 4 B AT % % BTG AR
% 2% PCELFE B 15 45 W1 BE FHLEBCFAR VT B o AT i 428 1) 88 BT SN AT th A0 46 B 7R 2%, 1%
BIRA ] DL IS 268 (“CRT”) SRR a8 PR 7R a8 (B4, A YR H PR Vi B 4 Vi
TN ) B AN R AR T AL S E R E R T, 2R TS 2 R RS A, 6
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WAL 2% APt B T H B 55 2 B T I B B T S IR B 2% AR B IR B 8% A 2 1)
% 59K B (W m] 5 CD-ROM) BA S HoAth i WAN R T AT o 4 N\ 108 (191 G B 25« R B A 5 Ak
P ) AT A Sk B P BN o T SEL R DLELEE T RO R A B IE A A
AL H PN — S E 7 B, BHnGUT I 3R, 838 2 Tigm A2 1 & 1 2, il
BT P[RR A E B A E TR AR 1 48 2T 20

(01971 FEA N THF N 25 B 4 77 T R AR 7 T ) — S8 s 77 S8 vh , Frid 7732 & 4 i
ARG EAEIT N, BIHINRAL B35 R 5 AT 2 W32 38058 BRI - 16 97 B R I8 v LA AL S
BT ARSI IR 7 1R 0 45 SRR 15 J R RT RS IRONE IR T VR B IR B (AR “YRIT 2 I 7)
DL KA 7 L) 5203 T SEBR VBT o RE il b, A SCA TR 7 AL S el T2 W s
FEAE HE R AN/ B M 3 7%, DU IS A AT ) 2 A2 H R B9 & ¢ £DNA | ¢ t DNA . c FRNAER F1 Br Ak i
JREDNABE H EATTZH R o 7E — L85t 7 S, WE WG 5238038 IR 96 97 ThR . 5 4, 3@ sk o B )
M tDNA, c tDNAR 9 /D W LA AR A R0a T7 4845 , 1M ¢ tDNAF 38 i vl AR #E ik B A [F] VR I
BYAN[A] 1 771 & o oAt B IS 38 PG FEAE 52 5 B 28 B HE R (55 FE A8 A A 225 8] 2H A S B2 1 976 246
DNAR &2 1 38 I AR R AR HE R 00 - HI4E %) 5 DA SO D A S e Gn s 73 B2 e JE 4% 1) 22 R
/4y (isotyping) K IMAEIA iR JLDNAFR ) 7 51 AR 4R 0] -T2 Wit ) LRAR I -

[0198]  4nASCAr A, “YRIT” B “Ab 3 B “G2 R Bl PR v H A8 IR EEARE R FR A
A SRR L5 R 775 1%0A ad B 25 AT EA IR Ti6 77 2a A A/ B Ry a5 kb o Y697
AbF& FEXTVE T H B — Pl 22 P BRI BICRE IR IR AT ART Y 97 A O R 40 BRI ST
an Ak, PR A it A7 AR R HH R 8 0 AR IO BRIE R ) IXURS: 1 52 4, Bt T4 i
TR — P el 22 R A BEORE IR ) 52, RIS IR OLEICRE IR AT B8 i AR I H R
T 2 A A FE B AR 97 R 0 — il 22 Bl BRI BIORE R 1) & A2 28 A/ Bl 2 oAk, (151 4
TEAIRIT BER S ARG IT R 2 18], BUAE S H BVEIT RS 5 R IGITIRES Z 18] « 381897 45
RATLAAFE 2 W32 i3 RO, DL 8 321 & 52 i T — Ml 2 Mos a7 IR a T
BHARIE T I (WFAR) o AEX PSR, AT RARYE A A TF N A ) 7151047 12
M0 4 4 ) B v A e, F— Fal 2 Bha 7 50 SR s D va o 2 mT DLk (1 dn, ¥6 97 D)
2R ) A 3 22 /0 2910 % .20 % +30% 40% 15096 .60 % . 70% 80% .90% 95 % B EE £2) .
[0199]  ORIE B2l L MR A “ B e A h v B S, 48 8 MESI D, DL 48R L3N
W, EARGEFE N I FLEh ) AR AR T B 0 N R 30 SE R sh W 84 i L4 A
N BRAF BRAR SR TR A P SR I 2H 23 20 i e L AR

[0200]  RiE “VAJT 7 (therapeutic agent)” . “VGJ7HE J177 (therapeutic capable
agent) ” B “UbFEF (treatment agent)” W] B3 F, R Fa 1E M) 52503 It F fa iy >k — L2
ROR B3 T EAA YD A 28 SRS ST 5 B0 IR IR o3 I B BRI 08 2 5 Yk 2 B it
B77 95993 ~ SR o IiE BOIR L AR AR 5 LA A8 HE BT 0 RER o3 i B BRI

[0201]  FEARSCAT IR B & Fh k0 — S s 7 9, FE ok B 20 52303 7] LU AT ]
A=A, FEARRR il 1 S L FEAE P sh A B R AR AR SR AL AR R R L SR AR R 2%
P i 2 IR T A2 AR 70 30, 49 D A B ot 2L ZR0FF Bl AR VRRE it B B R A (BICR
) H AT — AP A 5 2 Y) LS, B0, 55 7 A AN &R TS AS A I RORE IS T B
A AR AR RE i (U)o 7E LU LT B AR B e B A, Bl b BE DB 2
BT E A S BOD R 0 R 20 B 2 A% R (B ) B TC 4N i 2 4% IR , 491 e 41 i
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DNA) o HAHASE ity SR Ui S 9] B0 355 ILVR PRVR S L S L e g FL A A eIt 7, o I AT
AP B A S 32 T LR S, AR EANIR T, A5 A AN ORER XS AR I
HIEH R LB, N A — LSt 7 S, 4 it B 2 b Rg 4, 491 ok B 32k 1 e
AU o £E— STt 77 Z2 70, A it A TR it B L — 3840 (9 L SR BT o I3 AN %
AT e R IEOS R, PR 5 1 S 4 23 b 0 4 B S T 2R 5 1 AH O 1) SR DA AE N & 4
FE AT DL BERE i, B 28 I — il 22 Mt A7 1 R AR ity (£97) 20 s B SR o, Rl 2 A
IR G RRIE E A i L3 (FFPE) B i) o 75— 288t 77 2+, ok B B/ NMMRIRE S i 2
AR AE i (BT, 2.3.4.5.6.7.8.9 10BLEE 2 /N FM I FE ), % B P) FF i o7 Hh 28
AN FFNER T, n— N — X = s — D el — N 2 0 4Fe ok B
SR N, 275 A AT DLORYE T 32, 91 ok B 23 AR B 3545 21 5ok B AR TR 5238
HW T —FE B AR 2R IR I PP 81 o 51, BT LA 3 By ILVBORE &t BT ¢ tDNASR AR, [R] B 43 #fr
R HE 5 —ANFE (40 11 s 55 R A i) B 4B IDNA, LA € 25 1

[0202]  A] DAARHEATAN] 5 3 () 773, £E A BRI MK it o 1 200 B ik AT 4R B 1 00 T ARE
IR E R A 2 iR nT TR I AR H R, FLak B mT Bk T4 v 19 SR 1Y AR5
BRI Y AR ST TR EUTTIE B SEH, a0 o8 T A S AT 2 A7 T AR — 7 T
TR o AE—ANSEB R A AT DU IV &, B W AEEDTAS (B WIBD Vacutainer) AR
B o T LI B0 (B 7E1900xg , 4°C R 1043 i) K5 1 52 55 40 J& 1 40 B 23 55 . DA o 2%
TE6mL LA ity b A7 1 2R 73 B0 5 7= AR 2 . 5 48 SmL I 3K o KR4 1) 34 P 1190 5 2, mT DA AU
I RE i b PR B PR TE ZH MIDNA , 3@ i 48 FHQT Amp & IR BRI & (Qiagene) ARG AT LU E &
DNA (i1, 75 L A7 75 R BUEDNARFI & (Agi lent) fIAgilent 210049504 E) o ldn, ok
A R N R T LS A it F) I PADNARR) 7 B ] LA AR 22T L3R Ing 22 10ng , PEAEAE J# A i
R B

[0203]  Z % HERIL W LAUE B it A7 I RE it , 1 0 a4 28 A7 AL IR A il o FH T A2 i 5 o 1) —
i T R W AR 7K B R[] S A e B SR, 120 R I 5 AR B B i 5%  NFFPEFE i
AR BN 53 BT 1) 2 4% B IR v R HE R 2 A% IR » 191 a1 50— 200 S 0 53 B A 1) B o AT 22 )
AR S P AR R R IR 2, In#EW02007133703 iR I 75 1% , LA K HHFoss %%
N ,Diagnostic Molecular Pathology, (1994) 3:148-155f1Paska,CZ: N\ ,Diagnostic
Molecular Pathology, (2004) 13:234-240 i 11 /v o 7] B A AT 57) & v FH T2l 4L FFPE
FES I Z AR, NAmbion’ s Recoveral LE AL IR 43 B i & o 070 1 7 v 2 i it F —
FR R B A A ALV 7R BT ok 25 2L 2 rh 1 1 22 BROT 48, 28 5 FH AR 2 3 g 40 2 K
Wb PR, % ) EI A 2R AN ER B T A B A SRR TR R 2L 5 - AR T AR TR A TR
FIRAENE b, BMVE R DTUE » Yelik LABR 25 % 5T, I OO T mRNAZF B IR 1500 , 6 I 3 nDNase
QL3R IR DL [ B A 75 B DNA - Ho Al H2 BXFFPE  DNAFK) 7322 vl A, 3F Bl L T A A TN
BT

[0204]  FE—LLSLhti T B, 2 M2 ERE G LR 2 % E IR, IS A HIDNA (c£DNA)
ZH JIRNA (cfRNA) JAEHA iR DNA (c tDNA) 4534 i JBIRNA (c tRNA) o 7o 4H I DNATE i e A0 5 >
PR A o o 40 I RNATE i 5 FH 2R At i B4 o >k B I8 1 ¢ £DNA (e tDNA) ANPR T AE Aoy
() S hE Y AEALLF 7 AN [RS8 e vh i LI O B0 o AR 8 — S =, ofi 2% v (%) U B 6 FADNA
W FEAE NS IR S Th 9 4114-18ng/m1 , 72 M8 £ vh J94)180-318ng/ml o Y4 T2 AR SEH 40
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MOBET A Bl T A 1 TG 40 M 0 PRDNA o 451 21, 76 117 1) B i K5 38 R0 JE Atk 1 0 Mg 9 4 R 2 i
1) i 1 £ R 51 28 (40 TS H R 22 B 4E FRDNAK ST S5 22 i o A, 6 38 IR DNAE 72 T )5
R IR BT e A B BRI A o DR, FLMR S A I mT DAE S E S T P SR s 45 B A DU AE K
A5 H S 5 g A I R 8 H S B, L 270 Ji e A I PR R EORS Y R A U TE 41 I DNA 1] LA
M FhARIFIRIG o — A5 DL SR 5 2 520 3 1) I VR A o AR, ¢ FDNABR HAth B Bt AL DNAT] LA
K H 2 FhHAD SRR 91 0, R AN G R & R DL 2 B HE ¢ tDNATE P 1 ¢ £ DNA P SR I8 - TC 41 A
RNAR] BA M 2 Fh R34S .

[02058]  7E—uesfiiJy b, TR FEHCE IR AN/ Bl A i b IRIN G N i 2 T RE
D3 Ja 8225 B8 (FI QAL RN 39) o 540, v LATE 3 SR EUD BRI 17 50 Ab B A4 b DARR 2
R, DA 7= A Al A B A A i RO A IR i, SR 5 AN SRR IR AL i 20 B DNA B 2 P o
Z AR 7] F B i e , 55 R R AR KR 5 1 45 A 0T BE JE % R AR LS
G 2R LA M RIE RO RIS OL T WEES 0 B 2RI, 21 ROK 22
e MMM E TCA M 2 %R - 49 0, T 40 R 22 A% 1 R mT A4S o 20 B DNA (1 FR N “PE 387
DNA) o 7 — 285t 75 Z Hf , G FRDNASE 5K [ g 240 it 1 17 24 IR DNA (e tDNA) , 51l ik 5 AR
SCHEME A (8] 40 I YR ) o 0 200 PR 22 A% IR T B 4 TE A I RNA (1R “P A7 RNA) o 75— L&
ST S EEARNA K 5 e 240 I (4 76 24 M RNA (¢ tRNA) o i 22 oo 8 T2 B
Y, A1 75 e I8 1 TR ok 25 P AL ) LA A 1) T ORI AN [] 7K SR TS AR P 5 /B0 4 32 303 1 .
W H, o tDNARY R /NAT PLAE RS sl FE R A/ v By GRS KN T0 2 200 M % R 2 BUIK
WP B R IE BT K R B2 ]

[0206]  FEASCHTIR I AN J7 T B4 — 7 THI I — e St 7 S8 H , R I3 1) A8 A4 43 A
FEXT 228 17 51 1 945 (51 40 27 DL () AR 40 i 9 A%) BTG SRR (1) 5 S5 HH 1) 587, Jo b 1 1) AR A
SPAHIG — R &, A G vh AV A/ 5D REIE 4 3 B -5 00 B DR A O (1) 7 21 AR A
TR IR 38 A AR A7 o B — [R] SR 38 A% A8 R mT S5 ek — o o Bl PR 56 o 7 — S R
o, DRI SRR AR AT DL R MR L R PR B 3 DR Bk o (R SR AR A ] LA R IR
ZH RIS S, 111.2.3.4.5.6.7.8.9.10.20. 508 5 £ 7 71 2 5 (9 2, 76 40 2 ] L gt A%
AR AR PR 22 K% IR 55 E AR [) A RE T 366 [T 247 B G /D% ] B 3R AL AR AR () 2 A% AP R 2 TA)) o PR R
AL AR AR ST (1) A PR a1 M S A L A% T IR 22 A M (SNP) R /4 N 2 451 (DIP) 45 DLEL
AR (ONV) JKEHR R A (STR) PR Be 2 2 34514 (RFLP) 573 A (SSR) il 2% H
HICE & (VNTR) JFEHLY 14 2 25 4:DNA (RAPD) 3 48 F BE K B 2 285 (AFLP) | S #% S5 % i 1
[ 38 22 AP (IRAP) K40 4G yo 4 (LINE/SINE) KSR B E E (LTR) B shoth I st
VP TR 2B R T RIS T IEAN Z S0 P 5 R R ey I 2 50, UL ]
AL RIS ALAEME (540, DNAFR JEA4K) o PR SR8 A5 AR At ] DL — 20 2 DA Q1) R SR et A% 4%
A o — B R BB AR A ] REAE WRNA Z A% R A 1 )7 5148 S A HEAE o 510K |, — S ]
BRI AL AR PRI 8 ik FEFIRNA 2 A% T R 2 AT LR FB /R o A, — SR R A B R R EUE A R
Z KT AL 7 CARIE TV 2 R AR . 3 SRR 41 M 3% i 20 85 5 i HD S78
A4 SNPIA] SRS ALARAA K] — NS4 o 51 R FEME 2T 440 1 CRTRIE [K] 1) 8508 58 48 f& DIP [A] L i 4%
AR AR ) — A2 5] R FR 25 A IE (K 21 = A & CNV R SR 8% AR AR 1) — AN 52451 . 5] S = R I S
I3 11 BB I B 4T A STRIA] SR it AR AR AR (1) — N S 4] o SR 1 $ it 1 DR SRt A AR A I 55 L A O (1) 5
[ AR il 14 S48 o 7EW02014015084 H IR 1 PR SR 18t A% A5 A (1) FL AR AR R il 14 S 9] o 2241 1
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Sk [ FLA S 8], 12202 DAL P (1 A 5 B0 AR S I ELEL A (1 P B AR R T DIARAE A 22 T A A

J7 iR A I o
%1

T F F ;) TR L AR
21-#Z B 2 JE CYP21A2 F306+t
21-ZBEH 2 JE CYP21A2 F306+t
21- BB S g CYP21A3 2.655A/C>G
21- BB 2 4 CYP21A4 2.655A/C>G
21- BB 2 g CYP21A6 G110del8nt
21- BB 2 g CYP21AS5 G110del8nt
21- B EE 2 4 CYP21A7 172N, rs34607927
21-#2 LB 2 gE CYP21A2 1236N
21-# 4B 2 CYP21A2 M239K, rs6476
21- 2B S g CYP21A2 P30L
21-B B 2 g CYP21A2 P453S
21- BB 2 g CYP21A2 Q318X
21-724LBe 4k 2 JE CYP21A2 R356W
21-324LB5 4 2 JE CYP21A2 V237E, 1512530380
21-F B 2 5 CYP21A2 V281L, rs6471
ABCCS8 48 £ 89 & ik B & o i ABCCS 3992-9G>A
ABCCS 48 % 69 &1 0k B & fo i ABCCS8 delF1388
ABCCS A8 £ 693k b # ho ik ABCCS delF1388
ABCCS8 48 £ 89 & ik B & o i ABCCS8 V187D
BEREARE FGFR3 G375C
BEREARE FGFR3 G380R, rs28931614
ERHEARE CNGB3 c.1148delC
BERERAE CNGB3 c.1148delC
BERAH L CNGB3 ¢.819-826del8
BERHRE CNGB3 ¢.819-826del8
BERERE CNGB3 ¢.886-896del 1 1insT
BRERXBEAL CNGB3 ¢.886-896del11insT
BERERE CNGB3 c.991-3T>G
BT EEARE CNGB3 p.Arg403Gln
BERAHEREL CNGB3 p.Glu336X
A% 3 — B BRI A B 1 AMPDI1 P48L
R — B B B AU BE 1 AMPD1 QI12X, rs17602729
JitREAR R B R AP 22 55 T SLCI12A6 ¢.2436delG
B REAR R B R Ab 2255 T SLCI12A6 ¢.2436delG
SR E B HGD c.174delA
B .85 J HGD c.174delA
JE B R HGD ¢.457 458insG
Jk BBR Sk HGD ¢.457 458insG
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FH F- 35 TR AR

S B R HGD G161R

S BB AR HGD G270R

SR BB R HGD IVS1-1G>A

343 HGD IVS5+1G>A

S BB R HGD Met368Val

Vo8 ¥3 HGD P230S

B 2.8 fk HGD S47L

J BBk HGD V300G

o-1-F IR & G ias 2 JE SERPINA1 Argl01His, rs709932

o-1-FHRE ik 2 JE SERPINAI Glu264Val

o-1-F & Gt 2 JE SERPINAI Glu342Lys, rs28929474

o-1-Fu & &8ssk 2 JE SERPINA1 Glu376Asp, rs1303

o-H 55 48 3 AR MAN2BI IVS14+1G>C

o-H B 48 e ARE MAN2BI p.L809P

o-H 5% 48 3 AR MAN2BI p.R750W

a-ULIR #2& 7 SGCA R77C, 1528933693

o-3 P MR HBA2 H19D

o-3 P & 3 oo HBAI HbQ

o-3 P M R A HBA1,HBA2 3.7kb (1 &) #% 0-2

o-3b & 7 HBA1,HBA2 3.7kb (1 &) #% o-2
HbVar 444 /% id # 1086,

o~ P & 3 A HBA1,HBA2 —~(SEA); #:% % 20kb, &
1% 0-3 & G & B o-Thal-1
HbVar 4% % id # 1086,

o-3 P MR HBA1,HBA2 —-(SEA); #% % 20kb, &
1 o-3K & G A B o-Thal-1
HbVar £ 4% & id # 1087,

o-3 P 7 A HBA1,HBA2 —-(MED-I); #:% %) 17.5 kb,
@.4% 0-3K % G A B a-Thal-1
HbVar £ 4% % id # 1087,

o-H P R HBA1,HBA2 —-(MED-I); # % £ 17.5 kb,
.36 0-3X & @ A A o-Thal-1
HbVar # 4% & id # 1088,

o -(0)20.5; X A¥ 20.5 kb 98k

o-3 P iR A HBA1,HBA2 B BE o3 fu ol 58
;o-Thal-1
HbVar 4% % id # 1088,

- «(@)20.5; XA 20.5 kb 49k

o-3 P % 7 A HBA1,HBA2 57 0 Foal & 5
;0-Thal-1
HbVar 4% % id # 1094,

a-Ho P B R o HBA1,HBA2 —~(FIL); $% 30-34kb, &

% al. o2 #= zeta 2 H
a-Thal-1
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b3 P 53] TR AR
HbVar £t 4% /& id # 1094,
" —(FIL); #:% 30-34kb, #
I A HBALHBA2 A al. o2 #= zeta & B
o-Thal-1
HbVar # 4% /& id # 1095,
o-3b P & R o HBA1,HBA2 —(THAI); #t% 34-38 kb, #
A ol, 02 4o { 2L a-Thal-1
HbVar $t 4% & id # 1095,
o-3 P M fn HBA1,HBA2 —~(THAI); #t% 34-38 kb, #
A al. a2 4o { & B o-Thal-1
HbVar #48 & id # 1097,
o-3 P & T HBA1,HBA2 —(MED-II); #:% 26.5kb i
A A o A2 (& FH o-Thal-1
HbVar # 3% & id # 1097,
o-3 P & T HBA1,HBA2 —-(MED-II); #:% 26.5kb &
B#HA o F2 { & H o-Thal-1
o-3 P i R fn HBA2 HbVar #4% % id # 187
-3 P R HBA2 ﬁf’sv f‘_rj’(iéf iﬁ 1. 2598,
o-3 P M A HBA1,HBA2 HbVar # 4% % id # 703
o-3 P R e HBA1,HBA2 HbVar £ 4% & id # 704
A HBAI.HBA2 HbVar 4% & id # 705, Hb
Koya Dora
o-3 P R b HBA1,HBA2 izm zﬁff & 1d#707,
o-3 P & 7 HBAI HbVar £ 4% & id # 87
HbVar 3% & id # 969, Poly
0-3 P M HBA1,HBA2 A (A->G);
AATAAA->AATGAA BB+
HbVar #4&& id#971,
o3P i HBA1,HBA2 Poly A (A->G);
AATAAA->AATAAG Bp+
o-20 P & R HBA2 MIT
o-3 P i R e HBAI W14X
Do ERE T Ak, 1R AGTRI A1166C
BEEQEARSR APOE p.C112R, rs429358
HEZEQEARALA APOE p.R158C, rs7412
EE S R ASL R385C
ARSACS SACS 5254C>T
ARSACS SACS 6594delT
ARSACS SACS 6594del T
R A BB A ) HE R Ak AGA c.199 200delGA
R A R Bt AR &) A8 R AGA ¢.199 200delGA
XA R Bt 8 48 e R AGA C163S
EF kA ELEEE S TTPA 744delA
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B B AR TR LA
EF KB ELEEE S TTPA 744delA
ik if-Em b b K IE ATM R35X
I | Sl o= e DG
g%’tﬁﬁg P93 SR 25 & A 1 AIRE c.1163_1164insA
g : n }-’. X & i”:‘::’é-\ e )
g%’t&ﬁ%”} LHAESIEL |\ pE ¢.1163_1164insA
5 > ::" N '1. 2\.&: 1!'3\
g%k&&% Py 5 sl B 9 47 A AE AR —
¥ AN S f,"‘fé\ 4
g *RABALS AR M AR ] AIRE ¢.967 979del
95 b ‘J. fu-:- ér\
;3 HRAM S AR ERRIESIEL | pe ¢.967 979del
95 b Jf ‘J. fv’é\
i%i&&%m} LB R 45 A AE | ATRE -
Bardet-Bied] 4% 4 BBS1 M390R
Bardet-Biedl 47 A& BBS10 p.C91LfsX4
Bardet-Biedl 42 4 % BBS10 p.C91LfsX4
NI ERFHEARE BESTI ¢.G383C
B-WL I 4 % SGCB S114F
-3 b 7 do. HBB -28 (A->G) Bp+
B3P 5 HBB 29 (A->G) P+
B-3b b i 7 fn HBB 29A>G
-3 b R do. HBB -30 (T->A) P+
B-3bF & R A HBB -87 (C->G) Pp+
B-3b b i 7 o HBB -88C>T
B-2b b & R A HBB CAP+1 (A->C) BB+
FF 15 (G->A);
B-3b & R Ao HBB TGG(Trp)->TAG(%4 1k 5 74
) BP0, rs34716011
T 15 (G->A);
B-3o P T A HBB TGG(Trp)->TAG(% 1L %
) B0, rs34716011
- %5 16 (-C);
B-3b P i R fo HBB GGO(Gly)>GG-B0
- %255 16 (-C);
g %
foar i e =EE GGC(Gly)->GG-B0
FF 17 (A->T);
B-2b b & R A HBB AAG(Lys)->TAG(%4 L% 25
5) B0
" T 24 (T->A);
ptir g e GGT(Gly)->GGA(Gly) p+
¥ 39 (C->T);
B-3b & R Ao HBB CAG(GIn)->TAG(%4 1L % 25
5) B0
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Zia

E Y]

EARLAR

B-3tb P 7

HBB

FaF 5(-CT);
CCT(Pro)->C--B0

-3t & R o

HBB

T 5(-CT);
CCT(Pro)->C--B0

B-2b P & R Ao

HBB

FEF 6 (-A);
GAG(Glu)->G-G B0

B-3 P & 7 e

HBB

FEBF 6 (-A);
GAG(Glu)->G-G B0

-3 5 Ao

HBB

F2F 8 (-AA);
AAG(Lys)->--G B0

B-3b P R

HBB

2T 8 (-AA);
AAG(Lys)->--G B0

B-3 P & 7 e

HBB

%#-F 41/42 (-TTCT);
TTCTTT(Phe-Phe)->----TT
BO

B-2b P & R Lo

HBB

% 41/42 (-TTCT);
TTCTTT(Phe-Phe)->----TT
BO

B-3b P & R Ao

HBB

FHF 71/72 (+A); TTT
AGT(Phe Ser)->TTT A AGT;
BO

B-3b P 7

HBB

- T1/72 (+A); TTT
AGT(Phe Ser)->TTT A AGT;
BO

-3t ¥ & R o

HBB

FF 8/9 (+G); AAG
TCT(Lys;Ser)->AAG G TCT
0

B-3 P i R Ao

HBB

##F 8/9 (+G); AAG
TCT(Lys;Ser)->AAG G TCT
po

B-2b P & R Ao

HBB

HbVar ##% % id # 889,
IVS-1I-654 (C->T);
AAGGCAATA->AAG"GTA
ATA B+(= )

B-3 P & 7 e

HBB

HbVar # 3% & id # 890,
IVS-11-705 (T->G);
GATGTAAGA->GAG"GTA
AGA B+

-3 ¥ & R o

HBB

HbVar # 4% & id # 891,
IVS-II-745 (C->G);
CAGCTACCAT->CAG"GT
ACCAT B+

-3 7

HBB

HbVar #4&/& id # 979, 619
bp #: % BO

B-3 P 7 o

HBB

619 bp 4% PO
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FH F- 35 TR AR
IVS-I-1 (G->A);

B-3b b %R Ao HBB AG "GTTGGT->AGATTGG
T BO
IVS-I-1 (G->T);

B-3oF & R Ao HBB AG "GTTGGT->AGTTTGGT
BO
IVS-1-110 (G->A) B+ X & &

B-3b b & R Ao HBB AR 342 5 AGNGC 89 50
UES A R

B-2o b &R fo HBB IVS-1-5 (G->C) BH(® %)

B-3b b % R Ao HBB IVS-11-1 (G->A); B0

B-3b b & R Ao HBB IVS-11-844 (C->G); B+

B-3b b & R Ao HBB IVS1+6T>C

-3 b T o HBB IVS11-849A>C

B-xbF & R Ao HBB IVS11-849A>G

& A& BB 2 gE BTD A171T, rs13073139

& 4 F BB b 2 JE BTD D252G, rs28934601

EX NS BTD D444H, rs13078881

A W& B BE R 2 gE BTD F403V

& A BB B 2 R BTD G98:d7i3

4 A F B B b 2 R BTD G98:d7i3

& S F B B b 2 IR BTD Q456H

& A& BB bk 2 g8 BTD R157H

EXF N4 S T e BTD R538C

Blau 4 4~ 4iE NOD2 E383K

Blau 4% 44 NOD2 L469F

Blau 47 4-4E NOD2 R334Q

Blau 4% 44 NOD2 R334W

A 5 i L7 A A BLM 2407insT

A i bE A AR BLM 2407insT

; 736del ATCTGAInsTAGATT
AP SR - C (2281del6/ins7)
=k 736del ATCTGAinsTAGATT

ik i C (2281del6/ins7)

BRCA1 # 4% £ SUAR 75/ 97 $ 78 BRCAI 185delAG

BRCA1 it 1% PE JUAR /97 £ /& BRCAI 185delAG

BRCA1 4% 1 LR &/ 9P £ 78 BRCAI 5382insC

BRCA1 #f 4% £ $UAR /9P £ 78 BRCAI 5382insC

BRCALI i#f 7% 1 SUAR 72/97 £ 78 BRCAI Tyr978X

BRCA?2 i 1% £ $UAR 72 /97 £ /& BRCA2 6174delT

BRCA?2 i 1% P& JUAR 55/97 £ 78 BRCA2 6174delT

BRCA2 i 1% P JUAR & /97 £ /& BRCA2 8765delAG

BRCA?2 i#f 1% £ SUAR 72 /97 /& BRCA2 8765delAG
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FH F- 35 T4k L AR

. A305E (914C>A),
lakds SARba, r528940(5?4 )

. E285A (854A>C),
Rkt ASPA r328940(2?9 )
T 5 ASPA IVS2-2A>G (433-2A>G)
VR ASPA Y231X (693C>A)
P BAZ A B4 A5 B TA 2 JE CPT1A G710E
P ARAZ A BLAE A B 1A B2 CPTIA P479L
P BRAZAR Bt 4E AL B 11 422 JE CPT2 G549D
P BRAZ AR Bt 4k AL B 11 4k 2 2 CPT2 L178F 534 ins/25 bp del
A A A BL AL AL S 1] 402 5 CPT2 L178F 534 ins/25 bp del
P BRAZAR Bt AR AL B 11 2 2 JE CPT2 P227L
R ARAZ A BLAE AL B 11 2 CPT2 P50H
P BRAZAR B4 A5 85 11 422 JE CPT2 P604S
P BR AT AR Bt 45 A5 Bl 11 422 5 CPT2 Q413fs
P BAZAR Bt AR AL B 11 42 2 JE CPT2 Q413fs
R ARAZ A BLAE AL B 11 2 CPT2 Q550R
P BRAZAR B4 AL 85 11 422 JE CPT2 R124X
P sEAZ A B AL AR B 1T S22 CPT2 R503C
R ARAZ A BL A A5 86 11 2 JF CPT2 R631C
R ARAZ M BLAE AL B 11 2 CPT2 S113L
P ARAZ A BL AR AL B 11 402 CPT2 $38fs
P ARAZ M BLAE A B 1] 22 CPT2 s38fs
R ARAZAR BLAE 4505 1] $2 2 4E CPT2 Y6288, rs28936673
BE-LEEEARAL RMRP 2.262G>T
BF-ERAREARE RMPR g.70A>G
CFTR #8 X 49 7% JiE. CFTR 1811+1.6kbA->G
CFTR #8 % 89 5% & CFTR 2183AA>G
CFTR #8 % 64 5% & CFTR 2183AA>G
CFTR #8 % 49 7% 4iE CFTR 3849+10kbC>T
CFTR #8 % 69 5% JE. CFTR A455E
CFTR #8 % 6% 55 JE. CFTR AS559T
CFTR #8 % 49 % 4E. CFTR C524X
CFTR #8 X 49 7% JiE CFTR 574delA, 574del A
CFTR #8 % 49 % 4 CFTR 574delA, 574del A
CFTR #8 % 6958 & CFTR 2108delA, 2108delA
CFTR #8 % 69 7% & CFTR 2108delA, 2108delA
CFTR #8 X 49 7% JiE. CFTR 3171delC, 3171delC
CFTR #8 % 49 7% 4i& CFTR 3171delC, 3171delC
CFTR #8 X 49 7% JiE. CFTR 621+1G->T
CFTR #8 % 49 4% 4 CFTR 2105-2117del13insAGAAA
CFTR #8 % 6958 & CFTR 2105-2117del13insAGAAA
CFTR #8 X 69 7% & CFTR 711+1G->T
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CFTR #8 % 8955 9% CFTR 71145G->A
CFTR #8 % 8978 4% CFTR 712-1G->T
CFTR #8 % 9 7 it CFTR 1288insTA, 1288insTA
CFTR #8 % 9 55 . CFTR 1288insTA, 1288insTA
CFTR #8 # 4 55 4 CFTR 936delTA
CFTR #8 % 9 & J% CFTR 936delTA
CFTR #8 % 49 7% /% CFTR [3]F311
CFTR #8 % 9 5% 4. CFTR [3]F311
CFTR #8 % &9 7 42 CFTR 1078delT, 1078delT
CFTR #8 % 9 7% 4. CFTR 1078delT, 1078delT
CFTR #8 % 9 5% . CFTR 1161delC, 1161delC
CFTR #8 % 9 7 42 CFTR 1161delC, 1161delC
CFTR #8 % 49 7 4. CFTR 1609delCA, 1609delCA
CFTR #8 % 8958 % CFTR 1609delCA, 1609delCA
CFTR #8 % 9 7% J& CFTR [8]1507
CFTR #8 % 49 7% i CFTR [3]1507
CFTR #8 X 49 75 J CFTR rs332, [§]F508
CFTR #8 % 49 7% 4% CFTR rs332, [3]F508
CFTR #8 % 9 7 4% CFTR 1677delTA, 1677delTA
CFTR #8 % 49 7 it CFTR 1677delTA, 1677delTA
CFTR #8 % 8955 9% CFTR 1717-1G->A
CFTR #8 % 9 7% 4. CFTR 1812-1G>A
CFTR #8 % 89 7% 4% CFTR 1898+1G->A
CFTR 48 % 9 75 42 CFTR 1898+1G->T
CFTR #8 % 8955 4% CFTR 1898+5G->T
CFTR #8 % 9 7 4% CFTR 1949del84, 1949del84
CFTR #8 % 49 7% i CFTR 1949del84, 1949del84
CFTR #8 % 8958 4% CFTR 2043delG, 2043delG
CFTR #8 % 49 7 4% CFTR 2043delG, 2043delG
CFTR #8 % 49 7% i CFTR 2055del9->A
CFTR #8 % 8958 4% CFTR 2055del9->A
CFTR #8 % 9 5% . CFTR 2143delT, 2143delT
CFTR #8 % 9 & JE CFTR 2143delT, 2143delT
CFTR #8 % 49 7 4 CFTR 2184delA, 2184delA
CFTR #8 % 9 5% . CFTR 2184delA, 2184delA
CFTR #8 % 9 7% 4% CFTR 2184insA, 2184insA
CFTR #8 % 49 7% i CFTR 2184insA, 2184insA
CFTR #8 % 9 5% it CFTR 2307insA, 2307insA
CFTR #8 % 9 7 4% CFTR 2307insA, 2307insA
CFTR #8 % 9 5% & CFTR 296+12T->C
CFTR #8 % 9 7 4. CFTR 2789+5G->A
CFTR #8 % #9 7 4 CFTR 2869insG, 2869insG
CFTR #8 % 9 7 4% CFTR 2869insG, 2869insG
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CFTR #8 % 9 5% . CFTR 3120G->A
CFTR #8 % 8978 4% CFTR 3120+1G->A
CFTR #8 % 9 7 it CFTR 3272-26A->G
CFTR #8 % 9 55 . CFTR 3659delC, 3659delC
CFTR #8 % 9 5% & CFTR 3659delC, 3659delC
CFTR #8 % 9 & J% CFTR 3667deld, 3667dcl4
CFTR #8 % 9 7 % CFTR 3667del4, 3667dcl4
CFTR #8 % 44 75 4 CFTR 3791delC, 3791delC
CFTR #8 % &9 7 42 CFTR 3791delC, 3791delC
CFTR #8 % 9 7% 4. CFTR 3821delT, 3821delT
CFTR #8 X 89 5% JE CFTR 3821delT, 3821delT
CFTR #8 % 9 7 42 CFTR 3905insT, 3905insT
CFTR #8 % 49 7 4. CFTR 3905insT, 3905insT
CFTR #8 % 4 75 & CFTR 4016insT, 4016insT
CFTR 48 % 9 75 42 CFTR 4016insT, 4016insT
CFTR #8 % 49 7% i CFTR 394delTT, 394delTT
CFTR #8 % 8958 4% CFTR 394delTT, 394delTT
CFTR #8 % 9 7 4t CFTR 405+1G->A
CFTR #8 % 8975 4% CFTR 405+3A->C
CFTR #8 % 49 7 it CFTR 444del A
CFTR #8 % 9 55 . CFTR 444del A
CFTR #8 % 9 7% 4. CFTR 3876delA, 3876delA
CFTR #8 % 9 7 42 CFTR 3876delA, 3876delA
CFTR 48 % 9 75 42 CFTR A57TAT->G
CFTR #8 % 8955 4% CFTR 457TAT->G
CFTR #8 % 9 7 4% CFTR 3199del6, 3199del6
CFTR #8 % 49 7% i CFTR 3199del6, 3199del6
CFTR #8 % 49 75 & CFTR 406-1G->A
CFTR #8 % 49 7 4% CFTR 663delT, 663delT
CFTR #8 % 49 7% i CFTR 663delT, 663delT
CFTR #8 % 8958 4% CFTR 935delA, 935delA
CFTR #8 % 49 75 J& CFTR 935delA, 935delA
CFTR #8 % 9 & JE CFTR CFTR dele2,3 (21kb)
CFTR #8 % 49 %8 /% CFTR CFTR dele2,3 (21kb)
CFTR #8 % 8955 % CFTR DI1152H
CFTR #8 % 9 7% 4% CFTR E60X
CFTR #8 % 49 7% i CFTR E92X
CFTR #8 % 9 5% it CFTR F508C, rs1800093
CFTR #8 % 9 7 4% CFTR G178R
CFTR #8 % #4 55 J& CFTR G330X
CFTR #8 % 9 7 4. CFTR G480C
CFTR #8 % &9 5% & CFTR G542X
CFTR #8 % 9 7 4% CFTR G551D
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CFTR #8 % 9 5% . CFTR G622D
CFTR #8 % 8978 4% CFTR G85E
CFTR #8 % 9 7 it CFTR G91R
CFTR #8 % 9 55 . CFTR 1148T, rs35516286
CFTR #8 % 9 5% & CFTR 1506V
CFTR #8 % 9 & J% CFTR IVS8-5T
CFTR #8 % 9 7 % CFTR IVS8-7T
CFTR #8 % 44 75 4 CFTR IVS8-9T
CFTR #8 % &9 7 42 CFTR K710X
CFTR #8 % 9 7% 4. CFTR L206W
CFTR #8 % &9 7% J&. CFTR MI1101K, rs36210737
CFTR #8 % 9 7 42 CFTR N1303K
CFTR #8 % 49 7 4. CFTR P574H
CFTR 48 X 49 7% /& CFTR Q1238X
CFTR #8 % 9 7% J& CFTR Q359K/T360K_wt
CFTR #8 % 49 7% i CFTR Q493X
CFTR 48 X 49 % /& CFTR Q552X
CFTR #8 % 9 7 4t CFTR Q890X
CFTR #8 % 9 7 4% CFTR R1066C
CFTR #8 % 4% 7% /% CFTR R1070Q
CFTR #8 % 9 55 . CFTR R1158X
CFTR #8 % 9 7% 4. CFTR R1162X
CFTR #8 % 9 7 42 CFTR R117C
CFTR 48 % 9 75 42 CFTR R117H
CFTR #8 % 8955 4% CFTR R1283M
CFTR #8 % 9 7 4% CFTR R334W
CFTR #8 % 49 7% i CFTR R347H
CFTR #8 % 49 75 & CFTR R347P
CFTR #8 % 49 7 4% CFTR R352Q
CFTR #8 % 49 7% i CFTR R553X
CFTR #8 % 49 75 4E CFTR R560T
CFTR #8 % 49 75 J& CFTR R709X
CFTR #8 % &9 75 4% CFTR R75X
CFTR #8 % 49 7 4 CFTR R764X
CFTR #8 % 9 5% . CFTR S1196X
CFTR #8 % 9 7% 4% CFTR S1235R, rs34911792
CFTR #8 % 49 7% i CFTR S1251IN
CFTR #8 % 9 5% it CFTR S1255X
CFTR #8 % 9 7 4% CFTR S364P
CFTR #8 % #4 55 J& CFTR S5491
CFTR #8 % 9 7 4. CFTR S549N
CFTR #8 % &9 5% & CFTR S549R
CFTR #8 % 9 7 4% CFTR S549R
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B B AR TR LA
CFTR #8 % 84 5% & CFTR T3381
CFTR 48 % &9 %5 & CFTR V520F
CFTR #8 % 44 75 4 CFTR W1089X
CFTR #8 % 84 7% & CFTR W1204X
CFTR #8 % &4 % I CFTR W1204X
CFTR #8 % 9 7% 4% CFTR W1282X
CFTR #8 % 8955 %% CFTR Y1092X
CFTR #8 % &9 55 & CFTR Y 122X
Tk 28 B CHM ¢.1609+2dupT
T R 25 B8 CHM ¢.1609+2dupT
TSy Ty
(‘:*LN3jﬂ % 694 22 FUIE A TR G AR R CLN3 461 677del
TLAZIE -
TSI TS TyTE
CLN3 AR 6979 22 AIAFRAEAER | 3 c.461 677del
LA IE —
EyTETH Ty Ty
CLNS #l 2 Srme S IR | e ¢.791 1056del
TLALIE
TETETYTYTTE
ELN%‘#H * 694 22 TUIEAE TR NG AR R CLN3 ¢.791 1056del
TUARIE
TSy TR
%gj;ﬂi%ﬁ IGAF IR CLN5 c.1175 1176delAT
TSI Ty Ty TE
CLNS MASOHSAMHREBR | s 1175 1176delAT
AR =
TR TR T
(‘Z‘,LNS A8 £ G AP 22 TSGR R IS A8 R CLNS £225G>A
TLARE
64 Ab 12 T AR TR IS
ELNS_%H * 694 22 TUIEAE TR NG AR R CLNS cT0C>G
J}L#‘JJJ-E
#1 B, fafé\ VPS13B ¢.3348 3349delCT
A B4z A VPS13B ¢.3348 3349delCT
IR Aodd 12 5
g’;‘&é’ W » WIREH AL | 1opy IVS6+4389C>T
R HEAEEIEH Ta PMM?2 p.F119L
5 K v AL B A Ta PMM?2 p.R141H
S F M AE R AL b MPI R295H, rs28928906
R 2R R NPHS1 c.121 122del
Se KoM ZAVE A NPHSI c.121 122del
R iR NPHS1 ¢.3325C>T
% ¥ Bm NOD2 3020 ins C
¥ B NOD2 3020 ins C
£ ¥ B NOD2 G908R, rs2066845
2T B NOD2 R702W, rs2066844
B R BR AR gE CTNS 1035insC
e £ BR AR CTNS 1035insC
e B B AT CTNS 537del21
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JoE £ BR e AR CTNS 537del21
e £ BRI AR CTNS 57kb & %k
e £ B AR CTNS 57kb %
e £ BRI AU CTNS D205N
e £ BRI AR CTNS L158P
P £ BB R AR CTNS WI138X
DFNA 9 (COCH) COCH P51S
18 ke 5 T 71 AR K mtDNA 3234A>G
¥ Fk B 5 A Mk mtDNA 3271T>C
HE Jk o 5 7 71 AR K mtDNA G8363A
LSRN EES mtDNA T14709C
T K PR KK A BEAF (DYTI) TORIA 904 906delGAG
F KPR KK A A (DYTI) TORIA 904 906delGAG
R RRALLEARE, LAMB3 3024delT
Herlitz-Pearson #!
I KA R BN, LAMB3 3024delT
Herlitz-Pearson A&
TRPE K J P & AN AR IE,
Herlitz-Pearson % ES P
I XA L BARE, LAMB3 R144X
Herlitz-Pearson %
feiﬁ_'t’i KA R AN RFIE, LAMB3 RAIX
Herlitz-Pearson &
RIEXARLELRE, LAMB3 R635X
Herlitz-Pearson %!
iﬁi& K AP R BRI, LAMA3 R650X
Herlitz-Pearson A&
TRPE K PE & AN AR IE
Herlitz-Pearson & Lt Bk
¥ V Leiden f2. 4 7 F5 HI299R
# ¥ V Leiden £z & 5% F5 R506Q, rs6025
HF VR2 R T etk F5 16027
BF XI 42 Fl1 E117X (576G>T)
H¥ X1 2 Fl11 F283L (1074T>C)
BF XI 4% Fl1 IVS14 +1G>A
BF XI 43 Fl11 IVS14del14
B 5 XI# 2 F11 IVSl4del14
B F XIII $: 5 FI3Al V34L, 1s5985
Rk PR T 8 A % APC 11307K, rs1801155
Kkt i TAYZIEE FF IKBKAP 2507+6T>C
R AktE B EAPZHURE -7 IKBKAP P914L
Rkt § TAYZIEE FF IKBKAP R696P
Rkt S Ie B8z B A APOB R3500Q, rs5742904
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Tkt g 12 B8 fe i B A APOB R3500W
K& Ie B8 g B A APOB R3531C, rs12713559
e TR R T MEFV A744S (2230G>T)
K AR 3 P g 2k MEFV dell692 (del2076 2078)
ES LN T MEFV dell692 (del2076_2078)
Rk b H b i 2k MEFV E148Q (442 G>C), rs3743930
KAk M P B R MEFV E167D (501 G>C)
KAk R P & 2K MEFV F479L (1437 C>G)
KAk g 2R MEFV K695R (2084A>G)
KAk 3 P g 2k MEFV M6801 (2040G>C)
- o M6941 (2082G>A),
K ik P R P i MEFV r528940(5?8 )
KAk 3 P g 2k MEFV M694V (2080A>G)
- . P369S (1105 C>T),
Rk 3 MEFV s
kAP MEFV AU [T,
ES LN T MEFV R653H (1958G>A)
Rk b H o i 2k MEFV R761H (2282G>A)
KA 3P g 2R MEFV T2671 (800 C>T)
= N V726A (2177T>C),
R A 3 b MEFV hile el TR
FANCC #8 % 69584t R R 2 FANCC 322delG
FANCC #8 % 69 5841 R R} fn iz FANCC 322delG
FANCC #8 X 69 584 R R fo i FANCC IVS4+4A>T (711 +4A>T)
FANCC #8 % 69 78 A1 2 R fo g2 FANCC Q13X (37C>T)
FANCC 48 % 89364 B R e JE FANCC R547X
FGFR1 #8 % & fif 4% - 4] FGFR1 P252R
FGFR2 #8 % 9 /i 4% % ] FGFR2 P253R
FGFR2 #8 % & /i 4% - 1] FGFR2 S252W
FGFR3 48 % 9 fi 4% % 4] FGFR3 A391E, 1528931615
FGFR3 #8 X &9 /7 4& - 14] FGFR3 P250R, rs4647924
% 3 o Ik B A AT SLC17AS ¢.1007_1008delTA
75 B ok iR B K G AT SLC17AS c.1007 1008delTA
a7 & ok i B 4K G R AT SLC17A5 ¢.115C>T
BB ot o R AF 2 A AR 45 A AE-17 MAPT IVS10+16
BBt o KA DA AR LR A E-17 MAPT P301L
It o KA P A R LE A AE-17 MAPT P301S
B o o KA A B A 4E A -1 MAPT R406W
3E 3 & B AR b 2 JE FH ¢.1431 1433dupAAA
3E 3] & BR B bk 2 R FH c.1431_1433dupAAA
F LA fo JE GALT 5.0 Kb A B £k
F FUNE fn JE GALT 5.0Kb A& sk
F FUAR dn GALT 5"UTR-119del
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B B AR TR LA
F U fo E GALT 5’UTR-119del
H5UAE fn JE GALT IVS2-2 A>G
F 4B E GALT K285N
F LB JE GALT L195P T>C
U8 fn GALT L218L
F U5 A gE GALT N314D, rs2070074
F A5 GALT Phel71Ser
X 5% fo JE GALT Q169K
U8 o E GALT QI188R
F LB E GALT S135L
FJUAE fJE GALT T138M C>T
X 3L fo GALT X380R
L% fn GALT Y209C A>G
X4 7% GBA 1035insG
X # A GBA 1035insG
X8 55 GBA 84insG
X% % GBA 84insG
X, % GBA D409H, rs1064651
X% % GBA D409V
X 7 GBA IVS2(+1)G>A
— L444P (1448T>C),
XA GBA rs35095275
X HE GBA N370S
XA GBA R463C
X8 GBA R463H
X 7 GBA R496H (1604G>A)
X 9E GBA V394L
GJB2 #8 % 69 DFNA 3 dF £z & AE P o7
GJB2 167delT
ES ©
GJB2 48 # 49 DFNA 3 dE 42 A Ao
B2 167delT
H k5 o oe
GJB2 #8 % &9 DFNA 3 dF £z A 4E P oy
Bk b E GIB2 235delC
GJIB2 #8% &) DFNA 3 k42 A 4R P o
GJB2 235delC
&k ERE ©
GJB2 48 £ 89 DFNA 3 342 A fE oy
GIB2 35delG
AkEEER ¢
GJB2 #8 # 49 DFNA 3 dE 42 & AP o
GJB2 35delG
HEEERE ©
GJB2 48 % &9 DFNA 3 3E £z &AM o
_ B2 IVS1+1G>A
% 5E % il ke
4t = A fT
GJB2 48 X 49 DFNB 1 3k £z & 44277 GIB2 101delAG
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& 7% AR T&RLAR
GJB2 #8 % 69 DFNB 1 JE 42 A 4EpE o7
GIB2 313del14
7 & kA B B ¢
GJB2 #8 % ¢ DFNB 1 342 A 42 pEoF
PR, GIB2 313del14
GJB2 #8 % ¢ DFNB 1 JE 42 A 42 pE o7
GIB2 delE120
h kAo F ¢
GJB2 48 % 69 DFNB 1 JE 42 A-AE 1 o
B2 IE12
& AE . g2
GJB2 #8 % 69 DFNB 1 JE 42 A 4EpE o7
GIB2 M34T, rs35887622
7 & %k Ao B % s
GJB2 #8 % ¢ DFNB 1 3£z A 42 P oF
B2 124X
7 f kAo T 2 @l Q
GJB2 #8 % ¢ DFNB 1 JE 42 A 42 pEoF
GIB2 R184P
) & kA E- 3
GJB2 46 % 69 DFNB 1 42 A-fE 1o
B2 V371
& AE ¢ o
GJB2 #8 % 69 DFNB 1 JE 42 A 4EPE o7
GIB2 W24X
h&EkAHE
GJB2 #8 % ¢ DFNB 1 3£z A 42 pEoF
B2 WTTR
7 kA E R ¢ i
GJB2 #8 % ¢ DFNB 1 JE 42 A 42 pE o7
B2 X
7 ok Ao 2 bl bk
B B ME-6-FEER L B B 2 G6PD A335V
# B B -6-5 B L 2 B b 2 JE G6PD R459L
W B HE-6- B8R . A BE Ak 2 R G6PD R459P
# B E-0- B A B S G6PD rs1050828, rs1050828
B B HE-6- BRI A s Bk 2 IR G6PD r$1050829, 51050829
) & 4B -6-55 B3 I R 55 4 2 0% G6PD 1s5030868, rs5030868
KRB fgr 1 A GCDH A421V
KRB g 1A GCDH R402W
BB A la A G6PC 459insTA
¥ B A 1a A G6PC 459insTA
¥ B A2 1a A G6PC 727G/T
A B A2 la A G6PC del F327
¥ B AR la A G6PC del F327
¥ B A 1a A G6PC G188R
¥ B A 1a A G6PC G270V
¥ B AR la &) G6PC Q242X
¥ B A 1a A G6PC Q27fsdelC
¥ B A2 1a A G6PC Q27fsdelC
$B R ARE la A G6PC Q347X
BB A la A G6PC R83C
¥ B A la A G6PC R83H
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F A5 TR AR
P B A 0E 1b A G6PT1 1211delCT
R IARE 1b A G6PTI1 A367T
$8 B AR HE 1b & G6PTI1 G339C
P& B AR HE 1b A G6PT1 G339D
¥8 B AR 0E 1b A G6PT1 WI118R
#8711 A GAA Arg854X
#8 B A m 11 A GAA Asp645Glu, rs28940868
YRt 2O | ) GAA IVS1(-13t>g)
188 e A 1A AGL 1484del T
ey 28 | | AGL 1484delT
82 A2 m 111 A AGL 17delAG
BB AR T A AGL 17delAG
# R R AR AR 111 A AGL Q6X
¥ B A VA PYGM G204S
$E B A gm VA PYGM K542T
8B A gm VA PYGM K542X
18 B i AR VA PYGM R49X
GNE #8 % 89 L% GNE M712T, rs28937594
Gracile 47 &4 BCSIL ¢.232A>G, 1528937590
DG SP-HF R Lo HBB c.19G>A
4% G S B-H P E R HBB ¢.20A>T
i G S B-Hb R HBB ¢.79G>A
4% G SB-HP R HBB Hb CS
1% G S B iR HBB Hb D
1% & S B-Hu P R HBB Hb O
AP R AR TS At ALDOB A149P, rs1800546
T A% e R 4B S At e ALDOB A174D
AP RAE TS AT R ALDOB d4E4
AP R AR TS At ALDOB S4E4
T AE P R AR S At R ALDOB N334K
B AP RAE AT R ALDOB Y203X
R AP RAR K PRSS1 Al6V
T AE P BRAR SPINK 1 MIT
iR AP RR K PRSS1 N291
TR SPINK 1 N34S, rs17107315
i 45T K PRSS1 R122C
iR AP RR K PRSS1 R122H
TR A% P B RR o 7 - B R R S DPYD rs3918290
TAB A A B2 JE HEXA 1278insTATC
T8 el A $R 2 JE HEXA 1278insTATC
CARMAE A B2 JE HEXA G269S (805G>A)
TR BE A B2 g HEXA IVS12 +1G>C
T ABRAE A 2 5 HEXA IVS7 +1G>A
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FH F- ) TR AR
T ABRcBE A 2 JE HEXA IVS9 +1G>A
CAENEEE A $2 gE HEXA R178C
T ABMBE A $ 2 JE HEXA R178H
TAENEEE A S 2 gE HEXA R247W (739C>T)
CAENEBE A S 2 5E HEXA R249W (745C>T)
HFE #8 X 69 F o & itk | HFE E168Q
HFE 40 X 695 ko & K OLA 4 | HFE E168X
HFE #a £ 64/t & £ 4% | HFE HM971246, H63H
HFE #a £ty i/t & £ 4% | HFE P160delC
HFE #8 X% 693 4% P fo. & & UK 4 HFE P160delC
HFE #a (64 & & £ £ 4% | HFE QI127H, rs28934595
HFE #a £ 69 /s e & £ 504 % | HFE Q283P
HFE #a £ty fd e & £ 4% | HFE rs1799945, rs1799945
HFE #8 £ 64/t o & £0 A% | HFE rs1800562, rs1800562
HFE #8 £ 69/ o & £ 4% | HFE rs1800730, rs1800730
HFE #a 469k &M o &£ Es% | HFE V53M
HFE #8469 5 o & £iLE4 | HFE V59M
HFE #8 (64 /it o & £ A% | HFE W169X
HABIEERERE 2 GJB6 A88V, rs28937872
HiFHMNEELEFTRR 2 GJB6 GI1IR
FHiFHIMNEER T RR 2 GJB6 V37E
BLAEL D &8 L IRBEHMAR | (pg G307S 919G->A
JRIE
;\tﬁ‘ﬁ* p ok il e BHMmAR CBS 1278T 833T->C, rs5742905
=y AT B AR 1 A SCN4A 1693T
A7 B AR 1 A SCN4A L6891
B AT B AR AR 1 A SCN4A L689V
PP B A AR 1 A SCN4A M1360V
B AT B AR AR 1 A SCN4A M1592V
AT A AR 1R SCN4A p.A1156T
S AT A AR 1 A SCN4A p.MI1370V
B4k B A AR 1 A SCN4A p.R1448C
B AT B AR AR 1 A SCN4A p.T1313M
AT B Bt AR 1 A SCN4A R675G
A7 hE B A AR 1 R SCN4A R675Q
B AP B A AR 1 A SCN4A R675W
By 47 P B Bk AR 1 A SCN4A T704M
B AT M Bl A AR 1 A SCN4A V7811
% & R BR o JE - B A k-3 N AR
Py SLC25A15 F188del
) & B A JE - R e - N B
P SLC25A15 F188del
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F A5 Tk L AR
BB, BAK, 1R AGXT 33insC
BEBA, BRAK, 1R AGXT 33insC
BEREK, BRAME, 1R AGXT F1521
BB, BRAK, 1R AGXT G170R
BB, BAE, 1R AGXT 1244T
B R, BRAME, 2A GRHPR 103delG
BB, RAM, 2# GRHPR 103delG
BERBEARR FGFR3 Asn328lle
BHTAEFRR FGFR3 1538V
BERAERR FGFR3 K650M
BERABELRR FGFR3 K650N 1950G>T
BEABERR FGFR3 K650Q
KETRABEARR FGFR3 N540K 1620C>A
BERXBELRR FGFR3 N5408
BERARR FGFR3 N540T
kA AL B AR bE AR 1 A CACNAIS R528G
IKEP A B BRPE AR A 1 B CACNAI1S R528H
K7 R B A kR 1 A CACNAIS rs28930068, rs28930068
kAT L B B kR 1 A CACNAIS r$28930069, rs28930069
K57 A B R AR 2 A SCN4A R669H
K47 AL B AR b Ak 2 A SCN4A R672C
1A AR AR PE A 2 A SCN4A R672G
kAT L B B b kR 2 A SCN4A R672H
K47 A JB) A ARk 5 2 A SCN4A R672S
1K A% 5 AR B JE. ALPL Asp361Val
1k A% BE; BE B ALPL ¢.1559delT
1K 5% BR 85 A . ALPL ¢.1559delT
A5 45% BR, B B . ALPL E174K
1% 5% BR B B JE. ALPL G317D
1% A% BR B B JE ALPL Phe310Leu
Ft IR BR Ao E. IVD A282V
F 1% BR f0.JE. IVD rs28940889
#1055 GALC EX11-17DEL
a5 GALC EX11-17DEL
F XX :Fr GALC G270D
kAath 9 GALC rs1805078, rs1805078
Slta5m GALC rs398607
Leber it 4% HALAY 42 5% T mtDNA 14484T>C
Leber i 4% P ALAY 22 5% T mtDNA 15257G>A
Leber i 45 PEALAY 42 95 & mtDNA G14459A
Leber it 1% P LAY 2 5% & mtDNA G3460A
Leber 1 1% P ALAY 42 95 & mtDNA m.11778G>A
Leber i 15 P ALAY 2 5% & mtDNA m.13708G>A
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FH F- 35 TR AR
Leber it /% P ALAY 2 55 & mtDNA m.15812G>A
Leber i 1% M4V 5% T mtDNA m.3394T>C
Leber i /% M4 %2 5% & mtDNA m.4216T>C
Leber it /& B AP 2 55 T mtDNA m.4917A>G
Leigh 445, & H-mg kA LRPPRC A354V
LGMD2I FKRP 1.2761, rs28937900
K4k 3-F2BLAES A WA B2 2 | HADHA E474Q ¢.1528G>C
K4k 3-FBLEE A BLA M2 E | HADHA Q342X 1132C>T
AR AR E 1A A BCKDHA Y438N
WA S IE 1B & BCKDHB E372X
WAE SRz 1B A BCKDHB G278S
HAE Sk e 1B A BCKDHB R183P
McCune-Albright 47 & 4E GNAS R201C
McCune-Albright 7 & 4E GNAS R201G
McCune-Albright 47 & 4E GNAS R201H
P eE B A REG A BL A B S Z R ACADM 244insT
kB AL S A B A B SZ ACADM 244insT
bk B AL S A B A AR S 2 R ACADM 250C>T
gk B A ARAS A B A BE 2 R ACADM 583G>A
P eE B A R EG A BL A B S 2 R ACADM 616C>T
kB AL S A B AR S 2 R ACADM 617G>A
P B ARG A B A B S 2 ACADM 799G>A
4k B AL A S A B A AR S Z R ACADM K304E
b4k B AL A EE A B R B S 2 E ACADM Y42H
E fls b i & a1 BR T A MLC1 135insC
E fs 2 A% & J w4 B T A MLC] 135insC
MELAS mtDNA 3243A>G
MELAS mtDNA 3250T>C
MELAS mtDNA 3252A>G
MELAS mtDNA A12770G
MELAS mtDNA C3256T
MELAS mtDNA G13513A
MELAS mtDNA T3291C
MELAS mtDNA T8356C
MELAS mtDNA T9957C
MERRF mtDNA 8361G>A
MERRF mtDNA A8296G
MERRF mtDNA m.8344A>G
FEEROQRERTR ARSA c.459+1G>A
FEREROQRERTR ARSA p.P426L, rs28940893
FREMBEORERTR ARSA p.T274M
FEREROQRERTR ARSA P377L
2 AR S LR mtDNA A3260T
25 %5 AR S LA mtDNA A4300G
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B B AR p LA S
2% 45 K00 LR mtDNA C3303T

B AR LA mtDNA T9997C
454K DNA 48 X 49 Leigh 47 & 4 Ao :
NARP mtDNA 5537insT
& 424K DNA 48 X 69 Leigh 4% 4 4E o :
AT mtDNA 5537insT
A4k DNA 48 X 49 Leigh 47 442 o

SR mtDNA 8993T>C
454K DNA 48 % 49 Leigh 47 & 4E o

STARD mtDNA 8993T>G
& 414K DNA 48 % 49 Leigh 47 442 4o

RIARD mtDNA C11777A
% ¥: 4k DNA 48 % #9 Leigh 42 44 fo

ATIE mtDNA T10158C
& ¥4k DNA 48 % 49 Leigh 47 442 4o

KA R mtDNA T10191C
424K DNA 48 X 49 Leigh 47 &4t fo

RARD mtDNA T8851C

& #:4k DNA 48 % 8% Leigh 27 41 4e

STATID mtDNA T9176C

% ¥4 DNA 48 % 89 Leigh 4% 4 4=

XTATIE mtDNA T9176G
MTHFR #:Z & MTHFR 1298A>C
MTHFR #:% 5% MTHFR rs1801133, rs1801133
MTRNRI1 #8 %699 /1 & . A H % | mtDNA 1095T>C
MTRNRI1 #8 % 699 /1 & kA= H-3¥ | mtDNA 1494C>T
MTRNRI1 #8 % 6997 /1 & kA= H-3% | mtDNA 1555A>G
MTRNRI #8 % &9%7 /) & kA= E- 3% | mtDNA 961T>G
MTRNRI1 48 % 69% /) & K A= FH- % | mtDNA A7445G
MTTS1 A48 % 6595 7/ & Kk A= B3¢ mtDNA 7443A>G
MTTS1 #8 % 6597 /) & %k Fo H- 3 mtDNA 7444G>A
MTTS1 #8 % 6997 71 & K A H- % mtDNA 7472insC
MTTS1 #8 % &5 7 & %k Ao H- % mtDNA 7472insC
MTTS1 #48 % &5 7/ & %k A= H- % mtDNA 7510T>C
MTTS1 #8 % 8597 /) & % Ao H- 3¢ mtDNA 7511T>C
MTTS1 #48 % 6597 5 & %k A= H- % mtDNA 7512T>C
F5I6 i B ARAE TV MCOLNI1 delEx1 3 Ex7 (511>6944del)
F5 RS R AR TV MCOLNI1 delEx1 3 Ex7 (511>6944del)
F5 05 R R ARSE TV MCOLN]1 IVS-2A>G
5B AE 1R IDUA c.46 57del
5 BB AUE [ A IDUA c.46 57del
F S4B AR 1A IDUA p.A327P
¥ % 4B AU 1R IDUA p.P533R
¥ 5 AR ARE R IDUA Q70X
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FH F- 35 TR AR
¥ BB RARGE TR IDUA W402X
¥5 % I AUE TTTA A SGSH p.R245H
F5 % 4B e AUE A & SGSH p.R74C
*5 % AR I AUE [TIA A& SGSH p.S66W
*s % 4B AE VIR GUSB p.D152N
% KR b 2 B RET 2047T>A
2 KRR 2R RET 2047T>A
% KWt iE 2 & RET 2047T>C
% KN Rt hRsE 2 A RET 2047T>G
KA E2 A RET 2048G>A
2 KRR 2R RET AS883F 2647 G>T
% KPR E 2 A RET Glu768Asp G>C
% RN 2 R RET MO9I18T
U P - BR - i 52 POMGNTI1 ¢.1539+1G>A
MYH #8 % &5 .8 1 5% MUTYH ¢.1376C>A
MYH #8 % 69 8. A 5% MUTYH c.494A>G, 1534612342

GENE_SYMBOL

MYH #8365 8. 7 5 TBD rs36053993, rs36053993
N o T 2 B _

z;ﬁ@?}iaﬁ&ﬁi%]@ﬁ‘})ﬁx ;4 SMPD1 ¢.990delC
TR S 2 =

g;?ﬁ%ﬂaﬁﬁﬁigliﬁﬁix & SMPDI £.990delC
e~ LB

i;?ﬁ%ﬁaﬁﬁﬁiﬁlﬂﬁ’lﬂx " SMPDI £P330

g;?ﬁ*‘#ﬁa%%&i%]@ﬁﬁﬁ %K SMPDI £P330
e 3 LB

2;«@1515#}33%&43]#&6’3}2.«_ 4 SMPDI 1302P
;A e : _

;J‘j;-#] HRIGEGEL 2 5l R T - SMPDI RA96L
:ER e Z Gt =

;]d;?h RNG B2 5l A A0 R - SMPDI R608del

JR-EumCl A NPC1 11061T

Nijmegen W % % &4 NBN 657del5

Nijmegen B 3 £ &k NBN 657del5

Pallister-Hall %z 4-4E GLI3 2012delG

Pallister-Hall 2% 4~ 4 GLI3 2012delG

Pallister-Hall £z A~ 4E GLI3 2023delG

Pallister-Hall %% 4 4& GLI3 2023delG

Pendred 42 4-4E SLC26A4 1197delT

Pendred 42 4-4E SLC26A4 1197delT

Pendred 4% 4-4E SLC26A4 E384G

Pendred 4% 4-4E SLC26A4 IV58+1(G->A)
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FH F- ) T4k L AR
Pendred 47 44k SLC26A4 L236P
Pendred 4% 4-4E SLC26A4 T416P
it A A B AR I T fE B bk 2 gE HSD17B4 ¢.302+1G>C
it B A BEAR I I fe B bR 2 JE HSD17B4 ¢.303-1G>A
LR A PEARAY K F BT NLGN4X D396X
LR AP AY K H AT NLGN4X D396X
LR AP AY K F AT NLGN4X NLGN4X:1253delAG
L AtARAY K A NLGN4X NLGN4X:1253delAG
LR A PEARAY K F B AT NLGN3 R451C
KA A BRI S JE PAH G272X
A R BREE S R PAH 165T
KA RER RS S S PAH IVS12+1G>T
KA AR IZEG S PAH L1488, rs5030841
XA RBRBNEERS E PAH R158Q, rs5030843
XA A BR BB S PAH R252W, rs5030847
R AR FRAEE B S g PAH R261Q, rs5030849
KA ARBNE S g PAH R408Q, rs5030859
XA AR BEERS E PAH R408W, rs5030858
KA AR IZNEG S T PAH rs5030855
KA AR BB 2 JE PAH 1s5030861
XA AR BB S PAH Y414C, rs5030860
Y BE R SE A A E R 1 SERPINE] -844 G>A
B JRE AR F ] SERPINE1 4G/5G
%K, R EARTEME PKHDI1 ¢.10412T>G
g, FEEERRN PKHDI ¢.107C>T
% E WM, FIEEIREME PKHDI ¢.1486C>T
% Bm, FREARERE PKHDI ¢.5895dupA
ZRRMm, FREKRHKE PKHDI ¢.5895dupA
kR, FFEARRER PKHDI1 ¢.9689del A
%EBm, FFEARER PKHDI1 ¢.9689delA
liPTl jﬂa&éﬁwé’émi‘%ﬁfﬁﬂﬁﬁ/ﬁ PPTI c36AAST
TUARE
I‘JﬂPTl. _;faaééﬁwifém%ﬁzﬁﬁ%%ﬁ PPTI p L10X
TLARJE
I_JFTl jﬂ%éﬁﬁ’é’é?ﬁﬁ%ﬁ/ﬁﬂﬁﬁﬁ PPTI pRISIX
TUARE
f;PTl _#a % 64 Ab 42 T IR R RS8R PPTI T75p
AR E
PROP1 #8 # 89 £k & s 2 % PROPI 301-302delAG
PROPI1 #8 % 69 &K% & 422 JE PROP1 301-302delAG
Ft do. 85 R o A5 R ARG F2 rs1799963
B dn Bl 2. dn 4o 75 R AR ) F2 16025, rs6025
Rt & D 2 A ER CYP27BI BT 8F Tbp A
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& # 35| &L AR
B A £ D 2 HGER CYP27BI Sp2F 8P TopEA
Bkt 4 & D 2 HAGER CYP27BI 958delG
B A & D 2 HAER CYP27B1 958delG
Rett £ A-4E MECP2 806delG
Rett 4% & 1% MECP2 806delG
Rett 22 A 4F MECP2 A140V, 1528934908
Rett 4 & 4E MECP2 P152R
Rett 4% 4 4E MECP2 P225R
Rett £z 41k MECP2 R106W, rs28934907
Rett 47 A-4E MECP2 R133C
Rett 47 & 4E MECP2 R168X
Rett 4% 4 4E MECP2 R255X
Rett 4% 441 MECP2 R270X
Rett 47 4 4E MECP2 R294X
Rett 4% & 4E MECP2 R306C, rs28935468
Rett 47 4-4E MECP2 S134C
Rett 48 & 4E MECP2 T158M, rs28934906
BARERBETAAARARLA PEX7 p.A218V
MARE KRBT AAARR LA PEX7 p.G217R
MBARERKTRAFARAR LA PEX7 p.L292X, rs1805137
sash it A HREE A WL A Be b2 gE ACADS ¢.511C>T, rs1800556
48 44 BE AL SR AE A L A Ba b 2 JE ACADS ¢.625G>A
4o 4k Bt A AR EE A LA B 2 JE ACADS R107C
Shwachman-Diamond 47 & 4E SBDS 183 184TA>CT
Shwachman-Diamond 3 4-4E SBDS 183 184TA>CT
Shwachman-Diamond £z 4-4E SBDS 258+2T>C
Sjogren-Larsson 43 &4 ALDH3A2 c.943C>T
Smith-Lemli-Opitz 47 4-4E DHCR7 C380Y
Smith-Lemli-Opitz 4% 44k DHCR7 IVS8-1G>C
Smith-Lemli-Opitz 4% &~ 4E DHCR7 L109P
Smith-Lemli-Opitz 47 4~ 4E DHCR7 L157P
Smith-Lemli-Opitz 4% 4-4E DHCR7 R352Q
Smith-Lemli-Opitz 4% & 4E DHCR7 R352W
Smith-Lemli-Opitz 7 & 4E DHCR7 R404C
Smith-Lemli-Opitz 47 4~ 4E DHCR7 R446Q
Smith-Lemli-Opitz 4 4~ 4E DHCR7 T93M
Smith-Lemli-Opitz 4% & 4E DHCR7 V326L
Smith-Lemli-Opitz % 4~ 4E DHCR7 W151X
Smith-Lemli-Opitz 4% 4~ 4E DHCR7 W151X
2 B 13 HSPDI V721
?fgﬁkﬁgﬁ aiXGFHRETRE SLC26A2 340delV
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B B AR p A S
£ 3 17 ¥ 4h A A
;ﬁi;ﬁ%%ﬁ‘@*ﬂkﬁ‘} T8$FRE SLC26A2 340delV
;ﬁgﬁ#ﬁ% AHMAGTHETAR SLC26A2 ¢ 837C>T
% iF e
;ﬁ{iﬁﬁﬁﬁé}*ﬂ%éﬁ T8#BTAH SLC26A2 C653S
il 3 Ak 7 £ Gy A A
?{;ﬁ#’f?ﬁ%ﬂ#ﬂﬂééﬁ THETAE SLC26A2 IVS142T>C
i E ¥ 4h e g T
;ﬁﬁéﬁ%%ﬁ‘@*ﬂkﬁﬁ T8$FRE SLC26A2 R178X
TFR2 Aa ¥ty ittt & E LK | TFR2 AVAQ594-597del
TFR2 Aa ka9t e & & A4 | TFR2 AVAQ594-597del
TFR2 A Xty il 5t de & LA | TFR2 E60X
TFR2 Aa £ 6yt itk e & &0 A9 | TFR2 E60X
TFR2 a6y i id e & E L% 5 | TFR2 M172K
TFR2 AA X 6y tE e & £ NAE | TFR2 Y250X
HAMEFT AL FGFR3 G370C
BARATAR L FGFR3 K650E
BAMATARE FGFR3 R248C
HAMEFT AL FGFR3 S249C
BARKTLE FGFR3 S371C
HABRE R4 FGFR3 X807C A>T
BARATALEL FGFR3 X807G
HAMEET R4 FGFR3 X807L
BAREEAL FGFR3 X807R
BARAHAE FGFR3 X807
HAMNEFT AL FGFR3 X807W
BARATR L FGFR3 Y373C
e i rE
TFPI jﬂ % 69 AY 42 LI R BG4 R TPPI ©.509-1G>A
SLARE
5 &y = T, bk b o | =T
TPPl _ffa #6497 % TUIEHE T - RS A8 R TPP1 ©.509-1G>C
AR IE
T YT a T
TFPI _vtﬂ % 09 AY 22 FUREAE R -BE 48 R TPP1 G284V
TLARSE
TR Ty TR
TﬁPPl _:fa % 094 42 TIEHE R - NG 48 R TPPI p R208X
WAL SE
HYRREZQNDHETNH TTR c.148G>A
f% 2 B8R 2B s 2 69 DRD TH L205P
B4 £ B #21LB5 % 2 69 DRD TH R202H
A A fyE [ A FAH E357X
A5 A B g 1A FAH IVS12+5 G>A
B AR g 1 FAH IVS7-6 T>G
Bb # AR w1 FAH IVS8-1G>C
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L3 E ) AL AR
Bt R AR gE 1A FAH p-W262X
B A B fo g 1A FAH P261L
% A B g | A FAH Q64H
Wilson #% ATP7B 1340del4
Wilson 7% ATP7B 3402delC
Wilson #% ATP7B 3402delC
Wilson #% ATP7B H1069Q
Wilson % ATP7B R778G
Wilson & ATP7B W779X
Wilson ATP7B W779X

U LEXYY 7 17
;;7% AR e B P AL M R BLAR RS ET2K

3 ! ;g d 1] ) =
Z(E.%é EAREE IR F M AL R B AR RS G109R

e # % 4 R - 4B B A0 AR
j:i{f% EAREE R F I R R LA RS1 G4V
Zellweger %7 A 453 PEXI1 ¢.2097 2098insT
Zellweger 45 & AEi% PEX1 €.2097 2098insT
Zellweger 43 A AE 3 PEX1 c.2916delA
Zellweger 47 A 4E# PEX1 ¢.2916delA
Zellweger %2 &1Lk PEXI p.G843D

*2

5 /B

A5

I 75 A%

PTEN; ATM; ATR; EGFR; ERBB2; ERBB3; ERBB4;
Notchl; Notch2; Notch3; Notch4; AKT; AKT2; AKT3; HIF;
HIF1a; HIF3a; Met; HRG; Bcel2; PPAR a; PPAR

v; WT1 (£ R4 4778); FGF AR Kk

RS AR 1,2, 3,4, 5); CDKN2a; APC; RB

(AL R A2 4m i7% ); MEN1; VHL; BRCAL; BRCA2; AR
(Bt & T AR); TSG101; IGF; IGF % 4k; Igfl (4

# EAR); [gf2 3 AL AR); Igf 1 4K, Igf 2 4K,

Bax; Bel2; Bt X & &85 K& (9 Ak i
1,2,3,4,6,7,8,9, 12); Kras; Apc

SR FET
i 4

Abcr; Ccl2; Ce2; cp (2% %35 & A); Timp3; A48 & &8 D;
VIdIr; Cer2

Wit R

P42 & & 1 (Nrgl); Erbd (AP 2298 1 & & 69 L 4K);
2% & 1 (Cplx1); Tphl & £ B8R #Z4CEs; Tph2
& 2B NEE 2, R LR BEEE 1; GSK3; GSK3a;
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& 5/ B A% AR
GSK3b
m j?%“f‘g * HTT (Huntington's Dx); SBMA/SMAX /AR (Kennedy's
Dx); FXN/X25 (Friedrich 25 % i#); ATX3 (Machado-
Joseph's Dx); ATXNI1 5 ATXN2 (A% 4 5 % A
); DMPK (ML3%k BB H R R); £4& a-1 # Aml
(DRPLA Dx); CBP (Creb-BP —4 # <42 ); VLDLR
(Alzheimer's); Atxn7; Atxnl0
feE X 254642 [FMR2; FXR1; FXR2; mGLURS
kAR K A |APH-1 (o A= B); F# & @ (Psenl); x& &
(Ncstn); PEN-2
ﬂ?jt:%’f%%r#ﬂ * & Brp
Vz]
ALS SOD1; ALS2; STEX; FUS; TARDBP; VEGF (VEGF-a;
VEGF-b; VEGF-c)
25 41 PRI Prkce (8%); Drd2; Drd4; ABAT (5%); GRIA2;
Grm3; Grinl; Htrlb; Grin2a; Drd3; Pdyn; Grial (5%)
ok Mecp2; BZRAP1; MDGA2; SemaSA; #4 TR @& G 1; itk
X
(FMR2 (AFF2); FXR1; FXR2; Mglur5)
M R3% & %A [El; CHIP; UCH; UBB; Tau; LRP; PICALM; #%%& & ; PS1;
SORLI; CRI1; VidiIr; Ubal; Uba3; CHIP28 (Aqpl,
Kifid & & 1); Uchll; Uchl3; APP
K IE IL-10; IL-1 (IL-1a; IL-1b); IL-13; IL-17 (IL-17a (CTLAS); IL-
17b; IL-17¢; IL-17d; IL-17f); I1-23; Cx3crl; ptpn22; TNFa;
INOD2/CARDI1S5 for IBD; IL-6; IL-12 (IL-12a; IL-12b);
CTLA4; Cx3cll
GRS x-% fit % &; DJ-1; LRRK2; 4% é: PINKI
[0207]  FE—UesjiiJy b, ik — DAL T A SR e 2 iR P R iz

iy BT S A 2 1) DAL SR BA% AR AR S IR 1) 32K, Bl o B O ROk R e O I R
RETE o A SCHR M 1 I  AH O I DR AR 5 3 B A2 AR ) SR 491 o A — BB S e v, il i i i A
JlA AR T S5 R AR SR

[0208]

FE—SESt 7 S, — Al 2 R DR SR A AR AR R 5 R e S AR B B A AR G 1

Fr A AR AR, B B RS S RS AL (1) U R s B < i 24 1 2590 e S AE) R niE ) 1 510 38 A o £
ST SR AR AT AR T E TR 75 I C R RAR S B S R OC Y
fo 0L o 120, c tDNACL HIE B 2 LU A% G g BT S 53 (CA-53) AR A Iite 40 i v (Z I, Bl
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Dawson&% A\ ,N Engl J Med 368:1199 (2013)) S ) LR iR ZE VbR S L Ah , A2 TF
WA 53T TR 7 DR S 1 AN I, DA KR8 RE S ¥k B0 O 5 R AR U6 o 3 4m , T DA
bR A S 71206 7 Z A WITR) AN )5 45 3 258 ¢ tDNARE il BEAT L BOR MR VR 7 D2,
A B ST VR B AN oy TR R T (B SERE 25 AT 25 Ty U7 RAE LA & il BT
DA c tDNALL B 7€ FE L8 RAZAEIR YT o & 5 W N b , & 115 th BB RARSE , 5 IR IR 8 E
DR ) M 0 7 ¥ AR B 35X T DALk 5 A A B R A IS TR) N e A8 Ve 7 (9 4, 4k 485 | 4 1k ek AR VR
JT) o AE—LESThif 5 E i, ik — DA HE L T A DR S W 32 i B P IR il iz i B
A SIS Fp 51 AR A IS R E B B el R 2 () e 1) 52 3, Bl iy FR e O ROk Rkt
PRI A REPE o

[0209] 5t , % T T o0 TR B (BR8] Mher2/newlRa) 4y 7 PR AL ) 3 197
V2% o0k B HEAT M, DA SE A TR kg vh o A7 AE R L8 R AR, JF Hax e 5848 w] DL A - 1t
STIRIT B N BB, R HE T U AR 1 FZ T v DR B, 7R V697 L FE RS I RN 1 0 ¢ t DNA
X FIR TR R AT R AR A B S R R R R Bidk &t GRYT Ja) e R AL /2
TS N FE ey ik PR A U G JR R (Misale®5 A, Nature 486 (7404) :532(2012)) .

[0210] b5 Fi ol A A3 EL T T2 7 U SR 3677 V55 0 5 e 31025 A2 2
() AN TF N 25 ) 77 1 R R R 5 IR 2 3 U6 T8 B P 81 A A (EASBR T TPS 3 5E K] VALK
FE IR JKRASSE [K \PTK3CAZE [K] . BRAF 3 [K]  EGFRIE [K FIK T T3 [R] () e 2% o ] LA e S P 458 1/
BB R PP B AR AR AT 45 S 1 23 A R 1 AT DA i e A G R AT ) 4 BB i 40 o 72— LB S it
T3 G AETPO3FE A 55 78 | — FhEl 2 b 5 271 A2 44 . TP5 3 & N\ SR8 e Hh i B L F) SR AR i [A]
2, flln, TPS3FEAS T] WL 45 % ) U1 54988 .43 % 19 K e A142 % 1) _E IR s AL i e vh (2
W5, M. 0livierZ: N\, TP53Mutations in Human Cancers:Origins,Consequences,and
Clinical Use.Cold Spring Harb Perspect Biol.20104E1 ;2 (1)) . R AETPE3H AR
AUA BTG EW, SR TS U E , 55200 0 ehE 25 FV6 97 - a0, TP53 5 A% n] FAE i
A U5 PR R T 2T D FRT ONS e 1) 83 ) TS AN R TN R 7, DA S8 18 MR vk 2 4 e
L9 P R8T B a3 e i B AL -7~ (2 WMcLendon REZE N, Cancer. 2005410 H15H
1 04(8) :1693-9;Dicker FZ A .Leukemia.200941 H:23 (1) :117-24) ./ F ¥ 70l LKA
FERERIHATAT 77 o R, W] DAAE B VP A 4 B BB 7 TPE 3 [l o BT, AR SO At s 75 v idk , 24
15 FHEEBRARR 78 2H 53 (140, BEFRARE 7 14 51 4) i), W DAASE FH 2 AN TPE 3% Je 14 2 41, 5 A 47 3
ARTRGE 00 i 0 e R 1 v B, T AN AN AT T 328 78 HE AR ) — AN ERE Nk E T A (U AR A
) B, AT LB 5 — AN e AL E T A BT I (2R EZ T IR X IR —
AN RAZZ G INA O, WAL ARG T A7 o) ZS AR R v 514 . ol LT H
A% Fe IR AE 51, I B/ 80 v LB 527 R 2100 B el R U AR A2 B2B 514
[0211]  7E— L85 77 ZeHh , FEALKEE (R 4 8 Bl 38 70 v 5 58 — Fh i 22 e 91 AR 4k o 4 ik
18, 22357 % 1 i el g h A7 FEALKR & , e o — 28 5 EGFRIS 22 IR Wl 411 i 771 (TKT) i 24 M A 5%
(Z ., 5140, Shaw? N ,J Clin Oncol.20094F9 101 ;27 (26) :4247-4253) 4152013
SF, FE AT ALKHES Z BRSO A0 ) 77 (TKT) 4% 5 1tk I 24 1 1) S8 v 3L T i RS ALK 2 R
T 45 A ) TLAS AN R ) S 2R A (Katayama R 2012Sci Transl Med.20124E2 H8H ;4
(120) ) o Al , ALKRE ] v 0 SR ARG I AT T8 e e T 7 VA R 5

[0212]  7E—Ses it J7 S, FEKRASEE Al 1 4= 5 i 73 vh 45 5 — Ml 22 i 2711 32 4« 4 ik
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TH , K 2)15-25 % I i i e 163 F040 %6 (1) 45 1 B W e 26 38 48525 IR AH OGO KRAS R AR (S AL,
%41, Neuman 2009,Pathol Res Pract.2009;205 (12) :858-62) . K2 $ 52 fi7 T KRASFE[A]
[ RSF- 12, 13161 o 3X e SEARPIHKRASAS 5 4% 508 1%, AT fish 5 88 441 e 1) 2 4 R B
—LER SR, B 5T KRAS SR 1 Mg (1) B3 o 52 2 T B Ml 5 A7 B & I HLEGFR BT
RI7 IV (B0, B0, AmadoZE A ,2008] Clin On col.20084E4 H1H ;26 (10) :1626-34,
BokemeyerZE A\ ,2009] Clin Oncol.20094E2 H10H ;27 (5) :663-71)) . i LN T 42 F 4]

W, G4k i B e s2 iR R T Ik R

[0213]  7E— s /7 v, FEPTK3CAZE [Rl ¥ 4= 350 0l 35 40 b 45 58 — Fhak 2 i 21 AR 4k
PTK3CAR AR 40 Al R AR 28 55 H I AE & PSS A i e b, 451 40, 72 10-30 %6 B 45 g EL e v (=
W, 4, SamuelsZ5 N , 2004Science . 20044E4 F23H ;304 (5670) :554.) o iX L5 5 A8 it for
A B 79 (B e 45 #3850 FIAM R T-20 CRUBE S5 /380 P8 A T X3Py, L] DU R 57
PE RO ) T4 38 0/ 5500 At DA AR 77 2 AR ARG I o 37 B 31401 1T DU AR S M )

[0214] 7 —UEsji 7 & A , 7EBRAF & [R] (1) 4 S B0 40 v 4 e — Pk 2 i 271 A8 4k F 4
T, 75 BT T BB 2R A T 50 % ERHE 4 BRAF (1 4R 4 B 25745 (2 0, 4541, Ma 1 donad 0 2%
N,J Natl Cancer Inst.2003412 H17H ;95 (24) :1878-90) .BRAFZRAZ 0] W T rf B &%
2R, {E g DT B VA T B DY S R A ) R BRI R 2R TR 7 B R R R e L)
BRAFZRAZ 2 4 ML IRARVE00E , FoKr 600107 11 451 2 i FH 4 & It i B # . BRAF VE0OE %R A8 5 BRAF
I FI7 92 1 W R 2 A AH G o BRAF S8 (1) AGE I R FH T+ B 298 V3 7 10 e 38 AR B0 1) T 2 P i
24P TE

[0215]  #E—4Lsjii /5 Z& 1 , FEEGFR A K (1) 4 30 5l 70 5 8 — P 2 Bl 7 51 A8 4 L EGFR
AR 53RN I O (FEEE LI N10% , 7R L1835% s 5 0L, 40, Pao’s A,
Proc Natl Acad Sci USA.20044E9 A7H ;101 (36) :13306-11) o iX L5458 ¥ & 4 FEEGFR
MR F18-21 14, FF HIBH /& 44 A 10 o X B8 A b K 2790 % 2 4h & T 1 9B 2k sl 4 & 1
21L858R 15 A% .

[0216]  #E— LSt /7 S , FEKT T2 PR 1 42 38 Bl 2 v 4 58 — ik 2 i S AR A o i 4
18,1585 % 1) H W& 8] i (GIST) #EAKITIHRAZ (2L, il tn , Heinrich% N ,2003] Clin
Oncol.20034F12 A1 H ;21 (23) :4342-9) . K 2 HKITR AL &k A4 78 i B 45 My 38, (4P 211,
70%) AN AL (UM E T9,10-15%) R R BRI T (TKT) 45 #3 (4R 8 713, 1-
3%) AP Z R I 2 (TK2) 45 M3k AN 8 (UME 717, 1-3%) H AE R [ i A7 B 5 Je e Al
BN AR T P I 2 R Ik R PEKTTRAR

[0217] AT ARG AR ST IR i 5150 2 B JH 4 50 w8 o P e 270 2888 4 P e i A S 32 TR 1) A
A PR 4] 1 2 461 60, 4% (AR B T-PTEN ; ATM; ATR ; EGFR ; ERBB2 ; ERBB3 ; ERBB4 ; Notchl ; Notch2;
Notch3;Notchd; AKT; AKT2; AKT3;HIF HIFla;HIF3a;Met;HRG;Bc12;PPARa; PPAR v sWT1 (4
IRURHTIRT) s FOF 244 5 e i Bt (5N 53 :1.2.3.4.5) s CDKN2a ; APC ; RB (KL /¥ JIE5 154 20 ffa 939
MEN1 ; VHL ; BRCA1 ; BRCA2 ; AR (HESSZ 32 44) ; TSG101; IGF; IGF32 44 ; Tgf 1 (4FhAR4AK) 5 Tgf2 (3Fh
AR) s 1gf 154K Tgf 25244 ;Bax;Bel2; R H M S O :1.2.3.4.6.7.8.9,
12) ;Kras; LA J Apc o HoAth S 75 A SC I Ath 3 5 At o ] L3S TR AR SCA FF IR 7 v 14 8 —
PRk 2 Fi e B AR A RS W 17 JeeE 1D SIS 48100 458 5 A PR Tz 8 v 41 g W A+ 22988 5 o
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B M R 2R T i R R PR R A I L S MR IR B B s 2t E
BRI R I S A 20 PR 1 L5 s A ) P s B 4 1 L5 S R R A AR 2 4
I8 « S PR BB A I8 Sk 7 A 4 B 1A s Rl SR e T S e IRRe U
P BRI AR R R PR L BN T4 R T I 95 AR 28 PENK - 41 Y (3 I 975  ATDS AH 5% Jed i
ATDSHH IR LI T A 2R IR0 R PRI JRE  SC R 40 AR - 24 9 T 9 1) 28 1k DK 24 R Ak 2 98 FEER
R A o3 A 8 LA 4 92 1 A O P T e bk 2L 98 I 5 JUL A RE I 77 PR IS < IR 2 e 22 T 4T R I
3l st 7R ey G A AR SOVLRE JRT 225 JEC 40T A e 225 JeC 400 A A e < B— 4011 B 1 9 BT ok B4 98T
Bellini /&y  JHIE I 05 IE I  BEAH IR B B 80 S IO 1 JiS B J8d i g« 7L b \Brenner
Jo  SCAVE TR A SR I B R A SRR R L R L SR A AN B B SR e R
AE I B 2598 L R A AN 988 L JeE A JRE < Cas t leman i « HPAX #1282 2R 40 I G T « /)N Fiod B2 T 41 g
JeE ORI B2 TR A M R L e  IEL A A e S R R RV B R B R L Tk 2 AL
SRR 12 P AR T2 2 L 1 I 2 M A A PR 1 LS 1 P 1 I e e B 4 AR
P55 ~ 1 P R H YA R 4T B P L B 0 P g & e 4 B Ve PR A R B2 K T 4 PR Ak 2
J&d \Degosyii « F& ™ M 57 D 214 PR JRE B A B i 2 4 AH 2 8 A v /N T3] A0 M 98T L 7R3 PR BT i
MEE R K EAR W& ERE G NS FE NS FEANETEE. TS
PN RS BT i A O () T A CL 98 2 3 M B 0 PR g = 8 T o b R AR R 40 L
BB Sl P 22 I IR G IR T B R G IR 2T PR 98 DGR PR 47 A B 24 e 12
HNAETE AR SIS L A LI IR 5 R S IR IR G AR 4R AR 4R DR
P PR E2L R Y Y 1 FFOIR R g  IE B0 | IH B e A48 1T I TR L AR R L B e s B MR R L
ot B W20 < 8 (8] 5Jd B8 M ) Jo g - A 5 440 B P e A B 4 O JRE U iR 14 4% B i
U QR TR AN M98 B A M JRE 22 TR 1 I o Sk 400 I R IR DR s SRR O I BRI R
o TN 2598 s i s 200 PR s 2 4 AR B 4 B 3 L B 0 P 1 I Sk 300 Sk 30
JRE S I/ R AR I A 5 A R I DAY R S8 A LR vy H 200 PR BT 4 ok £
Jo B A% 1 L - UP SR SR AR B A R IR AT R E R T MR T P TR
PEFLIR A IR A R 2R g I 0 i R S 40 RS 4 BRORL A% 4 B T s R IR PR AR
R PERE B Klatskind® JKrukenber g8 W g I i« o0 M 22 BEAERE SR 08 L L4
I  Jos i A0 0 i IS 077 PR 9 e« 2 A L bR 2L /R W IO L A PR R AR B 2 L TR
P I kB2 R L BR B 1 IMORE T MR 21 4 2H 23 AN o 988 Mk 41 4 2H 23 AN 98 i S M 4 4
2H 2R 20 B IR A s o R R M R 7 R SRR R A i e 0 R L R MR AR DR R S R LR
MALT 4k 2L 987 2 441 A vk E2L 989 I K &4 A i E 989 00 0 A4 L 40T R A 0 g« FEIR IR BB A o
Bl BR AN MR BE BR AN MR L B b R L SR 2R L B BRI R Merke 1 40 i e 1) 798G ) 12
9 Do R e o P e 1 R 900 T A 1R IR B B R TR A Mul Leriandd B AX ZH M4 3 1
o5~ g KRGV 2 RN 20 WA SR G 2 R T i R - 22 R 1k R B IR 28 i B
FE DRI ZF [ B B8 3G A S o 5 i BB 2 R SR A AIE S BEAE I L  RERE RVJRE i il 3 Ak MR
T3 ARG VBRE S i S MR E | S TR B AR PR R | R BRI LR  pR 4 BRI R L
A N LAY R VEICEE e N | B e N N | BB Bt I N N [ BeS g  NE 2
ZIN A Pt g TR P 2 SR B T 4 LR D SR A 8 I S5 TR W TR s T JB R L AU e £ B i
JeE Vi S TV S VMR 1 AR B PR B S0 L O SR O B8 B R i . O S A8 T 20 P g B
ST B MR FLIRPage t 73  Pancoas tIRd  JR i g « JR e - L Kotk B DR g« L KotR e
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T3~ R AR TR ) S S IR 55 i L B 2 L I8 ) R A 2 PR TR s I % 4 LR
o RE 3 AR R SR SRR RS SR AR 4T b 8T A 4 i 8T T R R JRE T AR L SR AT R R\
FES T B 20 8 22 R8T AT AR T R b E2 4 PR AR E2L 98T i i Pk R AR 8 R G vbRE T S MRS
PR CL 8 S D PP 0 B s DR P i R P e S R p 2 S VR 298 G B s I
HEABCKS VRIS « B e 5 A s 8 S e i A4k 15 INUT Js [K] ) I I 3 e o 490 Do 5 24 i 9 A
UV B SUULAE WRichter 4k IR R 5 M Ji5 987 e i o < PRIJRE - it 7 3 98 1 42 i 0
(Schwannomatosis) « B¢ ig i 44 & VE e A I 40 R S V1 MRd \ Sertoli-LeydigZM
Jf0JEd 1 2R [F] PR \ SezaryZE Gk \Signe t 40 M K e - /)N 3 52 240 P g /N4 e /) 40 i
i e /DN 2T B AR E2L 98T /N e R ZHL 2R PR R AR AR R L SRR S R O BE o L B &
DX 90K B2 988 Stk e« B o RV H I B R e B R AR P SR 28 L R T b R TR o
I T 5 PR JR T 200 A P A B2 R P 1 IS T4 o DR SORE IR 2 4 L 1 I 5 T4 P 1 I
93 ~ T o bk B 988 < T4 B 40 96k B2 4411 P (3 I 9 65 6 TR WG SR 9 B2 e 52 R0 e VA0 B 400 i 8T . e
Jars i e AR R FECOR R e B A RN PR R AT A e L AR AT A0 R R PR PRI S
W PRAETE RS IR 15 R L ) R SR 08 L BB W Verner MorrisonZg & 1E ORI AR
TH % 1B U < AR g TR B WrRiAe BB B (A IMOAE Warthindd (e /R R , LA E . S5
SiE AH S IR 8 7 91 A2 AR () B il 14k SE I AE e 3rh S 1t
3
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P 3 RE COSMIC s AR A8 K
RABR BEBTHREY%
BB

BRAF | V600OE 50% (BRAF & % ¥ Ao 3t BRAF 4041 7 &9 80814
1799T>A 80-90%) ¥ a3t MEK 49| 71 69 S8

BRAF | V60OE 50% (BRAF & % ¥ ¥ m3t BRAF 4] 7] 69 S M
1799_1800delTGinsAA | 80-90%) ¥ ha st MEK. 4] 70) 69 8% Bt

BRAF | V60OR 50% (BRAF & % & ¥ Ao 3t BRAF 41 ) &9 40814
1798 _1799delGTinsAG | <5%) oy & F MEK 47 %] #)

BRAF | V600M 50% (BRAF £ &+ ¥ o3t BRAF &) ) 69 41 & 14
1798G>A <1%) “f & T MEK #p ] #

BRAF | V600K 50% (BRAF % & ¥ 5%) | 3423t BRAF 44 ) 64 SC& 14
1798 1799delGTinsAA ¥ o3t MEK. 394 %) 65 #0% M

BRAF | V600G 50% (BRAF & % & ¥ Ao 3t BRAF 41 7 &9 40814
1799T>G <1%) vy & F MEK 39 41 7]

BRAF | V600D 50% (BRAF & % ¥ ¥ m 3t BRAF 4] 7] 69 S0
1799-800delTGinsAT <5%) vy i F MEK 394 7

BRAF | L597V 50% (BRAF ® & ¥ 1%) | *Ak F BRAF 4] 7
1789C>G »f &2 F MEK #p#| 7|

BRAF | L597S 50% (BRAF £ &+ " &2 F BRAF 4! 7|
1789 _1790delCTinsTC <1%) vy i F MEK 394 7]

BRAF | L597Q 50% (BRAF £ % o3 & F BRAF 4] 7
1790T>A <1%) »f &2 F MEK #p#| 7|

BRAF | L597R 50% (BRAF £ %+ "% &2 F BRAF 49! 7|
1790T>G <1%) o) & F MEK #p%] #)

BRAF | D594N 50% (BRAF £ % Ao 5 F BRAF 4] 7
1799_1780delTGinsGA | <1%) 5T 4% o6 & F MEK 7% %)

BRAF | D594H 50% (BRAF £ & # T~ k2 F BRAF #p4)
1780C>G <1%) = f% »f k2 T MEK 4 4] %

BRAF | D594E 50% (BRAF £ &+ T~vf 2 T BRAF 40 4] 5
1782T>A <1%) T fit.7f & T MEK #p ] 7
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Fa5] =AE COSMIC I K A8 X P
KA BERBFTHREY%
IR
BRAF D594E 50% (BRAF & % A~ &2 F BRAF 496 7|
1782T>G <1%) T fk. ot % F MEK 374) 7]
BRAF | D594G 50% (BRAF % % ¥ I~vf 52 -F BRAF ) 7
1781A>G <1%) = e vt 5L T MEK. 3] 7
BRAF | D594V 50% (BRAF £ & ¢ I~vf & F BRAF 4] 7|
1781A>T <1%) = gt 5L T MEK. 3] 7
NRAS | GI12D 13-25% (NRAS R E ¥ | mfe ALy
35G>A 4%)
NRAS [ GI3R 13-25% (NRAS RE$ | o HALs7
37G>C 2%) A~ i T BRAF 4] 7|
= it vt & T MEK. 3] 7|
NRAS | G13D 13-25% (NRAS ®RE P | mia 47
38G>A 2%) I~vf i F BRAF ) 7
= vt B T MEK. 3] 7)
NRAS | GI3V 13-25% (NRAS R E W | mpad iy
38G>T 2%) I~vf i F BRAF 4] 51
=T fit ol & T MEK 49 ) )

NRAS Q61K

13-25% (NRAS T & &

vf) 52 F MEK 394 71

181C>A 34%)
NRAS | Q6IL 13-25% (NRAS ®E ¥ | #@ & F MEK 4 ) 7]
182A>T 8%)
NRAS | Q61R 13-25% (NRAS RE ¥ | a2 F MEK 47 4] 7
182A>G 35%)
NRAS | Q61H 13-25% (NRAS RE ¥ | @ F MEK 47 4] 7
183A>C 2%)
NRAS | Q61H 13-25% (NRAS RE ¥ | *@ & F MEK 47 #] 5
183A>T 2%)
CTNNB | S37F RAEMB LR LB P
1 110C>T #5 2-3%(CTNNB1 £ %
P 46%)
CNAI1 | Q209L BRENREREZ LB P
626A>T 34%(CNA11 B & &
92%)
CNA11 | Q209p BAEEWEEZERB P
626A>C 34%(CNA11 B & ¢
1%)
GNAQ | Q209L RAWEMEBHLEE LR T | 2 MEK 4] 7] 8 &
626A>T 25 50%
(CNAQ % % P 9 33%)
GNAQ | Q209p BAEEREELERBY | 2 MEK 404 7] 5%
626A>C 29 50% 2t MEK. 4 ) 7 4 2%
(CNAQ R & ¥ £ 64%)
GNAQ | Q209R REMRERLZEBZF
626A>G 24 50%
(CNAQ RE P 2)2%)
KIT K624E KIT ®% B2 EB T | 28t KIT 4p6) 7 69 808K b
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3 XX COSMIC I JRAR 5 Pk
AR 2EBPHEL%
B8
1924A>G 25 20%

KIT D816H KIT REEHZZBP | 3zt KIT 494 7 69 80&% M
2446G>C 2 5%

KIT L567P KIT £ % B2 5B | #hosd KIT 404 7] 69805
1727T>C 24 259,

KIT V559A KIT REEHZZBP | ezt KIT ph) 7 69 80&% M
1676T>C 2 20%

KIT V559D KIT RE B2 EHBP | 3hoxd KIT 4% 7 o9 0%
1676T>A 24 5%,

KIT WS557R KIT REZMHZEBT | 3hext KIT HpH] 5 69 8 &4
1669T>C 2 10%

KIT WS557R KIT RE B2 EHBF | 38hoxd KIT 4] 7 o9 0%
1669T>A 25 10%

[0218]  pbAk, ASCA TR TTIEAA S YA T k5 — Pk 2 P hE S8 8 L B B Bl i
REAEAF 2 B8 () 57 WA A5, AR A A A TF N 2, AT DA L =243 B REAE (191 Gn s 5 04 i
JiE Y EERT B S AR TR 2 DR I 5 51 AR AR 1 775, DL 58 7 H1 AR AR B0 F1 AR AR 1)
A (5] e v 2 R B 22 [R5 20 ) SRR o AR EG TV A AR AR 0 A, B 3L Az R R i) — 4
AR S e AU G v A b IR B AR H L AR AR A1 AT A FR o SRR — 8
FE I DI o b 68 5 1) 2 270 2 Ak B 210 A Ak R R s ] FH T2 W B30T T 0 e B85 iy 1K Ak
EATTHIAMA

(02191 HAh G I B A FEAER NG J L2 W . Jf JLDNAR] DALE Z2 45 174 I i A 8 2] o A SR
IR A YR TS JE PR RG ) LDNA AR (1 7 71 A8 44, DR b6 vl B T2 B i ) LR ) —
B2 PG 0 , W5 — Pk 22 b DR SR AL A AR AH QIR B AL 0 o AR SCHEIA T DR SR s AR
PRI HEFR il 12 S, 4G = AR L B 21 4 A  BROIR 41 i 33 I A Tay —Sak s 99 o 75 1% 55 it 77 &
Hh, BESE AT DL A FERE it 0 A T LU e ) I AR it o o) HERE ot ] DL AR S ) 4 21, FF H
TR W B 2 A AL PR DL SE H AT B DNA , 28 5 AT LA iZDNAREAT W 7 L3R 2% 17 5] o B 5 ] DA
XTIl ) L3RS (5 4 DNAF ¢ FDNAJT 21 %6 58 A AEGE T BEAA S R 1) 72 51 A8 4k . A2t n] DL it 2
R, LLAS B e IR LI 2R 2 51 AR 4

[0220]  BEF— B HIE YT B AL FE A I AR 22 A% 5 IR =k B SR AR (] 40 B e 25 L 3L
B AU I ANIR 2 T BR » 1245 B 0] 45 2 W AyG T i 8 Bl an , — SEHT VIR 2 51 244
o= (W, B, hivdb. stanford. edu/pages/genotype—rx) . Z3LLth , HCV /> #Y | P FY 43 7Y
I [E)Fh 748 S AR th ] DAASE A A T N B 10 7 VE A A W0k S B0 . L 41 , ZEHPV IR 8 55 5 2008 X
RS A OB DL T 5 X M2 W v DLt — 25 5 e XURS: ) VA o o] ar 00 40 9 25 1) 33— 25 R FR
il SR 4 2 B 2 i B (HBY) 38 B 28 3 85 W Hb A B O i EAZ BEAZ R B2 Rh) T &
e Y O R R LR R 2 R B A S B (HSV) 1Y A2 K
Ja -2 R B BN A (CMV) W NEL R 3 (HCMV) /B 4R 005 2 (MCMV) i B
EL 4005 7 (GPCMV) EBJp &5 (EBV)  NJa 295 #3:6 (HHVAZARARIB) - N7 (HHV-7) A
2 EES (HHV-8) < iV [ IRIJRE AH QYR J 25 (KSHV) BJod 55960 B8 B R B« RAE A BF
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(variola virus) « KAEIHNEE (smallpox virus) HEE IR EE 20T 00 2% I8 DU 0 9 55 « BUER
B DRUEREE RN EE L AR B AR A R R T R B O B A s
1R EE AR F I W B LU N B 45 TR B i i 58 - BT 55 & 2 BRIU i 55 RS T
B RN R KBRS AT 4RI B AT AEIR N R P IR AT AR R SR T
BE AT BE N C MR 0 B S T R R T B R T (HCV) (GBI 2 99 7 (GBV-A.
GBV-BAIGBV-C) i J& 2 Jn] 3 55 - T 03 i B « 0% &y BT i 28 3 2« A i 28 3 B 8% L 2B
BE VWAL G 28 05 B S FRNAR MO B IR B R N BB S A% (VEE) 955 8 5 L1 HER
BP0 EE S B B L o BRI B L XU 0 B L 00 S B N SIS O R R I O B
(HIV) 1ESR2AL N GETYNAL 1 f73975 85 (HTLV) 1AL 280 RI55 /N B3 FLAR B mi 25 (MMTV) 57
IR EE RSV) 120 55 el IR 55 ™ B S MR TE 25 5 4F (SARS) T 85 41 22 B4R L
TEE /R B B I i 22 (MPV) A N\ Sl il 25 (HMPV) BELPR IS B 4E RO 3 25 K TR 1
JE 98 I BF AT JE A B b BRI SR H I #5253 H B B 0w B TR B L DUHE R R
ARSI UG BE (ASBAICHY) L BIRE 35 BGRB8 (PTV 1. 2F1378Y) (IPIRGE & i 75
(ABYAIBAY) BRAZ 9 B BRI 28 0 B WO BRASE 03 25 IR U0 40 ke ok &% A A 8. ¢ 96 B 70
B e om e NN ERFE I B« RLVD IR 55 Ampar 1995 B « 903K 70 R /R IW B8 JHR P 5 WMoba la
iR Mopeiali®e hL T SEIMEE LR IR 85 2 208 B8 RIS FE B & (PTV) (35 R B\
o5 5 AR K BT K 85

[0221] W] DAE ek 4% 20 JF N 25 10 7 v 0 R 448 T s Do A 1) EL AR S 9 A 5 A AN R T LA R 1Y
AFAR] —FhER 2 Fh (BT T E) 6B A BB (Acinetobacter baumanii) < JHZH F &
(Actinobacillus sp.) JZkEE (Actinomycetes) iZEF J& (Actinomyces sp.) (WA BN
2% (Actinomyces israelii) FIN KN ZE (Actinomyces naeslundii)) S W EHE B
(Aeromonas sp.) (&K S HREE (Aeromonas hydrophila) 4k [ < B JU o 15 A AE 025 Fih
(Aeromonas veronii biovar sobria) (JRAISEMIEE (Aeromonas sobria)) KRR S @
(Aeromonas caviae)) FERWE M T AR (Anaplasma phagocytophilum) « AK¥EA LS
B A (Alcaligenes xylosoxidans) S AT E T ZAT H (Actinobacillus
actinomycetemcomitans) « ZE AT F J& (Bacillus sp.) (WRIE ZFE A H Bacillus
anthracis) IR ZF AT Bacillus cereus) A E ZEMUAFE (Bacillus subtilis) iz
£ MATHE (Bacillus thuringiensis) fIREFHS I F A (Bacillus
stearothermophilus)) A& J& (Bacteroides sp.) (ME55# AT E (Bacteroides
fragilis)) EE/RMEIK{KJE (Bartonella sp.) (WAFIRE /R IK{K (Bartonella
bacilliformis) IV K E /JRIBIK /K (Bartonella henselae)) XA &
(Bifidobacterium sp.) 14K H JE (Bordetella sp.) (U1 H 0% 18 {848 K 5
(Bordetella pertussis) &l H H i E 4GB Bordetella parapertussis) S %
ARG (Bordetella bronchiseptica)) ERMEHER & (Borrelia sp.) (Wl[a] U5 i i2
gtk (Borrelia recurrentis) FIAf IR BRMRE/A (Borrelia burgdorferi)) & KHE &
(Brucella sp.) (R AE K TH Brucella abortus) JiAfm &K (Brucella canis) 5
IR AT E G (Brucella melintensis) FIEAE K (Brucella suis)) {HVEEE /RIS #
J& (Burkholderia sp.) (N8 JHAH 7 E /R # (Burkholderia pseudomallei) FIVEZ
AT E /KRB (Burkholderia cepacia)) %5 i #T i J& (Campylobacter sp.) (U157
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HH AT B 25 1 I F (Campylobacter jejuni) « K25 AT (Campylobacter coli) £ MERY
AT (Campylobacter lari) FIEAGZS Wi AT 5 (Campylobacter fetus)) . - ALIKIE LT
#E14 J& (Capnocytophaga sp.) - AU AFH (Cardiobacterium hominis) HPHE AX JEH A&
(Chlamydia trachomatis) fifi ##E4 J544 (Chlamydophila pneumoniae) 2%t HE 4 [ 44
(Chlamydophila psittaci) &R FJE (Citrobacter sp.) «HK % oo # K 44
(Coxiella burnetii) #F & (Corynebacterium sp.) ({1l H MM H
(Corynebacterium diphtheriae) KM (Corynebacterium jeikeum) F#EAT F
(Corynebacterium)) FEHE J& (Clostridium sp.) (W= EEMK 1 (Clostridium
perfringens) EMEFR B (Clostridium difficile) \IAFM I (Clostridium botulinum)
F A XAR H (Clostridium tetani)) JMETH Y H K (Eikenella corrodens) it &# &
(Enterobacter sp.) (W=S % H# (Enterobacter aerogenes) % %+ #
(Enterobacter agglomerans) VA (Enterobacter cloacae) FlK Mg FF &
(Escherichia coli) , WIENLMERIGIH , 40751 Kt i, iz 28 1% KT e, 1 EL
s VE R AT TR, o H i R AT TR W 58 8 1 K A T R0 R 2% B0 K I A 3D I BR B &
(Enterococcus sp.) (UWFEHERE (Enterococcus faecalis) FIRIFEREE (Enterococcus
faecium)) I B AFKAKJE (Ehrlichia sp.) (WP JER LA K /K (Ehrlichia chafeensia)
MAZEEFKME (Ehrlichia canis)) AW EFH 2% (Erysipelothrix
rhusiopathiae)  EAT T J& (Eubacterium sp.) . L3 3B B PH 22 G B (Francisella
tularensis) - BLAZ AT H (Fusobacterium nucleatum) A& INEEZN K B (Gardnerella
vaginalis) JRIZEZEAEBRTE (Gemella morbillorum) FEIMF J& (Haemophilus sp.) (0%
W& I # (Haemophilus influenzae) AL FE ML H (Haemophilus ducreyi) . i /BHE If 1 322 K
EWRE (Haemophilus aegyptius) « BRI M5 (Haemophilus parainfluenzae) ¥4 IMLFE
M. (Haemophilus haemolyticus) F1E!|¥ I il # (Haemophilus parahaemolyticus)) .
BEFF T8 JE (Helicobacter sp.) (W4T TS B (Helicobacter pylori) . [ 14 ZN BRAF B
(Helicobacter cinaedi) FIZF9N/RURFFE (Helicobacter fennelliae)) &K & KA H
(Kingella kingii) .7 HIHIKH & (Klebsiella sp.) (Uit 7w H A H (Klebsiella
pneumoniae) R ZF i e FH{HIK B (Klebsiella granulomatis) A= R v & 1A I B
(Klebsiella oxytoca)) HATH & (Lactobacillus sp.) - BAZ 20 M 388 A= F) B BRG] 5
Hy 2 ek (Leptospira interrogans) /2 fili% B # (Legionella pneumophila) 54y
Ui B HEAR L VE AL BEBR F J& (Peptostreptococcus sp.) kbR % =7 K H (Moraxella
catarrhalis) . EEMRIK 7 J& Morganella sp.) B E M # J& Mobiluncus sp.) KR H &
(Micrococcus sp.) AT E J& Mycobacterium sp.) (UIHE AT (Mycobacterium
leprae) &5#% 0 #i A  (Mycobacterium tuberculosis) < 2 #i 4T B (Mycobacterium
intracellulare) S #i#F H (Mycobacterium avium) <44 A # Mycobacterium
bovis) FIEH 7 A AT Mycobacterium marinum)) «#7 JE44J&E Mycoplasma sp.) (Uifiti%
¥ 54K (Mycoplasma pneumoniae) « N4 544K (Mycoplasma hominis) A4 5EH & £ J5 4k
(Mycoplasma genitalium)) .i& RIKH J& (Nocardia sp.) (WEIMRE RIKHE (Nocardia
asteroides) i5 /RARIE M FIK T (Nocardia cyriacigeorgica) FIE /i RIS H
(Nocardia brasiliensis)) & ZKEKEJE (Neisseria sp.) (MW A ZICBRE
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(Neisseria gonorrhoeae) FIi g 78 23 B G BR A (Neisseria meningitidis)) 22 B s
[CH# (Pasteurella multocida) GEEVILFHHIE (Plesiomonas shigelloides) . HikIK
B J& (Prevotella sp.) ANMWRE U J& (Porphyromonas sp.) -/~ B &EEHFIKIKH
(Prevotella melaminogenica) \ZH 1 J& (Proteus sp.) (W E D E (Proteus
vulgaris) fl&r A E (Proteus mirabilis)) 3 2 4E & W # )& (Providencia sp.) (U
FEREE B 4 B A (Providencia alcalifaciens) \F K P45 W # (Providencia
rettgeri) G B 4 S 1 E (Providencia stuartii)) HiZR B M (Pseudomonas
aeruginosa) JEJE A ERAT I (Propionibacterium acnes) « L4 EkE (Rhodococcus equi) «
M IRERARE Rickettsia sp.) (WISLRILVEIRIRAA Rickettsia rickettsii) SIS @ik
KR (Rickettsia akari) FIHE G TE IR EG/AE (Rickettsia prowazekii)) i B 4 7 4K
(Orientia tsutsugamushi) (LRETFR: & HHAT TG IR KAE Rickettsia tsutsugamushi)) Fll
BEZAFEL IR IR Rickettsia typhi)) ZLEKEJ& (Rhodococcus sp.) Al VD E K B
(Serratia marcescens) &7 ZEHE 5 75 BRI A (Stenotrophomonas maltophilia) J¥PITER
F 8 (Salmonella sp.) (B ITKE (Salmonella enterica) iFEWITKHE
(Salmonella typhi) B/ ZEVWTTIKE (Salmonella paratyphi) R IITTIK
(Salmonella enteritidis) JEEEVPTIIKE (Salmonella cholerasuis) FIRAGFEVLTTIR
# (Salmonella typhimurium)) 7075 K J& (Serratia sp.) (Ukhpiyb 7 K@ AR YD B
[CHE (Serratia liquifaciens)) EB{IKH & (Shigella sp.) (Ui EPVKE (Shigella
dysenteriae) 3K EF G (Shigella flexneri) HEG EPIG T (Shigella boydii)
R EPIKTHE (Shigella sonnei)) i 4 BKF J& (Staphylococcus sp.) (l4: a8 %6 %) BR
(Staphylococcus aureus) -3 7 #i % BR# (Staphylococcus epidermidis) - ¥4 I %8 %) BR
(Staphylococcus hemolyticus) - &4 %% Bk E (Staphylococcus saprophyticus)) &%
FRE J& (Streptococcus sp.) (Wi & EEBKE (Streptococcus pneumoniae) (WIS 5 K24
I R4 il 98 BEBR 6 , 35 85 2 24 175 22 6B I 98 Bk BK T8 , 5% 25 2 Mt 245 137 2R 9V I i 48 %
BRTA , 2185 25 T 24 M35 B8 1 AR T 28 B BRTRT , B R 245 137 289 14 760 Mk 9 BE K B , M4 1~ Tif
25 I35 AL 18CIHI il 2 BEBR TR , DU A N 24 1175 24 1OF | ik 48 B BR BT , 75 55 2= T 24 I35 284 1 9F 1)
Jili ¢ BEER B , DA K2 FR 4807 = 1 g T 245 IMTL V75 23 2 3 P il 98 S BR B , S0 85 2 T 24 I v 2R 4 1) il 8
HEEK B, A 25 2 24 1775 2L 6B I il 48 B K B , B 55 2= i 24 L3 B OV IR il 28 BEBR 1R , B ik
i 245 10375 24 14 i 7 28 B BRBAT , A ST 24 1375 28 1 8CHil 28 BEBR 181 , 75 85 2~ it 24 1L i 214 1 9F (1)
Jlili 98 FEBR B , BY 47 U g T 24 I R 2 3F 1 i 98 BEBR ) L AL BEEK I (Streptococcus
agalactiae) A FHEBRE (Streptococcus mutans) ERHEEEER I (Streptococcus
pyogenes) , AREFEBR TR , BRI EEBR R , BREEEBR A , L FLAEER B , CREREBR B , WA 0k 28 BEBR 1A
(Streptococcus anginosus) , UL B8EEK T (Streptococcus equismilis) , DEFEEER T , 4 5E
B (Streptococcus bovis) , FREEEBREE , UL S2 MR sk 28 5% BR B G BEAE BR B 9 2D 12 B
(Spirillum minus) & ERIREEF B (Streptobacillus moniliformis) %508 g fA J&
(Treponema sp.) (WAt IRZE M2 IE/A (Treponema carateum) H 4l W2 HE/ER (Treponema
petenue) H H M2 g/ (Treponema pallidum) fiTreponema endemicum) .Tropheryma
whippelii.fi#lk % J5/4& (Ureaplasma urealyticum) . FaRKERE J& (Veillonella sp.) .
Vibrio sp. (JNEJE) (WEEINE (Vibrio cholerae) Al MINE (Vibrio
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parahemolyticus) B 9KE (Vibrio vulnificus) EIAEIMINE (Vibrio
parahaemolyticus) B/ V& #EJNE (Vibrio alginolyticus) AEFLINE (Vibrio
mimicus) «E RN (Vibrio hollisae) JAIIRINE (Vibrio fluvialis) \ZZ# JERIRIK
L (Vibrio metchnikovii) ¥ (Vibrio damsela) fl % JEHINEE (Vibrio
furnisii)) JHS/RAHRIKEJE (Yersinia sp.) (n/Mzpgs 2 B /R AR IKE (Yersinia
enterocolitica) - IZEES/RARICHE (Yersinia pestis) FEZE#Z R /R ARG (Yersinia
pseudotuberculosis)) FE 3 2E 8 AU H (Xanthomonas maltophilia) , S HoAth .
[0222]  #E—Esiji 5 e, ARA TN A A G0 F T I 28 B R AR 52 0 o 18 5k
2RI, R H AR LR M) 2 A% IR AE K 3 AR 2 i BRI 8 5t B IA - W R 2% 5 4
RS, (AR TE PR DNA R 7K - 38 55 A2 £2 € 1, AL ARDNAR Bk 34 0 (9l 4n , 1E N 45 e
i IRAR) v DL FEREHEHE R I F IG5 o 7R BLF BT B4 T-96 97 LARH 1R AH 2R 0o 5 A4
PR HE R C M IE B 2 S SR A R AARDNARE I ; 2 W SnyderZE A, PNAS 108 (15) :6629
(2011) o AN TF N B TR 1 X512 008 () A 2 AR 1) i 38 R R e o AE X S T b, 32
AT RERE i (A5 Th it 755 AL A4 0r REAE il T B A S2 AR T T4 % 2% 17
F1) 5 T %o T A A L R 281 7 270 R 4 4 5 R AN T 1% 528 7 S 40 28 4 o L e DA 4
76— B i) Y S2 AARASRE i (19 G T A &) o S BAARE & (B9 G 78 e 0 LI N TR ) vl
T LA c FDNAFS 73 ) R 26 o J5 S il DL 5 R R AT LU 3R AE — B st 7 B, flk A
cEDNAFE /> BE 21k 2 /0 £510% .20% . 30% .40% 50% 60 % 70% .80% .90% .95% .
100% 250% +500% 1000 % 8% 51 2 A] LLAE R 32 A6 AR A R A H 20 457
[0223]  fE—dbsijiyy 2, R4t AT V2.

SE i A5
[0224]  DLRSLHtafsl 2o 1 30 AR R B 1) & Fh SE Tt 77 SR M 4t IR A SR DL AT 7 PR
il A B o A S it 51 LA B AR SCRITIR (9 54 B BT A IR St 5 I ARER = on I PERT AN B
TEAE T A i B 3 ] R PR 1] o AR U AN 572 4 A8 217 ] AR K 14 5 6] B PR 7 1) A B
(PRGN BT 2 1 A A A At FH

S5 L < i) 2 P T S AR AR WU ) 3 10 2 AR P S
[0225]  MFE12uL7KE10mM Tris—HCI (pH 8.0) H>10ngf)£)150bp DNAJF BEH-4f , s in2uL
10X CircLigaseZZMRAY, HBHR A YIRS CReLL2 0B, FEAEUK 8 Z1553 % 1) 1Z%
VRS W INAuLSMET 3208, , Tul 50mM MnCl2All1uL CircLigasell. ¥ MNAE60C NIk E £/
127N o BR J5 AR N2l I RCA S IR &4 (4%-50nM, & F W FEbn)) , FHIR & K R S indve
95 CRFLE20 B, FEVA HN A2 CH 82 /N o FHZymo SEAZ IR AL 57 S 2l AL I E R 724 o
R 5 )32 7 1) 0 5 K 28uL 7K N 28 22nL ML BB W, AR FR Y 500L o K H 5 100uL Y
FRH IR A PR FI4000L L BEVR A AR JETE> 10,000 X g N hEH: 3080, 35 il ¥ . s
7500l DNAVEERZZ MR, SRS 7E>10,000 X g T ief% 3040, i it ¥, 7 DA f e 1 2 P g e 1
Iy b B RS E T Eppendor £ W I F 1 TuL /K e i, (Bt 22 e AR FR A Z150L) o
[0226]  VREAYHELLZ)50uL (KRR HEAT o 1] L5uLBe B ke i s in5uL 10X RepliPHIZE
(Epicenter) ,1ul 25mM dNTP,2ul 100mM DTT,1ul 100U/ul RepliPHI Phi29F126uL7K .
RN EPIAES0C R IR E 1N o F2 HE ) 33 7 0 98 p e oD BRI Ui B, 3@ i s 8 onl
AmpureXk T R ALRCAF= W) o X} F et , s 122 . Sul B it 22 vl , 34 Bk 7 #E65 C IR & 54>
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B R R S L R E IR B A
[0227] KK FRCA N Z920uLe i 724 5250l 2X Phusion=EiRA#,2.5ul DMSOF!
0.5ul. 10uMA B MB2BS | MR ARG 5 38 4F FHLL T PCRAE T : 95°C 1434, 5/NIG A LE
(95°C15%0,55°C 158,72 C 15341 , 13- 18 MEIA I B il (95°C 154 ,68°C 1580, 72°C14r4) ,
HT2°C 753 e 28 I8 o 8L 38 AT E-RE R A A PCR™ ) K/ o 4 55 [ 79 100-500bp , )
#E470.6X AmpurePkT-4lifk , LLE ££300-500bp, H U 1-2ng F/NRNASC FEfT 32 1 51 Wt 47 5B
—HEPCR W 2R 77 ity K /N > 1000bp, {8 FH L. 6X AmpureXk 144 ) 4iifk, , BL2-3ng FH T
Nextera XTP 3T CZEH4, LLIEE0.6X Ampure®f T-4lifh K & ££400-1000bpya [ A K
7N
[0228] g 7 il FE e HEAT A= W18 2, MMi Seqiz 4T SRASFFASTQ A o 4 FBWAYKS 41 5
FASTQXC 14+ 5 4 45 #E 7 41 (] AnKRAS FIEGFR) F) 2 2% F5E K| 21 /7 51) b Xt o f3f F bb %o 485 SR 4% )
BN H (PR IEED 1 B B XA B S4B A8 L 25 SRS 5 21
A BT S BAR B BT A 2 R AR AR R A 9 PR IR S U 45 2R T SR i 3 — AR
FINE 75 7K o B >R B 2 B AR AR 1 A 4 4 e R 1 22 AN B AR, G gscore> 30 FIpfE <
0.0001 o 5 & 1K LE AR #E 1 28 A N AR AR B AR 1 9 LSRR (RAR) o 1% 2 1T DL 1 LG
& (Fllipython) H 8 5E %

SEJAG2 « 1) 2 P TS 310 AR AR 1 e B B AR S
[0229]  12uLAKRFA[K) HA 150bp 3K ) 10ng DNA A BX#k F - A B B8 55 0 ST JE A 2
DNATHi S FHTAZ % R 4 EF (New England Biolabs) &b, DLEES S s I & 32 [ 763 Ui
B T R AR AR 56 T HH DNARG TER G (2 Fr B Ak 7 A8 Bl LY/ B 2R H 4 I DNA Y B, ki R
nip A HE D IR DNA 2ul 10X CircLigaseZZ i (Epicenter CL9021K) J&& o H 1R A4
AR OB CHRELL2 7 PP HAE UK ¥4 20500 B, S8 5 R IN4AnL & 58, 1ul. 50mM MnCl2F11uL
CircLigase 1T (Epicenter CL9021K) o7 EH: R NAE60°C Fit4T 2 /D 12/ o 44 200nM  1uL %R
FHRCAGI VIR G N A (Z E LR BELOnM) 3 =W H IR A, INFR 96 CRESE1 73 B, o
FA2°C, I E42° CILE 2/ .
[0230] HHZymoEAZ H L 4lifb 155 & (Zymo Research,D4060) 4ifk B 42 RCA G| ¥
CircLigationf=#). Nk, ¥21uLr=4) F28uL /K F11nL#E/ARNA (Sigma-Aldrich,R5636, F1X
TEZZ MR LL200ng /uLAiRE) FRE 22 50uL K i B i 5 L00uL S A% H IR 45 & 22 P F1400uL
100% ZEEIR & BHR-S N E B, HAE> 10,000 X g F B 0308 . 7 LI @ LA 10,
000 X g B0 3040, 7 LIt W, 7 DA s v 1 P 5 B9 0o 153, FHT50uL DNAYR R 4% MR % 1%
BB EH L. 5nL Eppendorf & e, 7 H 1 TuL ¥ i 22 (10mM Tris—Cl pHIES.0,
L AR FA Z)15uL) EMRDNA
[0231]  #45ul 10X RepliPHIZE,2ul 25mM dNTP,2ul 100mM DTT,1ul 100U/uL
RepliPHI Phi29#125uL7K (Epicenter,RH040210) ¥ I35 [ A% 1 5Ly i kE 5t o, S o7
RFRNE0ul B R NIR EWAES0C N B 2/ o d i Vs in80ul AmpureXP¥k (Beckman
Coulter,A63881) KERCA =W Alifk, o 4% M il ik 7y 1) U6 HH AT Ve P IR AE65 CIR B 5441 )T
TE22 . SULYE G2 i e BRCA T 1) o W4 8 2 87 B8 0, SR JE k[l A
[0232] 4>k HRCAR M1 Z920uL et F=#) 5250l 2X PhusionF &%) (New England
Biolabs M0531S) ,2.5uL7K,2.5ul DMSOAI0.5uL B2BSI¥IE &40 (5% 10uM) V& & FHLL R #4

93



CN 109844133 A W OB P 87/105 T

TEIFE P AT 538 - 95°C 243 %, 5NMEI I L&A (95°C308P,55°C 158, 72°C 14041 , 18N
RHIE H] (95°C15F0,68°C15F0, 72°C1408h) , F1T72°C 743 S i B 2 JE A o 38 1 FL kARG MIIPCR 7=
YR /N o — B i FL VKA IN A PCR ™4, 4 PCR™ 4 5300l Ampure®k¥- (0. 6X1&F) IR & H T
4lifk,, PL'E #£>500bp I PCRZ 4. FHQubit 2.0%E &4 (Invitrogen) B4l fb K] r= 418 M
K 2 Ing 44k IDNAFH T-Nextera XTH 37 FEH]4 (I11umina FC-131-1024) . i@ id %
FH0.6X AmpureXk-1-H4alifk >k & £ 4d A K /N> 500bp ) 3L T
[0233] fFFH210040 #r X HJAgilent DNAE REEIRF & (Agilent Technologies
Inc.,Santa Clara,CA) S/ 38 SC 2 i B A /Ny A o A B 2-250bp  MiSeqill
BRI T lumina MiSeqiEAT /T  ARAEMi Seq Tt , 76 F i 47 H In4k 1 12pMAR 14 SCFE .
[0234]  FEAZAR PRI, 76 SCEE il £ A FHT 1 Tumi na 7 2 T X B Nex teraffil % . AU,
A EB2B WM A MIlluninaf 7+ F % (P5MPT7 ;5
CAAGCAGAAGACGGCATACGA3’ 15" ACACTCTTTCCCTACACGACGCTCTTCCGATCT3”) f—XF 5147, ¥4
Z11ng RALAE AL HIDNA T PCRY™ 1 o {# FiPhusion IR A4, #EAT 124G &2 #1253 (95°C
308,55 C15%0,72°C60F) %y HG P IR A H B2 i I T4 37 F M T luminaig #: 1
FH0.6X AmpureEk¥ & K EE>500bp 4 3 1o A8 FH21004 P4 X ¥ Agilent DNAS R &
FEI 77 & (Agilent technologies Inc.,Santa Clara,CA) 23 #7487 S B M & AR/
I3 A o A8 H A5 2x250bp MiSeqill iR 7 & A 11 lumina MiSeqi#k 47 I3 - B2B 5] 4 1 3 1 345
S AR T 5190 81, 3 B R 51 AR S AR T Lumina iGRI& H , IS InsE 07 5140
FEM PP I A7 HoIng 1 12pMAR 1 ST
[0235]  fE—N S5 43 A H ) S X 3808 25 W33 7 o T 3RO 1 BB X I 43 B 46
[0236]  ZRAFRAL T 0] FT AR A I N AW 7T VERIRCA S WP Se 1 . R BER L T /T H T A A I
I 5 I B2B 5 1K) SE 1

=4
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% B % |RCA 3% A RCA 3% A A7) RCA 3|4 B RCA 31% B A1
# £ P

GCTTTGAGCTGT AAAGCAATTTCTACAC
PIK3CA | PIK3CA-Ela | TCTTTGTCATT PIK3CA-Elb | GAGATCC

TTTAATTGTGTG ATTAAACAGCATGCAT
PIK3CA | PIK3CA-E2a | GAAGATCCAATC | PIK3CA-E2b | TGAACTG

CTTTCTCACCTTC AAATTCCCGTCGCTAT
EGFR EGFR-Ela TGGGATCC EGFR-Elb CAAG

CCATCACGTAGG ATGGCCAGCGTGGACA
EGFR EGFR-E2a CTTCCTG EGFR-E2b AC

GACATAGTCCAG TGTCCGGGAACACAAA
EGFR EGFR-E3a GAGGCAGC EGFR-E3b GAC

AAGCGACGGTCC TGGCAGCCAGGAACGT
EGFR EGFR-E4a TCCAAG EGFR-E4b AC

AGTACGTTCCTG AACACCGCAGCATGTC
EGFR EGFR-E5a GCTGCC EGFR-E5b AAG

ATCCACTTGATA AAGTGGATGGCATTGG
EGFR EGFR-E6a GGCACCTTG EGFR-E6b AATC

TCTCGCTGGCAG CCTGGAGAAAGGAGA
EGFR EGFR-E7a GGATTC EGFR-E7b ACGC

AACTTTGGGCGA AGTTCCGTGAGTTGAT
EGFR EGFR-E9a CTATCTGC EGFR-E9b CATCG

TTGGAGTCTGTA ACTTCTACCGTGCCCT
EGFR EGFR-El10a | GGACTTGGC EGFR-E10b | GATG

CTGCTGTGGGAT CACAGCAGGGCTTCTT
EGFR EGFR-Ella | GAGGTACTC EGFR-E11b | CAG

CATGGAATGCTT CATGGGCAACTTCTCT
EGFR EGFR-E12a | GTACCACATC EGFR-EI2b | GTTTC

CAGTTTGAACAG AAACTGATGGGACCCA
BRAF BRAF-Ela TTGTCTGGATC BRAF-Elb CTCC

TGTTTCTGCTAAC AGGAGATATCAAGAGG
PTEN PTEN-Ela GATCTCTTTG PTEN-E1b ATGGATTC

CAGGAAATCCCA TCCTGCAGAAAGACTT
PTEN PTEN-E2a TAGCAATAATG | PTEN-E2b GAAGG

GCTTTGAATCCA

AAAACCTTAAAA GGATTCAAAGCATAAA
PTEN PTEN-E3a C PTEN-E3b AACCATTAC

TACAGTACATTC

ATACCTACCTCT TATGTTGTATAACTTA
PTEN PTEN-E4a GC PTEN-E4b AACCCGATAGAC
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AAAGGATATTGT TTGAAGACCATAACCC
PTEN PTEN-E5a GCAACTGTGG PTEN-E5b ACCAC
CCATAGAAATCT AAGTAAGGACCAGAG
PTEN PTEN-E6a AGGGCCTCTTG PTEN-E6b ACAAAAAGG
CCAGATGATTCT GGATTATAGACCAGTG
PTEN PTEN-E7a TTAACAGGTAGC | PTEN-E7b GCACTG
GAACTTGTCTTC CATGTACTTTGAGTTCC
PTEN PTEN-E9a CCGTCGTG PTEN-E9b CTCAGC
TCTGGTCCTGGT CAGGACCAGAGGAAA
PTEN PTEN-E12a ATGAAGAATG PTEN-E12b CCTCAG
GCTCTATACTGC CGTGCAGATAATGACA
PTEN PTEN-E13a AAATGCTATCG PTEN-E13b AGGAATATC
TTGGAGAAAAGT GGTCAGTTAAATTAAA
PTEN PTEN-El4a ATCGGTTGG PTEN-E14b CATTTTGTGG
TGGTGTTACAGA GATGTTAGTGACAATG
PTEN PTEN-E15a AGTTGAACTGC PTEN-E15b AACCTGATC
AAGAGTGCCTTG TCTTGCCTACGCCACC
KRAS KRAS-Ela ACGATACAGC KRAS-Elb AG
CCTGACTCAGAC CAGGCCCTTCTGTCTTG
TP53 TP53-Ela TGACATTCTCC TP53-Elb AAC
ATGTTCCGAGAG GAACATCTCGAAGCGC
TP53 TP53-E2a CTGAATGAG TP53-E2b TCAC
TTAAAGGACCAG TTATGGTATAAGTTGG
TP53 TP53-E3a ACCAGCTTTC TP53-E3b TGTTCTGAAG
CTTGGGACCTCT AGAGGTCCCAAGACTT
TP53 TP53-E4a TATCAAGTGG TP53-E4b AGTACCTG
AAGCAAGCAGGA GCTTGCTTACCTCGCTT
TP53 TP53-E5a CAAGAAGC TP53-E5b AGTG
GGGACGGAACAG TTCCGTCCCAGTAGAT
TP53 TP53-E6a CTTTGAG TP53-E6b TACCAC
CAACTACATGTG
TAACAGTTCCTG CATGTAGTTGTAGTGG
TP53 TP53-E7a C TP53-E7b ATGGTGG
GTGGAGTATTTG ATACTCCACACGCAAA
TP53 TP53-E8a GATGACAGAAAC | TP53-E8b TTTCC
TGCTCAGATAGC CTATCTGAGCAGCGCT
TP53 TP53-E9a GATGGTGAG TP53-E9b CATG
CTGTGCAGCTGT GCAGGTCTTGGCCAGT
TP53 TP53-E10a GGGTTGA TP53-E10b TG
AAGTCTGTGACT TGTCCCAGAATGCAAG
TP53 TP53-E12a TGCACGGTC TP53-E12b AAGC
CCTGTCATCTTCT GATGACAGGGGCCAGG
TP53 TP53-E13a GTCCCTTC TP53-E13b AG
AAGACCCAGGTC TGGGTCTTCAGTGAAC
TP53 TP53-El14a CAGATGAAG TP53-E14b CATTG
CTGCTCTTGTCTT GAGCAGAAAGTCAGTC
TP53 TP53-El15a TCAGACTTCC TP53-E15b CCATG
CTCTGAGTCAGG GCTCGACGCTAGGATC
TP53 TP53-El16a AAACATTTTCAG | TP53-El6b TGAC
%5
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A % | B2B 3| : B2B 3|
4+ A 714 A K7 B 514 B /%)
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
PIK3CA- | TCCGACGATCGCTTTG | PIK3CA- | CCAAAAGCAATTTCTACA
PIK3CA | BXla AGCTGTTCTTTGTCATT | BX1b CGAGATCC
GTTCAGAGTTCTACAG
TCCGACGATCTTTAATT CCTTGGCACCCGAGAATT
PIK3CA- | GTGTGGAAGATCCAAT | PIK3CA- | CCAATTAAACAGCATGCA
PIK3CA | BX2a C BX2b TTGAACTG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCCTTTCTC | EGFR-B | CCAAAATTCCCGTCGCTA
EGFR Xla ACCTTCTGGGATCC X1b TCAAG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCCCATCA | EGFR-B | CCAATGGCCAGCGTGGAC
EGFR X2a CGTAGGCTTCCTG X2b AAC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCGACATA | EGFR-B | CCATGTCCGGGAACACAA
EGFR X3a GTCCAGGAGGCAGC X3b AGAC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCAAGCGA | EGFR-B | CCATGGCAGCCAGGAAC
EGFR X4a CGGTCCTCCAAG X4b GTAC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCAGTACG | EGFR-B | CCAAACACCGCAGCATGT
EGFR X5a TTCCTGGCTGCC X5b CAAG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCATCCAC | EGFR-B | CCAAAGTGGATGGCATTG
EGFR X6a TTGATAGGCACCTTG X6b GAATC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCTCTCGC | EGFR-B | CCACCTGGAGAAAGGAG
EGFR X7a TGGCAGGGATTC X7b AACGC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCAACTTT | EGFR-B | CCAAGTTCCGTGAGTTGA
EGFR X9a GGGCGACTATCTGC X9b TCATCG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCTTGGAG | EGFR-B | CCAACTTCTACCGTGCCC
EGFR X10a TCTGTAGGACTTGGC X10b TGATG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCCTGCTG | EGFR-B | CCACACAGCAGGGCTTCT
EGFR X1la TGGGATGAGGTACTC | X11b TCAG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
EGFR-B | TCCGACGATCCATGGA | EGFR-B | CCACATGGGCAACTTCTC
EGFR X12a ATGCTTGTACCACATC | X12b TGTTTC
GTTCAGAGTTCTACAG
TCCGACGATCCAGTTT CCTTGGCACCCGAGAATT
BRAF-B | GAACAGTTGTCTGGAT | BRAF-B | CCAAAACTGATGGGACCC
BRAF Xla e X1b ACTCC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
PTEN-B | TCCGACGATCTGTTTCT | PTEN-B | CCAAGGAGATATCAAGA
PTEN Xla GCTAACGATCTCTTTG | X1b GGATGGATTC
GTTCAGAGTTCTACAG
TCCGACGATCCAGGAA CCTTGGCACCCGAGAATT
PTEN-B | ATCCCATAGCAATAAT | PTEN-B | CCATCCTGCAGAAAGACT
PTEN X2a G X2b TGAAGG
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GTTCAGAGTTCTACAG
TCCGACGATCGCTTTG CCTTGGCACCCGAGAATT
PTEN-B | AATCCAAAAACCTTAA | PTEN-B | CCAGGATTCAAAGCATAA
PTEN X3a AAC X3b AAACCATTAC
GTTCAGAGTTCTACAG
TCCGACGATCTACAGT CCTTGGCACCCGAGAATT
PTEN-B | ACATTCATACCTACCT | PTEN-B | CCATATGTTGTATAACTT
PTEN X4a CTGC X4b AAACCCGATAGAC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
PTEN-B | TCCGACGATCAAAGGA | PTEN-B | CCATTGAAGACCATAACC
PTEN X5a TATTGTGCAACTGTGG | X5b CACCAC
GTTCAGAGTTCTACAG
TCCGACGATCCCATAG CCTTGGCACCCGAGAATT
PTEN-B | AAATCTAGGGCCTCTT | PTEN-B | CCAAAGTAAGGACCAGA
PTEN X6a G X6b GACAAAAAGG
GTTCAGAGTTCTACAG
TCCGACGATCCCAGAT CCTTGGCACCCGAGAATT
PTEN-B | GATTCTTTAACAGGTA | PTEN-B | CCAGGATTATAGACCAGT
PTEN XT7a GC X7b GGCACTG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
PTEN-B | TCCGACGATCGAACTT | PTEN-B | CCACATGTACTTTGAGTT
PTEN X9a GTCTTCCCGTCGTG X9b CCCTCAGC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
PTEN-B | TCCGACGATCTCTGGT | PTEN-B | CCACAGGACCAGAGGAA
PTEN X12a CCTGGTATGAAGAATG | X12b ACCTCAG
GTTCAGAGTTCTACAG
TCCGACGATCGCTCTA CCTTGGCACCCGAGAATT
PTEN-B | TACTGCAAATGCTATC | PTEN-B | CCACGTGCAGATAATGAC
PTEN X13a G X13b AAGGAATATC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
PTEN-B | TCCGACGATCTTGGAG | PTEN-B | CCAGGTCAGTTAAATTAA
PTEN Xl14a AAAAGTATCGGTTGG X14b ACATTTTGTGG
GTTCAGAGTTCTACAG
TCCGACGATCTGGTGT CCTTGGCACCCGAGAATT
PTEN-B | TACAGAAGTTGAACTG | PTEN-B | CCAGATGTTAGTGACAAT
PTEN X15a C X15b GAACCTGATC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
KRAS-B | TCCGACGATCAAGAGT | KRAS-B | CCATCTTGCCTACGCCAC
KRAS Xla GCCTTGACGATACAGC | X1b CAG
GTTCAGAGTTCTACAG
TCCGACGATCCCTGAC CCTTGGCACCCGAGAATT
TP53-BX | TCAGACTGACATTCTC | TP53-BX | CCACAGGCCCTTCTGTCT
TP53 la C 1b TGAAC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCATGTTC | TP53-BX | CCAGAACATCTCGAAGCG
TP53 2a CGAGAGCTGAATGAG | 2b CTCAC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCTTAAAG | TP53-BX | CCATTATGGTATAAGTTG
TP53 3a GACCAGACCAGCTTTC | 3b GTGTTCTGAAG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCCTTGGG | TP53-BX | CCAAGAGGTCCCAAGACT
TP53 4a ACCTCTTATCAAGTGG | 4b TAGTACCTG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCAAGCAA | TP53-BX | CCAGCTTGCTTACCTCGC
TP53 Sa GCAGGACAAGAAGC 5b TTAGTG
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GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCGGGACG | TP53-BX | CCATTCCGTCCCAGTAGA
TP53 6a GAACAGCTTTGAG 6b TTACCAC
GTTCAGAGTTCTACAG
TCCGACGATCCAACTA CCTTGGCACCCGAGAATT
TP53-BX | CATGTGTAACAGTTCC | TP53-BX | CCACATGTAGTTGTAGTG
TP53 7a TGC b GATGGTGG
GTTCAGAGTTCTACAG
TCCGACGATCGTGGAG CCTTGGCACCCGAGAATT
TP53-BX | TATTTGGATGACAGAA | TP53-BX | CCAATACTCCACACGCAA
TP53 8a AC 8b ATTTCC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCTGCTCA | TP53-BX | CCACTATCTGAGCAGCGC
TP53 % GATAGCGATGGTGAG | 9b TCATG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCCTGTGC | TP53-BX | CCAGCAGGTCTTGGCCAG
TP53 10a AGCTGTGGGTTGA 10b TTG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCAAGTCT | TP53-BX | CCATGTCCCAGAATGCAA
TP53 12a GTGACTTGCACGGTC 12b GAAGC
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCCCTGTC | TP53-BX | CCAGATGACAGGGGCCA
TP53 13a ATCTTCTGTCCCTTC 13b GGAG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCAAGACC | TP53-BX | CCATGGGTCTTCAGTGAA
TP53 14a CAGGTCCAGATGAAG | 14b CCATTG
GTTCAGAGTTCTACAG CCTTGGCACCCGAGAATT
TP53-BX | TCCGACGATCCTGCTC | TP53-BX | CCAGAGCAGAAAGTCAG
TP53 15a TTGTCTTTCAGACTTCC | 15b TCCCATG
GTTCAGAGTTCTACAG
TCCGACGATCCTCTGA CCTTGGCACCCGAGAATT
TP53-BX | GTCAGGAAACATTTTC | TP53-BX | CCAGCTCGACGCTAGGAT
TP53 16a AG 16b CTGAC
%6
g
e 1.5M
0% HEBHIL , 1x 97.8%
% 63.4%
Y% EE 18.2%
B T 74 .5x
78 1 ) b 1 s 22 0.21

SEHEA5]3 « FH 000 SR R 2 (1 22 DX 4L DNA JFr Beft

[0237]  {§i FINEBNext dsDNA v Bxfbf ik (New England Biolabs) 4% [ il & i ) 77 %8
AL PR Tl 3L R ZHDNA KR B I A IE K EAE37°C R 4520 Bh o 3@ i % n5uL 0. 5M EDTA (pH
8.0) Z 1k v Bl I B, FF AR A i3 B Y 07 52, Il s 2 X A& R B Ampure  XPER ¥ (Beckman
Coulter,A63881) BEAT4ifb . 7 B A i REBUEDNAR & (Agilent) B HTAX 07
BALIIDNA . 1 B AL DNAR) K /0N B 38 5 9 247 100bp 22 £4200bp , I 9 2] 150bp

SE T4 < ST A& RE P
[0238]  fEASZJtE 5] A , £ FHKAPASC JZE il 2177 &5 (KK8230) HEAT 15 1 .
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[0239] 7V KBk T Aitb D3R  KsAMPure XPER T (cat#A63881) Vi & iR I 78 /0 H
BV, EEmMIRE AERER G S ESHEM AR E G R HAAEER TR E 1578, L
fEDNA 5Bk T 5 & o SR JE K Bk T PR 1 20 1, B BV V8 i - AR J5 FH200ul 80 % I Z ik
BRER TR, IR N TIR150 8.
[0240] S T-iEAT K& B, 4 818 50ul (2-10ng) ¥ 76 41 IDNA 5 20l A i & 5 3 IR
&) (8uLsK , 7Tul. 10X KAPAK 5 5 G2y Alsul. KAPAK 5 & B BHE &4) 1R &, 3 74E20°C
B 30780 S8 5K 1200l AMPure XPERT-IS INEI70uL R i e &R M H 98 J5 i b Fridk 4dift
FEi o
[0241] S FREAT AR B, ¥ A R /e 2 FIDNA v B T8 2k 7 5 AR BIR &4 (42ul
/K, 5uL 10X KAPA ARG ATKAPA AN VR A K R BAE30C R iR B 305380 I IN90uL
PEGYA VR (20% PEG 8000,2.5M NaCl) J& , iR ¥ _FIRER T-ali it 7 RUEEIR AW 5 TP i i 42
SN/ SUREIINVEIA
[0242] > THgRe TR A HEALL T FH (57 237 M FEZH IR R g1 2%
T WS4 « /5Phos/CCATTTCATTACCTCTTTCTCCGCACCCGACATAGAT*TF1/5Phos/ATCTATGTCG
GGTGCGGAGAAAGAGGTAATGAAATGG*T K & Kim s 2 (T P i) ka8 (H T2 T &R
PRI ERE) 1T Ek T 5 45uLERE IR &4 (30uL/K , 10uL. 5x KAPAZEREZE pPRAI5UL KAPA
TADNAZEHZHE) , DL M 5uLsK (P ZE4%) sionl2s BE /R FE R B RIE & (T3
TIERAARNER) IRE R T R EET, JFE20°C TR E 167 8. M Ins0ul. PEGIFR (Z
W 30 Ja iR EiR kAt 7 R RIRE Y.
[0243] f§iF{I11lustra Genomiphi V2DNAY X H&rikdT £ E B #Hy 38 MDA) & H &
P A BORE ) TR R R T OuL S A AL S BAR B 2 il b, FRAE95°C R N3 B, 2R
JEEOK EARGE A H AR N UL ERVR &9 5 KA HI R 7E30°C N IR E 904 %1 . S8 J5 165
CHFAL0Z B 1E RN FER IN30uL PEGIEWR (2 .30 Ja » iR bl alifh 77 VeI &
W, A HEET200ul TEH (FE65 Cild B 54381 - a0 575 22, nT DL E S PCRE 7 /N
PCR (ddPCR) 4 4l4b 1 =) 5E & , BT T — AR 7 (NGS)
[0244]  ZEMDAJ ,{# FiCovaris S2207E130uL S A4 AR doly i K it 42 Fr BL i (19> 2kb) #8
FE AL P 22 29300bp o ]38 7 (1) 7 S R BH I AE D) 28 140W, 5 25 RECH10% , B IE 36200
IR, AL ER IS [A] 804D o 1B FE 29300bp i 1 B BE , LA I N OR 45 52 B2 1) 5 46 241 i 125 DNA 7 B 1)
JUZE AN S5 2L, AT LS F AR v S ) 4% T7 SR AT 3 1 IR 4888 75 AL B Y DNA v Bt B DUAE I
JF o NT1Tuminall 74X (HiSeqEiMiSeq) b B et A il J7 38 73R 8] [ 2 Fhist B2 G4 . H
s (B BE, RIS R A S M T B O0 N AT 71880 S BUON 3 AR £
TFHIFES A3 ) (1) IRLE B FH TR BRI 7 51 25 TS AL o

SEHt 55 : AL 5 Y
[0245]  jbAbdefit AR AT VR L AN 3G 7 1 s 4515 B o AR R A FH DA A < PCR
A (FIM] research PTC-200Peltier#AEHAY) ;Circligase 11,ssDNAZEENEpicenter
cat#CLI025K ; #M I KZ IR B (15 trExo1 ,NEB Biolabs cat#M0293S;Exol11,NEB biolabs
cat#M0206S) ; T4 % H R I G (NEB Biolab cat#M0201S) ;4 5E K 2H 4 Bk 71 & (4 nGE
Healthcare,I1lustra,Ready—To—Go,Genomiphi,V3 DNAH 34355 &) ;GlycoBlue (5l
Ambion cat#AM9515) ; i & Lol (il WEppendrof 5415D) ; DNAZEALEE (f5]40Agencourt,

100



CN 109844133 A W OB P 94/105 T

AMpure XP,Beckman Coulter cat#A63881) ;1 /722 (fltNThe MagnaRack™ Invitrogen
cat#CS15000) ; Qubit®2.0% it (Invitrogen,cat#Q32866) ; 7> T-#%dsDNA HSIE iR,
#f& (Life Technology cat#032854) ; FIAEY) /M4 (Agilent 2100) LA K%y R B DNATR
# (cat#5067-4626) .
[0246]  Sf T4 MR =5 Im IR 2R A DNA Fv BL (B anJC4HIDNA) , 28— 45 R s 2 A0 s
TR o K DNATE96 ‘CAZME30FD (7l tn 7EPCRAX |) o Ji 3t K4 40ul DNAFNSUL10X PNK 2 8% 2% i
AR ZAZATRR B (PNK) [N, AR 5 7E37 Cilt B 30431 o 4% ImM  ATPFIPNKEEZS INEE [
JiH, FEAE3TC R i B 4593 %o 3 I R DNAYTVE AN 2 i R AT 42 M S8 46t o 455K H PNK s
[KJ50ul. DNA,5uLZ B4 (0.5M, pH 5.2) ,1uL GlycoBlue, luLZEWH#E (100ng/uL) F1150ul
100% LBES IR EWAE-80°CiR & 307 %, - LL16k rpmE o543, LAFDNAYTIE - F
500uL 70% L BV DNAVTE D) , 72 =0 N SR T 1556408, I B DNARIF T 120l 10mM
Tris—C1 (pH 8.0) H1,
[0247] 4R J5 8 i % 5 1 25 B AU DNAIR AL o ¥4 DNATE 96 C AR ML 308D , 4 B i 7E UK LA #1245y
B, RS IEEERER &9 (2ul 10X CircLigaseZZ ik ,4ul. SMEHSEHk, 1nL 50mM MnClz, 1u
L CircLigasell) . i MAEPCRAX FF60°CHL & 16/NEF o A IE 21 22 #% 1 R i i A V1%
i ik T A B A o G FEDNAFE SO C AR 145 HD , IF [l B AN v S I LuL A V) i IR B TR & )
(Exol 20U/uL:ExolTl 100U/uL=1:2) . b FREMWSIRI AT IR G, H B IR B H iR
BWIAE3TC R IR B 4553 o FH30uLACK AL I 22 50ul , FF8 ik b BT id iy e A B v
AT HE— B B PR B
[0248] S F-@EAT A FE R Y (WGA) , 1 S0k i LI DNATEGS C AR 1577 B o 4 5K FI GE WGA
TR B 9 1ORLAR 1 22 i 7 0 25 10uL 464k [ DNAFR o B DNAZE ¥ el kB v #1253 B o 4 20uL
DNAYS I ZEReady-To—Go GenomiPhi V34 (WGA) H1 JWCAKR M AE30C i B 1. 57N, SR 5 7E
65°C T INFCKIF L0551
[0249] i FAmpureXPREER (1.6X) RAEAAT il o F5 2R i i€ , T HXSOMLAE 43 21 . 5mLE 1
SR 5 H30uL 7K, 20uly S DNAMIBOULER T-& JF , FFAE =i TR B 3 8P M E E T 148 &
25751, B BB TE VR - W Bk 1 FH80 %6 L BEBESFR I IX o ¥ JN200uL 10mM Tris—C1 (pH 8.0) ¥
JBEDNA - ¥4 DNATR 1R &V 1E65 C IR B 573 1 o W B I ImI 1k I 52257 b o ¥4 19501 DNARR 2 22 3
B AE FH1RLE T Qubi t 5E & . 5 J5 , 8 FCovaris S220%F130ul WGAF= 43k AT #E /5 AL B, LIA
FZ1400bpHI KN,

SEHAG6 < IR FE A LA Sy A
[0250] i it 5E FEPCR (qPCR) 2R3 B 75 G b i S it 491 Hh PR A FHE 28 73 4 2 DR 4 3 F 1T ¢ £DNA.
FE i BEFR I o PCRY™ 38 il 2k 45 5L (s FHKRAS 5147) 7 T- I 18A R 18BH . i ¥l 18AFT 7~ » i A\
cFDNAI) /108 aPCRY 4 11~ F34Ct (JEIRBIAE) 931 .75, T A [FFE i B =71/ 10/ ~F
BICtH31.927, RIF L4188 % M m i B UK  IEHRUR AT LU LI BUK T 2970% .80% .90 % -
95 % By, 5 =7, W129100 % o 7E —LESL A h , ik 22 AR IR 28 1 DNA , 45 15 B A DNAHT i) LLAFRAR
WY AR s AT =K, — N0y . W E 18BffT s , 10ng WGA™ 4 Al 2> 2% K& K] 2H DNA
(gDNA) (12878, 10ng) 14 18 il £& JL~F- 1% 6 55 A o WGARE (i 11 P2 Ct 226 . 655 , 177 gDNAFF: i [
SF5CtH26.605 , F B HE I 96 %6 (1) & H LR L ¢ 8 T 1 SEDNAH [ KRAS I = SRk 3 38 1
gDNARIZE A Y , R Y 3G AR T0 I 22 o B AR IR =2, — SN o AR L 5, 38 I
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R T Lou%E A (PNAS, 2013, 110 (49) ) FEALI IR TT - o A B SR /D bl S it 451 1 0 v AN 4t
PRI Loud7 %, AN 10-30 % Ft) e M 4 A DNAR: 3 40 N PR RDNA o 40 AR A [ Az 28 %60 7 i il 2
AR PRAT IS T P o
S5 7 < 38 3 ddPCRAI BT 3 18 A PR 4L DNA
[0251] g FH /N 507 PCR (ddPCR) VA% AN FR AL 22 A% 7 IR 72 A6 1) 4 22 (R AH 3 38 7= 4 1)
A7 R AT AR A 22 o — AT 5 5 ddPCRJZ F8 — R 8 PCRIN B 7% , BB i S A A 57
FEPCRY™ 14 1 B 0T A AR 80 5 1 < i L /K I ZINVBTG 0 X R B R PR 40 7 45 B R D= 2 %) =
(HinsonZE N\ ,2011,Anal .Chem.83:8604-8610;PinheiroZE N\ ,2012,Anal.Chem.84:1003—
1011) o B~ddPCR Js )37 AT L 1 AR AL 2 2020, 000443 DX R /NG 2H B o /NG B0 7 PCR AT A AE
FABAT BUFPCRISE HATEAR °F- 6 34T , iZ 507 PCRIN 52 3 i+ 5560 3 76 S RFPCRY™ ¥ 11 59
100 AR AR R 1T < SR B 7K TR /N 2 X HR A R 120 H K & 28 % 1 o /N B PCR IV
BT S T g T R S R I 2 BT B AOE T AN R E (L KN
fEFRRAN I B3 AL B — N B R I L R 7 148 DLERAS 35 1%85 DURE I 21 1) 25 8 AR 9 3G 1
(RUBES BRI AL R 20 7) [ “BHIE” /NBCR I LB 54 & bR Y 38 7 (BSEB A% IR 7 1) 1
BT N £ E AR L, BT TR SR AE A AR A ) IO R R R o DL /I
T % 50 F-PCR R 4 1 92 440,45 B 1 o-Rad FIQX LOO™ /N B F-PCR R 45 , HoW 2 I R AR 114
2 %20, 00048 T A /NI /N ; LA K¢ RainDanceffJRainDrop "4 7 PCR & 4t , Hols & 4 #
PR SRR PR RE S 23 1,000,000 10,000, 000 52 T K /N 7NV - ddPCR T 2 ) o Ath s 451 £
W02013181276A1 1 $24iE .,
[0252] A5 A, Kok SR E R 4N M & IBRAF VEOOEJE K 41DNA (gDNA) PR & Lk 51
(0%.0.67%.2.0%.6.67%.20% 5100%) 525 I K Z1DNA 12878V & , I H v Btfb LA~
Az 5 £ DNAFR R BRI v B /INARABL v B (AR S it 451 29 150bp) o HR 488 552 it 451 2 6] YR A5 FRTDNA
FEdfh (10ng) HEATFRLAY 48 . &1 X BRAF VEOOEANEF A= 7Y , {5 40ng 4™ 14 ¥JDNAZ JJiddPCR . W 82
FIJ 1) 5 AR 2 7 F R A R A8 B 1970 B IR 1 3% tn B BT, 2648 3 B I A% o T 0 82 31 5 AR
A B RAR (B 19K A H)4T) e 1 N S AR S A7 L R (T04T) ik~ H 72K H 100ng
F 1 FL K ZHDNART ddPCREE B (BEAT) o ddPCRE H FI 25 o7 JE AR 4 i 5 N S BRAF R AR )
ANV R B B b B AR AR ) Y R B A 2R /N PR D BB T B B DNAR IR R =S
OEL, TEA K DNAZE R /N 20 3] B3 7067 % B/ MimZE 4k, AN B e 2 H S X F
BHOREE 1 SRR SR L R 1) B S I, AR T 22
SIS « T S 1) P A A AR AR

[0253]  dmsETti 52 ik , 44 10ng i 75 AL # ¥ gDNA (150bp , 2 £ [K 2 B 2: fEDNA , Horizon) 3
e FEY 1, R Ja BEAT AR S AL EE L AR J5 8 A BUAL I DNAZE i Rubi con i 7 ST A4 722 o 4 31 0 P
Jii » 22 11| B 2225 4 U 50bp P IR AR A o AR A4 S 1 25 S an B 20 Al 7, e H 32 5 728 1R 7 A R
ANF I 2 32 BR R HEAT KD, 12 AN [F) 22 A% 07 B i ik A [R] (1) B2 SR X 43 o AN HUA I 255 4
A (KIT D816V.EGFR G719S.EGFR T790M.EGFR L858R.KRAS G13D.KRAS G12D.NRAS Q61K)
ZxEAL B oAb R IN T AN FHA AR A, dn 209 25 O = TR FZETE B

[0254] Dy [ EGAL, 40 b Bk X g DNAEAT i A AL 3, (HARHE 153451, £5 10ng 28 8 75 Ab B 1) g DNA
B2 JiRubiconil 7 SC R 3 , To 75 I B AR B R BIN RIS [F] 2 % R 1) /7 51 A8 1k 7
TR I, R 2ok B 275 4 50bp N AR 44, 25 R 21 s . -BAN TR 228 #
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A (KIT D816V.EGFR G719S.EGFR T790M.EGFR L858R.KRAS G13D.KRAS G12D.NRAS Q61K)
e EAr B OAL oAt AL B A AR AR AN I TIUEA R, HLAR PTRE &2 T W07 45 1% B 8. 5 A i
20 R B 7V 25 SEAHEL , B 21 1 45 SRR B Al I 7 77 v B S s BT LR DR 3, 2455
A LA (WK T5%) B, AT RE = HE 7 HSL i R E 5.
[0255]  [&|16-17/~HH T 7EA A A ZERAE MR 2 % B b AT R I 5 o T ad i
D 53 BRG] 7R 80 P8 R 5 it 75 (1) B A A 25 SR o an P i, B E SR OO PR T 7
SO R IR T R .

SETA9 : GCLH B K /NG5 A1 3 A
[0256]  dsieJita 515 T iR 44 1 Ong 428 18 75 A 2 () gDNA (150bp , 25 %5 (K 22 51 2 iR DNA, Horizon)
NI 38, % 347 W0 7 I AR AR 8 W 2 A IR SRR yE 3y (F5) HEAT 07 - 4 7 41
B H 5CCH syt iu  hI R I 2 B, i 22 7 o i A2 3 B BT 7 5 o R oca 06 O B2 - 26 7l
FERH ) GO E &) Z b, iR S it 4515 1] £ FE A ol () SR AR R AR BT S8BT B 3 A1 o
FHEE 2T 5 242K FHRubi conil 7 3L e A X771 480 5 FH AH 7] &2 1) g DNA B 432 440 28 M 737 S J26 T A
AT G, &6 R 5 PR oA 1) 22 AR B R (S D A o X R E $ERubi con il 7
HROCMIEEAE B T B 0 A . iNewmanZE N (2014 ;Nature Medicine, (20) :548-54) &, *4f#
Fi32ng cfDNAHY , c FDNAM FFGC & 5 3 A 5 BRI 3 A7 AR o 3% 75 S A7 12 1 B A 156 P
[0257] b 48 Gn S i 451 5 B s B4k 477 385 A0 57 1) ¢ £ DNAIEAT DNA K /NG5 A7 vPAk » 4P 23 Fe
71 W 45 R 22 B 1 A B 20 A R WA 7E 29150~ 180bp , X 5 BL T c FDNAFE) #1754 43 A 1 2K

SEHEA10: 3 3835 — PEVEAY
[0258] AR 4f 5 it 5] S A AL A 3G B LOFh = M) I o PCREE R 5 R M 1) 25 DNA Ck H
1287840 & gDNA, Coriell Institute) FEATELHL B4 S gPCRI B AE FH10ng £ K 4H 2
ZEDNABY P24, FEE b 1 Fe ) 5 FE DR 4 2 R A AR e s R R AR R W 24 BT L B
URPCRIFI LG R AR 2R, 3R B9 38 (1 DNAYH X S BE AR 1K 48 T 5 AR 1 10 25 DNAE &
FEAL o BETHFF7E 2 BT B&AIF 1 2k [ 6 J: 8 (BRAF . cKITEGFR.KRAS \NRAS.PI3KCA) [#110%fPCR
5197,

SEHE 11 : DNA B BRI B P B ) B
[0259] MDY H 3 (FB 34 1-4) AT— 5] { JE %o} 43 B c £ DNA o K5 32 K| 1. DNA (gDNA, Multi-
Gene Multiplex Horizon) i AbEE 22 £150bp fi Bt - B DNAIRLFF FHBEAL 51409 1 . R TR
T SO I DNAGR N B, DL R A I DNAER: o RIS e /NI RE B (0. 4ng) B3R5 T B
EWY, I A #1522 /D600 1 .

x®7
(ETE Yt N (ng) Fe i (ng)
gDNA 10 6100
gDNA 4 6880
gDNA 2 5700
gDNA 1 5760
gDNA 0.5 3280
cFDNAf FExT fE 0.4 6240
cfDNAFE 1 4 13800
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cfDNA 2 3 9480
cfDNAZ 43 3 7840
cfDNAE 4 1 3180

SE A5 12 « o e i A8 ¢ EDNA IR A 58 AR
[0260]  7EDER1H , K c CDNAMML 75 Z iR T EPCRE H il & IR E B R A4 - K 4ng—10ng
cfDNALL12ul (IR FR AL IR ZPCRET o BEDNALEQG ‘CAZME30FD , 4R 5 B PCRAE AEVK v 2124 4
BIERIR A (2ul 10X CircLigaseZZmMiki,4nl SMEISEHH, 1ul 50mM MnClaz, 1ul
CircLigase II)¥SINZNEEANE, FHAEPCRIX EF60°C 164/ o
[0261]  FEAPBR2H 0P IEHE I B EAT AR B, DABR 25 R IEHI 4 EDNA K 11 P VL R B TR
44 (NEB M0206S,M0293S;Exol 20u/ul:ExoIII 100u/ul=1:2) MG E B8-S, IEEE
PCRAX 37 CIR & 30534
[0262] R BRI, X R N7, H TR M #H . HOligo Cleank
Concentrator (Zymo Research) 2iftiEHE /= W) . 1AM UIRZ IR MG AL PR Jo # 45 &1R A9 (30u1
10mM Tris,100n] ZEEESE S22 M, 400u] 100% £ B VRINEERE R N, IRE IF 8 50 .
IN#EZymo-spinkt, 7 LA K T-10,000xg i€ 553040 FH750un1 DNAYE 42 Ml b ik 1% AT, FF LA
14,000xg 25 L 170 8 o 38 IE LA K F-10,000xg B 003040 , #DNAFH 1561 10mM Trisifi .
[0263]  ZEA U4, @ FEHLG] & KF H#DNA. FHReady—To-Go Genomiphi V3DNAF #8151
& (GE Healthcare) #EAT 2L ZHY1G (WGA) K 10u1 A AL HER 51001 2x B PEGE ph
WA, 7E95°C MR B 3081, ARG FEVK _E A I E4°C o #2001 28 M [ DNATS I BIWGA TR IR &4
H AR AE30C NI B 1. 57NN, AR S 7E65°C T K& 1053
[0264]  fFB IS5, FHAgencourt AMPure XP Purification (1.6X) (Beckman Coulter)
HTEVEY ) 43001 10mM TrisFI80ul AMpureRk ¥R E|20ul WGAR N H IR S
EER R B 2780 S B TS L R G 208 EIE R 257 AR 200
nl LW (80%) HEB IR, 2 ST 155 %1, F: 20011 10mM Tris (pH 8.0) HE/BLDNA.
[0265]  {EEE6T, WGA DNAFT BeAk o f FHCovaris S220:8 A A 6F 1301 WGAF=#HE4T
FE AN, DLERAE K /INZI400bp i) Fr BE o Covaris S22011% BN : WEAE A ST Th 28 = 140W, 5 2%
RE=10% , BERKIPIEIR = 200K , A RIS 6] =55F5
[0266]  FEDBRTH, IS qPCRE EAE - 1/ 100 E M AN REE Y H T oPCRI B,
IR LIS E BB 4 10ng i BR AL FIWGAF=4) 55 10ng 2 %5 g DNA (1287841l &) H T-gPCR,
DL & p R e VAL Bul 2x VR W) (TagMan Fast Universal PCREREWY (2x)
Applied Biosystems;EvagreenZ#l,Biotium) ,0.5u15/47 (5uM) ,1.201 H20,1001 DNA.F™
W3 IR DL R FR P HEAT : 95°C 243 FI40IRAEIF [95°C , 1078 :60°C , 208]
[0267] 7P BR8v, M I 3 - A FHKAPA Hyper ffill #1477 &0 (KK8500) B H A FrfEPCR
SCEEIFIKAPASE e 1) 4%k ) &1 (KK8200) , AM500—1000ng 2 i 75 b 34 11 4™ HEDNA 1) 4% I 7 ST
AR 13 B 1) 07 Sl & A B IR (B e 1 I IR FE N Tul) o R B - W e 1 I 42
Vel l——30un1 (0.3x) 20%PEG 8000/2.5M NaClVA R INFN100um] 5 £ 1 E R =4 . 44 Bk
T S5EREYARSIRE  FERER MRS 15708 AR E AR FikER T B RIS 28
5 {8 FAmpure XPERFH130ul FiHH & R /N IEFE W FE 5L 7% 208k, 28 e i in20u 1
Ampure XPERT (0.5x) IAEER I RAETR T, FE 20011 80% L BEBEE: IR . J8
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JE R ) B IR VR AE 2001 EBGZ M o AE R/ N NI S5, K4 200 LIEE )
AWINZE25u1 2x KAPA HiFi HotstartTi& IR A M5ul 10uM P5+P75[4) (5
CAAGCAGAAGACGGCATACGAS ,5 ACACTCTTTCCCTACACGACGCTCTTCCGATCTS ) H , LA FHLL T 1
WY B1Z L EE :98°C, 4540 s 5 MNP (98°C, 158:60°C, 30403 72°C, 30%)) ;72°C, 60
o R G SCEM R 2018 , SR S5 InER B v B o i A s A P 4 A A (e REREES Jr) B kAT
JE B I B K /NEFE SR Ok H Sage ScienceffJBlue Pippin prep) #iATit— P H K Nk
o

[0268]  FFA BRI, f# FHK H xGEN Pan—Cancer Panel v1.5,127908597 (IDT) HIfREHHE T
PREF R & 4K 8 B 7 S0 AR P IR10H, SCEAEH I Seq 25005 JF , P340 78 21000
[0269]  FEBERILA, Al 4 , DA AR ) g o A 4 ) s 096 2SR AE P R AN [R] (1) 22
2R (9 @ I AN R B 422 i 28 5e) b I 910 22 e O AT AR D AR R E S 20 B8 o Al 1) ) L A
R IRAS , 3F H e A 17E A L HR ZE (COSMIC URE AR A H %) ) rh g i . 7 % 8
(1) H , BRAF V60OMAEQ. 05 % ) S Az PR AT 26 T 15 21| %5 58 , R IHZ R G R A fan NG
I 2 1 R & FhRAR I A I 45 5, CFE HLAEAE it Fh A0, iR 8P

#8

CN 109844133 A i)

F g KA REXAR ®E A o F B IR E
2% FGFR2 V1911 0.20%
2EB NRAS Q61K 0.20%
2 X CTNNBI S37F 0.10%
2455 BRAF V600E 0.10%
2% BRAF V600M 0.05%
SUAR % PIK3CA H1407L 53%
LR SR LIFR S679L 0.60%
UM % KRAS G12D 0.60%
LR % ATM R2993* 0.30%
JUAR 7% ATRX S618F 0.10%
AT 7 A% AR T346A 6.40%
AT 7 A% SPOP F133L 3.30%
A 7 A% BRAF V600M 1.10%
AT 5 IR NSD1 R1557C 1.00%
AT 5 IR SF3BI K700E 1.60%
AR % KRAS G12V 1.70%
B P53 IRITECT CTREA ] 50

S tA5113 : 5K [ FEPERE il (1) 22 25 25 2% DNAF) HE R 58 28 K
[0270] 4% IEHIE RI 5 & (Covaris truXTRAC™ FFPE DNAWRFI &) , MEE i Horizon
FFPE-multiplex (HD200) H 3£ HIDNA. f#i FCovaris S220#3 A XX 130ul FFPE gDNA#EAT#E
FEAL TR, DLFRTF K/ NZI150bpf Fr B (Covaris S220fK) ¥ B « WG NS ThZ =175W, 5 %5 2%
=10% , BERKPHIEE = 2007, AL BRI (8] =43045) o 45 111 4ARIK150ng DNAFEDS CAEPE30RD
VRIN10.511 He0,2. 5ul HEHERELZ M (NEB B0202S) Fllnl T4 T ERIMEE (NEB MO201S) .
W RBAESTC R B 307 B, A LR AL o
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[0271]  XPRESLBEATIERE, 2R 5 FH0ligo Clean&Concentrator (Zymo Research) 4l . 7E 4}
PIEEEE A 5 i 45 S R-A ) (30ul 10mM Tris, 100wl R LG22 M, 400l 100% Z
M) VS 02 e S N e T TR A, I R R A N B Zymo—spindE b, FHEAK
T°10,000xg iEf% 3080 . FH75001 DNAWELER S BN AR 1EAT BRI, LA 14, 000xg B 0o 1434 o 1@
i PLRF-10,000xg 25003080, F4DNAFH 1511 10mM Trisyelit.

[0272] AR & S 1 3 1) 2 BRE -1 Lk — A Ab BE AN 73 A 4 o o 5 R S5 FE R 9 Horizon
(1) 22 B R AZFRAEDNAH (1) JLAS RAZ ) B IR B Z i FE R B , T DNAR) &3 0 1 22 /06001 .

%9

HN RAZ e NS U B A5 5 DR 4
BRAF p.V600E 10.5% 8%

KIT p.D816V 10% 9.4%

EGFR p.L858R 3% 4%

EGFR p.T790M 1% 1%

EGFR p.G719S 24.5% 14%

KRAS p.G13D 15% 9.1%

KRAS p.G12D 6% 5.4%

NRAS p.Q61K 12.5% 8.3%

PIK3CA p.H1047R 17.5% 14%

S5t 497 14 « KSR ) JeEE S8 AR 4B R g DNAZS SR AR R AT 8 A
[0273] Azt fo b , 1 220 0 75 A B 1) L DR ZH DNATE 4 T B 2 SR AK , AR S A L 2 4 186 17
B AN BT - B 25ARI25B7~ Y 1 it FE A SE) o B 3THR S 1 i B 1 TAE AR
[0274] ¥4k H A BRAF VE60OEZEAL () 2 25 J8 41 il 2 SK——me 1-28 (ATCC) 1 gDNA 5 2%
gDNA (12878Coriell Institute) V&G, LA3RFF1 % HIBRAF V6OOE . 4t f51] 14 7 18 X DNA
ATHBFE AL, DLIRIR /NI 150bp T A BE o 1 Lul 4R R 100ng  DNATE9S C T A5 #3085 . s
10.5u1 H20,2.5ul RG22 i (NEB B0202S) Fllul T4 ¥4 BRI ME (NEB M0201S) , 2R )5
TE3T°CHLE 305351, DNABERR AL -
[0275] f#iF{0ligo Clean&Concentrator (Zymo Research) Zlifk#E i o IX AL FELE SN A% IR
B Ab PR J5 ¥4 5 ARG (251 10mM Tris, 100wl B ERSS & 22 MW, 40001 100% Z.7)
TSN B 32 S B HR o d T T 0t VR B R e A« In#R Zymo—spinkE, FE LA K T10,000xg
JEHE308D, 75001 DNAVESZE MR eSS, JELL14,000xg B 0 1 704 o 33 L K10, 000xg B
L230F8 K DNAFH 1501 10mM TrisyPefit.
[0276] N T i&EHE:, B4l & FRR6ng DNAS0.45u] 10x K ¥mfEE 2 (Enyzymatics) ,
0.05ul 25mMJdNTP,0.5u1 10mMIJATP, Rinf& & BEE &) (Enyzymatics) F12000 547 /nl
M TAEFEBRIR A . I NAE25C N B 307081, SR FE1ET5°C T il B 2073
[0277]  FReady-To—Go Genomiphi V3DNAF 3Rk 7#& (GE Healthcare) F4T 4L KIHY
#0481 HoOFI 101 4L EREY H10u] 2x7A5 P 22 phifiiR & o B DNATE 95 “CAS P 3 434l
SRIGTEOK LA I E4°C 852001 25 14 I DNAGS IN B WCA TR & 70 , H-AE30°C MR B 1. 5/h T,
SRIGAE65C R KIE 1048
[0278]  #RJ5f#i FHAgencourt AMPure XP Purification (1.6X) (Beckman Coulter) ik
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P BB 30u] 10mMA TrisAI80ul AMpure®k P INEI20u 1 FIWGA s N S HAE =R N
B2 EE TR L, JREE 25 Bl o LiE BRI 3 E 35 K Bk F 20001 4 B
(80%) VI MK, R JG 45 ST 154 B . FH200u1 10mMTris (pH 8.0) ¥eMtDNA . 4R J5 14 FH
Covaris S220/8FE K 13001 WGAF=#) i BLAL LASRIG K/ NZ1400bp i Fr B (Covaris S220M]
VB R E NS T = 140W, (5 2% 2E=10% , BBk FF = 2007 , b BRI [A] = 55F0) .
[0279]  f§i F{BioRad Prime PCR ddPCRZRZAZA I & V2% 8 i d d PCRA: Wl &AL o 5 A% A Il
ddPCRJX N T~ 25 i N 7EPCRE Hh 2H %5 (80ng#™ BEDNA, #4841 10u1 2x ddPCR supermix,lpl
20x 4l (BRAF V600E,BioRad) 514 (9uM) /K%t (FAM; 5uM) , 1ul 20xEF A= 84 5( 4 (9uM) /#R%T
(HEX; 5uM) ,8ul DNAFE (50ng) ) o8 idk b R RIS S BVR A BIX , 98 Ja e 4% 21 /NI A Rl 2%
[ &b o A5 FHQX200 /N0 A= 1 s 2B B/ INTBRO 5 4 % 4% )96 FLPCRAR 1, 48 LA N PCRAE
AT . 95°C , 10440 s 40 MEFR I [94°C, 308D, 55°C 143441 ;98°C , 1043 o K PCR 2 B
BRI 72 BQX 200/ N R 12 AR H , LUK &5 2R 5 5 o AR 4 A TIDNA, BRAF V60OE 2% 7% (1) i A At
A% B AR T, REERRZAZE (R ddPCRA T, A N1 .41%) L1
DNAfP) & 38 hn 292001 .
[0280] K26 F127/~H 1 K251 FE I = A1 A4k

SE A1 5 « 7 B — S NI RS I DL SR AR
[0281] s FEINGSHaz 4G A o 40 B DNA A 1) 27 LR AR 1) g 7752 2 R 2 B B i) - — =22 007
FORTHERAYE s — 2 M 5E 1) S A2 AR SCHER 148 F B — S S 5 AR VAR A v 1 41
AR AR I S5 30R R ORI B X 38R 1 2 WL AR AT T3 o FH T B — S S 5 ) s 4811 T AR AR
W 34AFI34BTI
[0282]  fg 28k BR B 2 1% T R B R o 45 60 i P4k o 78 75 L EE A B L R, 2R IR 1]
DA B 0153 2 () R 2 A EF IR, B30 R DA L g AT A 8 DA 22 A% 1 IR o B (1] G ek
ARVE) ARSI , A 2 A TR AL 7 V05 K, 49 an 4 B IR B (19 IRNAIE $2 1 5%
DNATEHZ ) o S5 87 55 AH FH Pfr 326 Bl 1) 1132 7 48 0 & 1 2 = R I R 422 5 AR BOAVIR 2 4% 1
i (8 & BEEEGEE — Pl 2 M AL Z % B R4S &, 9] a0 63 P PP e 2 4% H IR () AR
HEZHER) AR ARSI #EE A
[0283]  YEIRAL )5 , CLFE AN UL BRI 20 R DA AE IR AL s B THAAT AR AR B AL R o B, 4]
AT EH)S 8E3” R, K5 83 A UL R EG 1) 5| AA 2 THAL S A, H 2 AR &
B AE GO T, X AEH T 2 E H A% .
[0284]  TEIRAL G , JEFERNE 0] LR KR4S S 0 R0 4 T b o JE FE 4 o A T2 5 I 1 A7 72 ] B
1 5IYDAE SR G S B HR A PRI G 2502 (Un I 34A P R) o a8 ek 3 i ke 25 B I A0 s B R A
FH ) 22 70 V58 G il o 2 R A A, R RO B B B8 7 AR N 2 Bk T 3 - i el
1) B A B 45 F AR SR I B nQiagents AL, HonT LU AET0°CIR & 157 B #ok
o
[0285]  TRpk 28l 5 , vl LI T AL R A Y BE R ML 51 Pk B ¥ ) 9 38 10 45 2
FIVRY BEIAL FIDNAGY F 5 58 1) 22 AR B ATLARE 75 A 3, DL 7= A DK /NYE Bl A 29500bp—
1000bp Y A B, FF-NGS S 28 ) K 2 A0 7
[0286]  [&I35H 7 HY 1 A Si i 5 o () BV A 50adt o 22 BG4 7 A1) ) 2 s (F 2 IR 1R 4R
gl R B RAL) v LLE S 5255 78 LSk 4 e, F BT DL R J5 46 %0 ADNA v B i) br
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10 AR, 7R 25 8 FHE X 38k, 32 i R (S IR I T A R SE R A A) A E mTRE AR 5 24
FEAE KB ANDNA F BN, oK B AN BHA7 1) $a AN DNA v B (1 422 A H 3 i 1) T L 28 AN 8
DRI, FEVF 2 B F R, “B bR AT RE AN B A ME — I bR, IF HE T X Mbric i B R AR I
Ay F T e A A rE— 1 X 5
[0287]  JE I 2 BRI s 5 2 AR 7 51 R 42 RS & mT U 7> TR 2 A
5] BT AR ic o AP 35 Ffr o , A58 FH R 75 A B B At Fr B AK 532 (8 an g A2 1) 1)) 4 m] DA R PR 12
FRCAJG 7= A8 1 K B 22 BRAAO B DA B BE J 1 22 R4 o 3X T B0V 2 B AN [R) S5 M 1) 22 A4
4, A [ % 2 1) 2 A2 Bl e s O ARG TR A AN R 46 / 45 R AL B —— 2 AR B
[0288] it &h & 2 EAAK B s R B AN A I AR K5 A 1T e 28 T F AN [R) A 0 48 7 1 13 Y
FIEFT LG 7 5K SO PAT B PR IE o Af & R 5 (voting) 77 & M IHK
FIRR R ILA Fp 5 FF AT AR € , B an, KA 24 505 A 0 BT A S B 1 [R] — AR A ),
S HE AR FLVR, ANE HFRE T T 3 B S A O TR B E RN S S B R R
[0289]  FHT il 2 B IR S R B B0 R o 1) FE 2 Bk 7 41 G0 R e R K
J5 EEL AT XA AN A, X m DLd I H R LR , 525 3 81 B B At o B VR e R 2) JE st
W5 225 7 51 L o SR A e 2 X 32 T B 5 3) il M BE i I S 5 R R e s R B
A SRAT 55 22 B AN R o, (FE P i) 107 2, [0 B 300 e P A0 2 s 1) s AT B R i o8 A8 B I
FHL

SEHEAG16 : 7E A BRI A RN PR BT DL T, 6 E R AL 3 c £ DNAZ T g PCR 73 AT
[0290] 3@ it qPCRR 43 AT 78 25 P 45 14 B4k A4l 1 117 22 42 1 Ah B P ¢ FDNARE & o Ul A
FG = AP ai AL 26 2F < 1L I o b A AL I IR AL TE B DNA 5 2. FH A Iy &4 24k 1 PR R E F2 1
DNA; 3. FH 8 1 B KA BE ) PR 2 422 (O DNA L B 25 HE g , B 5 0 ad 0 5 A R AT 44K - B 71 2%
4 (1. 2F13) )8 10ng cfDNA L KfcFDNAFEIS CARVE3OFD , FEUK B L ¥A-H1253 B, SR JE Vs i
BER AW (2ul 10X CircligaseZZ ik ,4ul. SMEHZEHH, 1nL 50mM MnCla, 1nl Circligase
IT (Epicenter#CL9025K) o [FII & B “ToiEdelgx B (4) A1 JCDNAXT R (5) o “ToidE il Xy
M &4 10ng cfDNA, H: 52uL 10uL CircligaseZZmMi,4ul SMESERE, 1uL 50mM MnCl2iR
HETC RN . ToDNAXT B & B & B {E JEc £ DNA BT S B AE60 °C IR & 1/ S
[0291]  FEiEH S, il il A4l T Remgx i (4) , JCDNAXT IR (5) AlgkfF1 G
T R 4l A 1) PR AL ZEFEDNA) o B RN I B INEE B £ 10mM Tris—C1 (pH 8.0) Tyt imicro
bio—spin P-64F F, 3B 7E1,000x (g) N HiZAE B 042 Bl e it .
[0292] 2% A2 Gt R My &0 Al AL i PR A0 I B2DNA) T8t 2K By &4 $E BURN 2, B e SR 24k
FF180uL 10mMIA) Tri s N2 R H A% FR B AL B ¥ 201l DNA, {7 FR J9200uL , FEAH H200m
LIy $2 HUDNA 4R 7K JZ 5 35 L BEDTHE K [BIRDNA . Z B SL YT T R &9 CRIY 32 B 19 200ul
DNAVAVR » 20uLBEEER4N (0.5M, pH 5.2) , 1uLGlycoBlue, 1nLE AR EAZ TR (100ng/uL) ,600uL
100% £. %) 7£-80 CIR B - EF30 81, 7 LL16k rpmE a5 8 LAFEDNATTYE - FH500uL 70%
LB ERDNATTIE D) o FEDNAYTIE MIAE = IR N 2T 1R5 70 B, JF A T 1ul 10mMY Tris—C1 (pH
8.0) H&F.
[0293] 45413 (JHE A K AL B () PR $32DNA) T 56 76 37 °C AR (I K AL R 304041, 4R i fi
FH e alifk 0 S S Nk 22 10mM Tris—Cl (pH 8.0) Fi¥EBHmicro bio—spin P-6FE
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ELIFEEAEL, 000x (g) N RHZAE B L2473 BlORBE L o

[0294] 4% i € BPCR (aPCR) 23 #oK B & A (1-5) (K774 o X3 FE i B B3N
S qPCRICIE, FEiHFF-3Ct . R 107 , TEDNAXS HE (5) (1) qPCRY™ S 1)~ 35 Ct (JEIRIBI ) Ny
40, T HEEFERE X I (4) PP E-~F221Ct J930. 79, R WAL TCIE L BE AL B R 2648 T, S ADNA 1]
SR 1R o S LRI2IK 3 C L 40 i34 . 80135 18, 5 TE HE el Xt R (4) AHEL , 26 A 1 RI27E
EEARME AL 5, AT 3 EDNAS AT S 2 1 K, B Y Aol 7 A A0 A AR 25 U 1 il o L A 2
PR L B R R 25 T ISR MR 25 1 S P B P2 CL 930 . 42, 1X -5 TC IEFE X I (4)
R, W SR A B 2550 1 AT 7 SEDNAK A R el 2ok B 22

*10
i FHCt
1. JE st A 240 ) IE BE () DNA 34.80
2 I 2R By - S  HE AR AL 1) 3 B2 DNA 35.18
3. & A E AL I 38 e A Al 1) 7% B2 ¥ DNA 30.42
4 8 I AE AL ) TG B T HEDNA 30.79
5. JGDNAS & 40.00

St 17 :NGS S22 5 et 1 LL 3¢
[0295]  ASIJita (5 LU B 1 FH AN [R] AR A% i) £ FRING S L () B e 1t o AR S it 491 o L i T
TERAEELHE
B IR ANLE Y 0 e I Ry S S U BREAT A AT ) A R D
B IR A A DL T BT G 1T £ 1 S 5
B PN R AL EE 155081, SR S AE R AR IR L B8 1 1 % (1) ST
B PN E R AL EE 2051, SR S AE R AR I L B8 1T 1 % 1) ST
B PN R AL EE 30531, SR S AE AR AR I L B8 1T % 1) ST
B PN E EE AL EE 6051, SR S FE AR AL I L B3 1T A% 1) ST
[0296] S T Mok fh, fi F12ul 20ng cFDNAYE A STEERI IS o FE DNAFE it 7£96 ‘CAZ
PESOFD, FFAE VKB A HI24r b fEA B BT ERIR S Y (12ul cfDNA, 2uL 10X
CircligaseZZ ik, 4l SMEHSEME , 1uL 50mM MnCla, 1l Circligase II (Epicentre#
CL9025K) ) B I, £ HIZEHAE60°C R i2E47 3/ o 4 FEDNAVE A W EPCRAL L F80°CiR &
45F0 , SR e AT AN UIAZ IR g A B K 1uL A VTR PR B VR 54 (Exol 20U/uL:ExoIIT 100U/uL
=1:2) ININEGANE, 3+ H R NAE3TC R iR B 3058
[0297]  S6f T TARVARL, B de W FR M & 07 PR BT FH SR A A BETE - K 1801L  10mMIF)
Tris¥RINZE K E SMIIA% BB AL FE [ 20l DNA, 4R FH 2000l , 48 FH2001L 2 By 2 HUDNA o
W BE7K 2, I I8 4 BEDTTE [T DNA K L BE L ITTE TR &4 CRE IR LS 2000l DNAYE W,
20uLBEEE44 (0.5M, pH 5.2) ,1uL GlycoBlue, 1uLZ A EAZ T ER (100ng/uL) ,600uL 100% 2,
) 7E-80°C N B 304044, 3-LL16k rpmi 005538 PLAEDNAYTIE o B DNAYTIEY) FI500uL70 %
LB
[0298] EDNAYUIEMTEZ IR F 2S5 80, 7 H11uL 10mM Tris—C1 (pH 8.0) &
TFo 9 7 AT AR 20 3G (WGA) , B St 4 AL R DNAYE 65 C AR 14573 B o ¥4 2K HL GE WGABLF
S 10D AR G2 i v I 21 1OuL 2546 ) DNA o 4 DNATE ¥ BBl K |8 21243 B K5 20ul. DNAYR

O O B~ W NN
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Bn#Ready-To-Go GenomiPhi V35F WGA) o EWGAS N AE30C NI B 1.5/, AR JGLE65°C
IFCKIEL0 B
[0299]  %F TAEHiFE2, 0. 12ul 0.5M EDTAFI0.58uL 1M KC1¥s 32 4 4% Bl Ab B
W=, TR IR A A E IR SIS CARME2 3 B, JEAEVK B HIEAC , R G i
JiiReady-To~Go GenomiPhi V31 (WGA) o WGA MAES0C Rk B 4.5/, SR JG7E65°C R il
PORIE 104340,
[0300]  Sf - TARVLFE3 -6, B S6 K 48 S DI A R Tl 4 B 10) T2 452 7= 7 FH B 1 gk AT A 2, AR
FIGBETT o () BEAN S B HR IS N1 nL 22 R £ 1 8 , FEAES5°C R Bl B I (A4 8 9 1593 8l &
60 B (S61F3: 157 % s 5414 : 2090 %1 s 4145 : 3073 s 261446 : 6000 B) L SRIGAETOC R fin#k
KIE 154, F 1A 4 Ah B (K SEHE P2 IWR JN0 . 120l 0.5M EDTAFN0.58uL IM KC1. 4R 5 ik 4
TBAWIAEIS CAF 243 b, FEAE UK BB B 4°C, SR G ¥ MReady—To—Go GenomiPhi V34t
(WGA) o FWGAS RTE30°C N B 4. 5/, R JE7E65°C R N Kig 10434
[0301] S Tl 44, WGA =4 3548 FH Ampure XPRERE BE AT Bi 4l AY, , 5 68 75 Ab 38 28 S35 K
/INI800bp o #A J5 1 22 4 75 b P 1 DNAKE: i FH AR 485 FHKAPASE | 28 12X 751 0 R0 s v I S A
BN AR JEIEIE T lumina HiSeq2500%F 3 FE#EAT I , 338 i 11 S AF AN ST 2 vh oA il 5]
(R0 53 1 20 B R VPN SCE B et - SCFE R R PRI LU B an ™ B s MR 20 1 I 2 H 4%
X LA AT i B . TARIAE LR tH B IR B A 1 s TARVRE 200 ST B A 1w = T AR
FE1, RO Bkt 284k el D 1 00 740k s BRRIEERE (TARRAES-6) 380 7 STt
e T IECE B 1 T A BN TR) R, RS I 21 () SRR TR 22 AR SRS R FEIR B 300 B
Jei > KL B 7T G I 46 TP 45 R an I 38 B .

SZEA5)18 AR AR E
[0302] St 5 VPAh 1 4 A SCRT IR 1) 7 v AR A e , R AR 2 /DR AR R B D) 2
AR I 7 51 AR R 45 58 9 FLIEI 7 91 AR 4
[0303] ¥k H 9/ R I L R ZHDNA B BAL 2~ 45 K /N2 150bp F 1R A LA P~ AEDNAYR &
Y. DNNREAYE RS 70.1% AL RIAIZ (AF) BI8AMEAE # & (R 11) #4120l 20ngffIDNATE
A FIVEREAN S ST SCZE R (R B N o B DNAFE i 7E96 ‘C AR PESOFS , HEAE UK He B4 #1240 Bt .
FER ISR A (1201 ¢fDNA,2ul 10X CircligaseZZ i, 4ul SMETSEHH, luL 50mM
MnClz, 1uL Circligase II (Epicenter#CL9025K)) J&, N SZAEA R I, FF7E60°C FiEH:
37N o K T BZDNATR & WITEPCRAN = F80°C il B 4580, 2R JG #EAT M VIR IR B Ab 2 K 1uL M)
IREGIR S (Exol 20U/uL:ExolIT100U/uL=1:2) ¥sm&EGANEd, 7 HRMNAE3TC iR
B 30705l i A EEALFERR £ Circligase 1T, IR M H#IN0. 120l 0.5M EDTA/0.58u
L IM KC1. 2R Ja K i8I A M 1E95 CARPE2 73, FEAEVK R H1 B 4°C , SR 5 Ready—To—
Go GenomiPhi V34F (4xFEPRIZHY 18, WCA) IWGAR N AE30C R B 4.5/ i, R JG4E65°C R
IFCKIEL0 8
[0304]  fdf FHH AmpureXPREER XS WGA =Pt 47 BR A4k, , 58 75 Ab 2 22 745 K /N 2)800bp . 24 S5
W22 68 P AL T DNARE: i FH A A FHKAPA ST 26 i 2 12X 771) 5 R B v 000 5 S 2 ) S ) A N 4 P
397N , 5 A PR B AR Bk I3 (54, B D)) W1 T AN EHRCAS= A I K s 22 kA4 ™
A2 SRR 2 AR o BH MG AR ) 2 BRAR RT L 22 R A o BT TR O L 22 A RT DA B A AN ]
) EZHH , SRR AN DL % ANDNAE 51, A1/ B 2E 35 B A6 T4 A (2, 22 B Ao
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R BAFEEL/ RO E A E0N B AL 5 R P T B 2 R R 2 Bk (E
40) .
[0305]  J#iFT11unima HiSeq2500%F 3L FEHEAT W T , FA% WU 7 5 B2 I3 13 %) o #r o ZE 7 571
GIHTH S 22 AR B 55 AT DL 55 0 S B 2 T AR 4 A, DA AR BT DL S S R DR
ME— R o H E—FR 0 48 8 1) S B SR i S () 5 )7 810 o] BT 3T 8O MR A R AR OE
[0306] W DA FH 4% Pl 5 52 07 58 IS BN SRR 4 37 55 1 B R AT AR 44 5 o 491 2, T DA 2
TG 1)K 2 B R 25 AR R AR Rk i@ L 3 P 41 - 3 51 22 5 o] DAPE SR N KR A 7 771
5255 H 2 A5 5E, 7 BAE— 500N, 702 DR R i S B S A H BT 1 7
G 22 ST AR RA B A 5E o ME— B il n] T8 Bt S N 2 T I E RN S S 2 R A
[0307] 75 H T4 Z M s AT A A 8 I 7R B Sk e

D) fEZ B 41 (B2 % e R KR VB R Xz s, i, @k 5 X . 5%
7 7 AL B AR T B T .

2) SR B HL 5 2 e HI L o SR i e SR N B S A B

3) it I S S R AR S A R Bk T B 2 AR A A (FE P i) ()AL B ()T I
Tob AR AT A I AL B K AL B A A

4) FEF SR HUROR B p 25 A L B bR (B, ME— ) B o4, IR A B EU A
) S SR, B AN SR LA ME— A i

5) n SASE S i 1R 22 B B — B 4% A2 R B, P B AR 122 R B
B Z AR, WZ KGR 3 A0 9 AR S (BI41A) 5 75 MR S A 1 R R 728 1k 5 i (B
41B) .

6) A5 S ) BB W] TR E R A AR S I B N 4 TR S A AR A AR A
T, R AT DLN S R AR W o 9, 2E 41 CHR, 247 E D AN [E] (B SR R B AR [
(P52 5 OF48) B, AR 20 A 2 AR — 2B 00N, AR 40 E ] F T8 e 2 75 B
ZHERRAR, 3F BT TS A BRI
[0308] 1 RS A FH AR ST R % D7 92 00 AR A e W ) e ot i ad i > 4 2 S ILAE SR
55— BIY) 2 A% H ER I R 2 80 e S OISR B 55 BT ) 2 4% H R I K 22 200 e s B b s
I35 H A B e N ) 1) 1) 22 S ) e D AR AR T 4 E I AR R B Sl IS e BRI R
E AR AT T H s anaR 1 2R BT, 75 3R 7 H1 AR A4 tH BILAE 28 /D B RPOAS [R) (1) BY D) 2 - 1 IR
Hh g | AR S P A BH 1 AR AR D 2923 . 39 %6, T 4 L IE D BH A 1 5 22 (0% e S 1
IEAR R LR » 3R BARE PR B 5 0 , i AN R R U

F11 . JRA 20 A R DNAF B g R 4R 5 ) 21 2

F K] BN

PIK3CA H1047R

KRAS G12D

EGFR L747-E749delAT750P
EGFR T790M

EGFR L858R

NRAS Q61R
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BRAF V600E
EGFR G719S
12 AH A SCHTIR J7 12 1) AR AR A
kAT | itk B ﬁﬁﬁg A 3 AT 4 ) 5 jﬁgfﬂ % 8 4
B E T BT AT 5 A JE IE i 5 B0 B 5 T AR
AR N W, E-R:E Q2 a e |
ZH 1T | 1260 945 25.00% |6 6 0.00%
#2119 934 21.78% |7 7 0.00%
3 1227 939.5 23.39% | 6.5 6.5 0.00%

[0309]  RUEASCH E 2o I A 1 AR I e ide sk ity 5 » (B0 T AU N f1 82
1115 55 DL IR A2 5 3K 8 52 it 5 AN A B 1K) 05 Q3R 1 o AR U AR N G AE AN Bt B AR 22 I 3 3 1Y)
Tor 0L BB AR 2 22 R ARAL SO AN AX o B 2 BR AR , AR 3o i AR P AR A B S 7 S ) 2% e s
AT 29T TS iA R o 15 AE B DA BOM SRR PR 5 AR K B (e L, JF b i i X
BRI SR A 0 7 1 NG 48 b HL A R 4
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