CN 114807307 A

(19) EZR &R =G

‘D (12) ZBZ FERIE

(10) EBiE/NFES CN 114807307 A
(43) HIFAFH 2022.07. 29

(21) EBiBES 202210420031.7 C12Q 1/6874(2018.01)

(22) BiFH 2015.10.29

(30) AR HiHE
62/072164 2014.10.29 US

(62) T RIFRERIEHIE
201580059008.8 2015.10.29

70 BIFA 10X ERFAHR A A
v:ubi| S ESY IR IR A) ER AN

(72) KBAN MBI ML /R 330
SRR B.RAR  AHTH

(74) EFURIBAAGD o [H 6 FIRTE () B A
w] 72001
EFRIBIT i

(51) Int.Cl.
€120 1/6806 (2018.01) BORIZER 1T HUIPB33T RIS T

(54) & BB &FR

FAF SRR R WU PP 1) 5 v AL A )
(57) %

ARV B FH TR A o3 b A 7R R R A
(1 X5k 1 e B4 R O VR LS R R G
X P S DX 3P A A A AL
W& IR F IR &7 X 124 A R R
(I 2E DL B AT i B I ) 4 AR AT AT e 7
#.




CN 114807307 A W F ZE Kk B U1

Lol 55 SR DR 2L ) — AN B 2 AN 3 e 38 40 AT 0 PP 1A v S TR 5 A i

(a) PEHLAC AR SE R A1) 5

(b) KK H BT i 2 U3 5 DA A A R AN AR AZ R 20 7 TBE B B o X A A5 S B oy
XA 5 —MEZIR T

() ¥ Brid & Hsyr X Eﬁﬁﬁi;/[%zlw?@%%%)#&%uﬁﬁﬁﬁ‘zz/\}#%& , Ho ATk
BOS B SRS, 3 H I 45 58 S0 XN I B B A B SRR S0, th R A v B
SHFTIEE IAMARRZ R 75 T A R HK

(d) F& 4w 4 A0 15 P a5 DR 4 1) i ik — A B 22 A 34k 7 50 40 1 28 20— 8 43 1) B B
s

(e) NFTIRBEARIRAS T 51115 1B ,U\fﬁmﬁ%léﬁﬂﬁ~¢ﬁ%4‘iﬁ%%ﬂ%i&ﬁiﬁ!ﬂﬁ%o

2 MRHEAUFIE R LTIR ) H5i%, Horb ik 42460 38 (d) 245

(i) ¥ 55 B i B R 40 (1) B ik — /\&‘z/\ﬁmﬁfé > HP BB T X R B AN R ET 5 BT IR A B
F AL AT AR T - Fr BEE A0

(11) FAREr - v BUE G W 3R B A SCREP ) 210

TG s BT B A B A BT IR 4L ) BT — AN B A A B D — A B
B

3 MR HEAUFIEL R 2B IR 1) 5 7%, Forb B idk [ 44 S e 5 Bk

4 MR E R 2B 3P R 0 5 v, Hoh il SR 5 45 63040, IF Bl R i 40 & 47l
FEo, I H A Frid e - BCR S il frid 45 &35 45 5 AT il 4 358 40 22 18] ) s o T
WREpTR L F.

5. MR HEBUREE R AT IR 1) 751, Ho b Brid 4 3k
THEME.

6 . MR 4R L SR AT IR 0 7732 » e A i 478 R 50 70 A0 5 B 25 208 R 3 WA Bk, 10 i i
AL A FEACRNASL ETH

7 NRHEBCREE SR AFT IR 0 7732  He o B 4 3R 43 153k AR BRI« 240 74 8K
HR AT AR TR AL IR ) AD B L e AN B T L RN B 5 s DA A X 3
EHEIS

8. MR AR EE R 1 B THTIR B 7732, Ho fE P 3R 1520 3R (e) 211, T 38 BT ik v B LT R
G

9. MR HEAFINEL R8T IR 1) 5%, Horh Frid 9 B4 =4 e @Zﬁ/ﬁkﬁ‘%\ﬂi%%ﬁﬁﬁ%éﬁwo

10 AR AR ZL R B IFTR I 515, b BTk 3845 25 B8 (o) B0 4G H LR B9 P S i«
o T K R W) 2 I AR T35 B 58 W 3 S

DH
7

B S R SR AR, 10 iR 45 5 7 20

7



CN 114807307 A ﬁﬁ HH :I:; 1/33 1L

R TR BN FRY 7 A R &4

[0001]  AHOCHIIEHIAZ X 51 H

[0002]  ACHI{E ISR T-2014410 H29 H 252 (1) 36 B IE I #1115 5:62/072, 16418 2 , H B
i 5] AR AR SCHT A B 1.

[0003] KU &

(00041 H i H Pkl 0ok 32 ER 45 1R AT U P 1 B 70 TEAE AV RS 5 7% AR ) 2 R 2 o 5 20 BE PRI 20
FRIBIE T 455 ol A2 X N S35 03 1) at A% R R AR R D0 R OKMAE (1) 188 % 29 AT o £E 4 i PR 2H K ~1- 1
TR A% 23 W AN AE 4 4% 1 ELAE S (8] A 57 58 07 THIAE 2% 151 o 1% L8 AT 5 U8 AN [A] A
DNAFE {7 B B 77 Z2 100 38 0 o 25 DR 20 v 5 0 R P A O ) 22 28 M X E N CFA 33000 /) 4343
K Hb AT By T A 497 g o 1) 2 903 ARV T TR A 5 ELKE AT B T X %8 5 55 259 Je B ) AR AL
PEAH G JE PR AN T e 22 245 VR 254 25k DR 2H 7 DR o 75 45 s 0 DR Y 5 0 o 0 2 (A W] 3 57 5%
e AT, 77 ZER R B2 DA = A g vt 2 i 225 500 s AR b AT R S 8 AR it ) i ik o

[0005] [ AIK 55 2 R ZEL 00 o A 5 1 i A [ B O B DR RRLASE ik AT 40 43 A 1) 28 b 1) — 7 2
Xof 25k DR L ) R0 X Sk A T vl R R R A BRI T o T A P P v A SR 2 R A Y A R o
Zfd X (MR TH) BRE 7 Ah R TAH NREERIA N 291 % ; I H O & BN i PRANEE R A
FOH I AR o AR AR A AL T R R AL P AL A B R AN 45t T RE A
FE T 5 B AR L o B 0 25 TR R AT AR R RN S AR AR, JF HLAS B E 5 T B R A 4
£ T BT E EEGEI B bR X0 vk RGN A F T v R 6 RN vy e AN
WAL o

[0006] & HAHEA

[0007]  [A| Sk, A BHERAE T T 3R A28 (R 4H B X 3k 1) 2 24 S I 7 v R A9
[0008]  FE—LLT51H], AR A FFFRAL 7 — P FH T 0 28 R A 1) — AN B2 AN 3 e 30 43 AT I P 1)
T35 B T KRR FAFELL T PR (a) SRALEIG LI ZH AR (b) KK B Frid i s 5L R 21
MR AMEIZIR 7 70 L B B B X SR B B XA S — MEZIR 7 15 (©) 1%
i B 85050 X A 1) i AR L TR o+ i B LUTE 2 A4 B, Hop A i o B 5 0%
5, F H A 25 e B Esr X ) B B AFE LR RS, R A i Br S H TR B 1
MEAZIR 7 FAHOREE s (d) it E A &R R AR — N2 ANk e #0220 —3 0 A
BEIREAA s (o) MBTIRBEARSRAS T H1ME J2. , AT 228 (R 2H 1 — AN B0 2 Ak v 358 0 b A7 U7
[0009] 7 5 —desijiy R I HARYE Bk, 3t & 45 B & R A 1) — D ANk e 35
(1) 22 /b —ER5r 0 F BE I BEAR B HE DL R D IR : (D) 8 5 BT ik 2 R A 1 — AN B 2 AN ik e 3640
BB I B XS R AN R ET 5 TR i B AE LLE AR EE - P B A0 A0 (L1) -8R 5 - R
A PR IR B AR SRR 2R s MTASE AT IR A4 s AR A R R A ) — AN B AN 1 5 B8 70 1
Z DA ) B o A 1y — BE St T ST, BT IR [ R SCRr M LG R o £E 1y — S S T R
PR BRE QFE S &350 27 » 10 Ak SR RS 3R 80 70, IF H ik 8RE - i R & Wil 456 4
Gy SRR o 2 (R SN T R SRAE R T b o AF 5 — S S g, it 4 SR80 29 B0, 4 ik 8 5% A
7, MPTIRGE & C 4G B 2= AE o — e sl , Birad 4 3K 50 0 B0 45 55 55 AR WA B , 1T
B & 5 58 7 E 4 AL W) 32 AL RNASL 1
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[0010] 7% —uesj 7 R HARPEE = ik, AR W3 75 v B HE 1 R 3k 4y, b &
AR T 2H B A R T2 A 3R L AR 3R (panel capture) HE[A]) A5 TR 3R 4 E AN R T
AR E FL A B 75 (tiled) R4 IX I3k .

[0011]  7E i —2e st /7 R I3 BRI S IR, R SCA T LB RS D IR, frid 3k
1L BRAFEI T IS o 7F 7y — Lo St 7 S H 5 I3 O A2 s A e e vy B A 13 B
P 7 S B o 7E oy — S8 S v, 00 s 7 B AR RS 463 DR AH A BHR /N T-90 %6 /N T 75 % Bl T
50% T FUME B o

[0012]  7F 5 — e 7 S H , A SRR (1) 5 1 L6 25 T 03 B 1 L) EE 23 )3 B A HE
1) B S B R IR A BUE 2 N MERZ IR 701, oA BTl HE T 1 B B AL S 22 /D 10kb . 20kb
40kb.50kb. 100kbE§200kbf¥] K EEN50.

[0013] 7% 55— Lesi i f5) o 5 HARSEAT = ik , A SCA FF B 7 v 36 3 00 3 1 v BL )
75N 1) B S E MK (phased variants) fEAHIX 3R (phase block) HHIEZFH AN EE £ 4>
AMEREER Sy T P A X B & 2 /D 10kb L £ /020kb £ 240kb . £ /50kb £/ 100kbak £
/b>200kbf K EEN50.

[0014] 7% 5 —uesj /7 b of HARPRAT & LIk, AU AT kiR fitck H — B H oM
T-2H A 5 DRI 2 1 3 35 0 B R B B o 7E 55— SRSl R, B O X AR AR R 43 T
0K B 520 B AR S DRI 4 DNA G 7 55— 2852t 7 27, B X % H AL K B AN R G e A
FE K ZHDNA

[0015]  7E 5 —L 5 [T, AR A FFHEAE T —Ff AL PR ZELRE & 1) — AN B2 AN RS 2 3k A7 51U (S
BT X R TR AR EANIR T LR IR : () 75 2582 X AR B2 A5 DR A A 5 ) AN 2
— %R B s (0) BTN B E XN R TR AN 2R — %R B - v Btk LR ik A
R — IR By T — AP E 2 AN R B (o) B3R E 2T 65 7 4 B 422 31 8 0oy
XN FTIR 2 A8 = B R TR 2 AN R B AN R TR A AR B
BT X5 (d) P4t X0T Pt 25 DR ZHASE o (0] — A B 22 AN B0 40 PR AR T SO N FH T T il 5 — B
() AT I I B LA 25 58 5 RS ST R 2810 2 38 = BRI R 21 DT DA 2 AT 2HL A it F) —
AN Z AR 3R F MG B AE 7 — STl 7 B W R SO S B B 45 A8 4y, HLAE
HAT IR (e) 201, 3 I 25 63040 S 3R 20 2 TR |, 78B4 3R 0 2 I R T Bl 3858
TR B AR e s gy e O BAE TP IR () AT, B A BUAESE R BEW R IR R TH
L RrE SRR AR S R, A B A AR MG A R
HIZR AE Jy—LE STt 77 =, W SN A R S B v A 0 S N S B o £ g — e St 7 R
PG5 — 7 BEDAE AR BT AS 3 38 = 0 R A% T BGHR 70 BT RE IR R e 4

[0016]  #£ 5 —suT7 i If AAREAT & Bk, AR THRAE 7 T WA A i — A a2 A
ARG HIME BRI R EE 2 T St 5k XA A B FE LU R P IR : (a) SR 4L UG 3E
PRI AR s (b) H4 5K B BT e 46 225 R A B AMARZ R 70 T 0 BL B B B0 X, AR AN B
B IXCEL & 5 — MR LR 53 1 () B ik B B0 X R 1 BT I 56— AR IR 43 1 i B LA
TERLZ AN Fr B (d) St s SR80 & B R A 1) — AN B0 2 /32 5 8 40 1 22 20— 3893 1) P BRI A
s (e) WNFTIRBEARSRAS 7 545 2. HH b 2 LRI AR o ) — A Bl 22 N B 40 3047 0 e ) B
B> T 5t o A0 — B8 st 7 B rp , fEIR A P IR (o) 21T, FAA RIS bRId 24 v BE LUK A
Jr B 5 I T e 1 B o AR G 7E LSt 7 S H L KD B (b) AR R 4y
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TR CAE R ORI REAN 2R — MR IR 0 T 0 T 5

[0017]  fE—LL757 1, A NI ERAE T MIERIARE fh i — DB AL 3RS 7 M5 B AT
AR T IR R EAR T LR DR () R AEDIRE & I MARZIR 20 15 (b) K ik A
IR 7> 5 Fr BAL UL e A B Feh 84S i B 5 20209, OF B Aok B A — A
R 731 (0 Py BURAT IR SRS , s B A B S LTI B AR IR 707 AR HK s (o) 1P
B2 P BUE ST AR S ALRR i (18— A AR 0 (K Fr B A (d) 304700 1 Jse 2 B
B EEZN BRI, AT T IR JE DR AL A B AN E AR 2 AR SR AR
TSy S AR R N RO S DAL A ) — S B A B AR SR
FE 53— B 5 S 0, IR SO R B 45 5 80y, F BAE ST D IR A, @l 45 & i 7> Sl
BRAB I 18] S AR P B £E — SR BPE St 7 S8 25 6 3R 7 S A3k o IR e s
R Fr B € AR TH L

[0018]  Fff & fajik

(00191 [ LHR AL 17 456 FH & LT R AR T A SCRITI ¥ 75 AN AR Gt 46 5 AN o3 A #E2 PR 4L IX 1Y)
e

[0020]  P2ARNE 2B 1 {5 FHAS SCR IR ) 532 A0 2R G 46 5 AN o3 B 4B PR AL X PR 7R i
[0021]  [¥37- HY 1A FAS SCA TF R D5 3 AL 5 0 AT A i e 24 S 0 7 ) S 2R T AR

o
[0022]  P4$fit 1 T RAXER IR i 5 ERE & RAX IR AN 2R 70 X 21 8 HORRg i 75 i 1o
=K.

[0023] |54t T YRR BRI sk T A 3 7 A s = B

[0024]  [K|6FRMME 1 FEK Fr 514 VA & T B G AR I A FH S (AR L IR v B N 25 T AL )
.

[0025] &I TIR it T AR TV — A — ARSE T 56

[0026] &8/t T AR TV — A —ARSE i T 5%

[0027]  JXWHiEIR

[0028]  BRAESIA YA , 75 A A BH () S i AT DR AR A UIBCEOR N B Re J17a B A A AL
W EEMER o FHEYY (WIS EHER) AR AV R % 7 1 8
ARFN IR o TEAE P 55 RN AL HE 5B VIR B G 18 A28 2 W T A F 7 A R P i A U
AL IS 275 T ) SE AT AT A4S B E i R B BRSO AR T, 24 SR AT DS FH L e 45 (R
(1) R T o TX R 1 55 AR A 3 m) LT A5 S0 56 = F- W, il WiGenomeAnalysis: A
LaboratoryManualSeries (I-1V#) ,Using Antibodies:A Laboratory Manual,Cells:A
Laboratory Manual,PCR Primer:A Laboratory Manual,and Molecular Cloning:A
Laboratory Manual (3% HCold Spring Harbor Laboratory Press),Stryer,L. (1995)
Biochemistry ((84)ix) Freeman,New York,Gait, “Oligonucleotide Synthesis:A
Practical Approach”1984,IRL Press,London,NelsonflCox (2000) ,Lehninger,
Principles ofBiochemistry#3/ix ,W.H.Freeman Pub.,NewYork,N.Y.flBergZs (2002)
Biochemistry, 55K ,W.H.Freeman Pub.,New York,N.Y., Fr XL SCEk I8 o 5] F 44K
FHAARHT A HR

[0029] v, BRAE BN 305 WA B, 5 T4 oA SCORM B B ASOR) 22 5K A5 vh B4 FH T, B2
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T A/ Pl (a/an) ” Bk /1% (the) " WHFE R FA TR Rk, B0, 18 & “R &7 2
F5— MR BX B IR &9, 38 & Bk 778" AFE 3 S AR AR N D2 2 RN 25 1]
WIRFN T VRS

[0030] B 5 A E S, 15 WA FHI BT BoR AR ARE B A 5 4% B B Ja s ) 3
ERRN GO P AR AR R ) 2 S AR S B A AR s 51 IR NS, Tk
A3 R AE R R R A B 5 B BRI K B4 S S E A A R AT
1 H 8

[0031]  FEHZALAE ¥ BBl i, B 4 BAE , Bk B R SO A B ER U, 45 IR 150 FE 1 B FR A1
PR TR RS R A ME 22 T PR AL 2 22—, DA AE BT iR i [ A AT AR L B IR R (1]
B S EFELEA B N o AT ST AL 355 70 250/ Y ] PN 7 3 A /DN 5 ] ) IR R B A A5 7
AT 5 B AT P 38 0 ] B A AT R Sl B PR B 1] o 24 P 5 Bl A 4 — > B AR )i
FHERR AL By G, 45 (149 B 1] 0 70 el 1) 3 Bt B R AE AR R B A

[0032]  7E R MR, R T VF 2 ARG LSRN A BA 1) SE S A0 ) R A SR T , X6
ABIREEARN T3 510 2 W) A AR B AT AR A X 28 BAR AT Hh i — D a2 D E S 00 R
S AR EAHOL T , A TR AT AR N 512 F AT A R REE FOAE 17 , DL 3BE S A5k
PN P

[0033] WA SCRT H, RIE “GE” B IR AW AT L AFE B 2511 B 25 (B A HERR
BRI T LHEW T IER, AR EH - HE” B EHR X H AT E: R
FAR A S R H B R R & FRHRERR T R ORI 2 & i H By
AR5 77 920 BR AR I IR B 2 2R o X e T AR A 1 R — AN PR R ) S T RAE A K B
(RS N o BRI, B AE DT VA RN & W] LU 55 A0 20 BRANAH 43 (B0 4) BlmT ik th B 45 A
B RAMAEGY) GEAR - HAD , E AU E TR TR 712 P Rl &) (-
HER) -

[0034] P 3w, Bl anpH iR BE B[R] R BEA 73 7 &, S AEJa ), 2 LLO . TR IS AR L
(+) 8¢ (=) BT AME - N Y BEAE , AR SR A IE B (H 2 P A B fen il B A AR
L JBR TN X+0. 17 B X0 17 B X7 BN B 2 AN, ARG A7 IS AR RS BE X7 1B Y
PR, EARAS S B AU A (H 2 A SOl (R 7= 1 1 1 5 5 L 55 (R W 7 AR A
AT

[0035]  T.4%ik

[0036]  ARATFFRAL 7R F T RAEB ALY B 775 A WA R G el AR SRR (1) 77
VAR R G T e DR 2H A X I8 1A% SR AL, TR ANBR T4 8 et fh R AR X
FrA AT GMEFH) VAN EER o R e R DR O R 4 (a0, i 2H (kinome) B
HEREEE R B AH) N & 71X R DRI A 1 B 278 2 0 40 B et DR 2H A ArT FL " Pz 38 4
[0037]  — &I & , A SCHTIR I 7 VA R Gl i 3R A MR RL R 70+ 10 7 200 e A/ Bl 8
S FH K SE A 270 18] B 0 PR AN 2 21 [X B2 8] 1 B2 29 1 ok S B A R 4L ), B e v/
Y A K AR T PG B H2 1% 75 B2 A8 B R s O 7 5 AR AR AR I 7 i 2
A s &= 0 S B T EE SRR o A SCHTIR B 7 M R G K AL IR 53 1 0 BRI B,
AT DA R v e B B v R A R ) R S O B AR AT W, I LA e VIR B B e B
UG BRI GKAR 7 7 5 51 5t B Ao VR s BT 51 A & T R GG A MR Z IR 43 11

6
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T REFE A X B o 8 I K U B A & T R AR A AL R 40 1 » v DASR A58 AN e kA
BT PR B AAL IR 7 AU K R AEE B 2 KR 0 7 Al S 7 F2 R
T ELE 3k A SR R e 00 g Hp e P ) S ) SR RS AR B Ve H R T v R
HIxXFhfe

[0038]  — ki, >k BN B S SRl i A AR G AR P IR B R 4 KA 7 7 4
T 50, BT bR FE 7 B0 88 I W AR SCRTIR A AR 453 2 R0 1) 25 TR, o 78— ek 5 SE il , YR H
5] — JR AR B AR 73 1 1) B Bt SRR 26 TR RS AR i , A8 45 5k B R By B AT A J5 SR 1
LT B35 AT 5 8 T 5 G0 5 K AR AL IR 70 1 o IR AR IR 25 T A mT DA g FH AR Sk 2 60 4T ]
TREIN, B BEAMARLIR 43 T 1 X B B9 38 7 iR B I 2k TS 5 51, DL R A FH %
Vi 7K 25 T 3 N S 48 ML R 43 1 » B FE 1 WiAmini 55 ,Nature Genetics 46:1343-1349
(2014) (2014410 H29 H $EFT7EZR H iR A 3R 19 IR 7 v, 12 kit 51 B R I A A
SCHT A BB R AP Al B e i e 8 7 AL B BRI A 8T — B Af
FHIX AL 5 1EAR AL , AT LAR AR SCHTIR (1) 7 32 & e A5 B S b v B, 1453 7 B Ak
FETNFE R 2H B R IX 3k o PR, SR 2B (40 1 T 1) 0 VT ke 22 R 2L D 3 488 DX 3 A 7 e 1 U
7, ¢ HIREL S BT 51 0] LLH & T BB RR 43+ IR B S 46 K AR 20 115 175 5o ml A
SR P AR A58, 280 10) AR ST BT ART 0 P v T 6 3R A5 BUT 41

[0039] [k 1 $a(H MRS IR A (1) B X SR A9 17 FE B T BE J1 2 46 AR SCRTIR I 7 750 R 4k
A] DLBE A I DR ZH AR 1) H B RAE , W EAIR T 38 A1 (haplotypephasing) - 25 #44F
A 1) 5 5 A e 48 DL AL, an L [F] AR PR FRAFUSSN 14/752, 5894114 /752, 602+ # ik (1)
(P& 1201546 H26 H$232) , iX 2% Rl it 51 FBAR I NASCHFFrA B 1, 5502
TR (R AR ) A i T R B PR R A S48

[0040] AR 4l A F 135 A IR (1) 77 15 RN 2R G i i R AT A0 3 AN 1 5 VB FEUSSN 14/
316,383.14/316,398.14/316,416.14/316,431.14/316,447F114/316, 46371 3k — V£ 404
A, X e R I 5] AR IENASCH T FrE B 1, 9 BRI T80 S kb B R A
DA B 5 DR A AR ) e SRAE B B A T 6 3R B s AN AR sl

[0041]  — 8ok Ut , WK LR , A SCRTIR I 777 R G v] F T RAEAZ IR 7 A e, W Fos
AT I BB AN LR 10281104, BN BA A B AR, BNz iz 102+ ) X 35106
H1108, A S AZ R 104 () X 3L 10 FI 112 BEAMX IR I B A5 X SAE [F] — A% R 73 1 N AHIE , (H 2
AT LA e AR T 53 5 45140, AH PR R sk Tkb  AH BRI 5kb A R I 10k b AH PR I 20k b AHER
L 30kb  AH A AR L 40kb  AH PR L 50kb , HAE— 2500 , AHERIE 100kb . AT ik X 38 m] LA $
BN BRI R 2H A 7 BT R B ORI 2y B B R R A 4y AR T E T e B’ L R
[ DX KRR N A2 106 108 11OAT 12 WIFTZR , BN %R 1028111045y 34 4 2 i 5
B4 X 11AFN116 . WAL AL BTl , FEVF 2 1B 00, 1% 28 43 X2 YA 7K FLI T 1) 2 7K TR
T o TERRANBER P, BN P B3840 DR B B8 B B i) 5 46 43 1 15 e 19 7 =088 DL, 91, Y
H F— 7T W AR X A2l A B A48 DL B B & 25 TR 08 7 41 (il an , an B i 45 0%
5 51 €17 8 <27, FARTR R UG 1 Bl 7 RV ) SR SB[ o X T A BE DR 28 17 51 o A B
AT AT B B S B 5 DL R B S AR D S5 TR, DARE S A R 45 A R 1 02 R 10411 4= Vi [l
FFHME BEAT HE P B 2H AR T, FEVF 2 A OL T, B Ay BEAN O3 A AN T DR 20 1) AR o B 4
BN A e T4 R PR IR 45, DS o A v I R A 0 B 2 AR D 43, FF LA SR R A AN K
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FHSR AN AR S PR 35840 33047 I e 140 e 1) A2 28 e /MK

[0042]  ARFEASTHIR 1) 7732, T LUK B bR & S 20 BRI T S A 7 81 v B O, L
$1” 5 B 75 $EAR AR S 7 A1) o 3 L m) DU 46 A1 5 - ) TR R R ) 2EL R S R R T S A
T VE HEAT B DR 2H 1) R S 1 A XIS I R 2 A 1) T B R R e T Y, 9
Agilent SureSelect#Mi T FHARFI &% WK 1 FR, B & S B A 2 E 1 &8
W F 3 SCREL L8 JEAh, RN SCFE LIS 1) T L v BE R B H 546 70+ 15 5%, 9l il 1 AR B 2% T
A5 B, eI LE T A AN B A R AN KR ERE RN H GG 5 5+, flu, BF
AN AL H PRIXI5106: 1081110 1122 [H] At HEMT 0 432 o 471 G, v DL 5@ FE PR 2L 0 P A A
[ B 4 (B an, RANECE 2 ANHMET) 2 MM EE S TiEE P A EE S TIERTH TS
JE G MR A B R R A AL, DA S 78 S8 T RN B 2 AN 2 B AEAE B, il dn, 3 it e
FHANE. 7, B HEVELE F) 4 5 A AN B 1 2H B3 DR 20 A H & sE AHBE R 4

[0043] W, A KB T AASE W E TR R P R, FARAE T A — BRI A K
B 7 ) 7 R PR o T B AR ), B 9 MR 11 777 v 2 mT DAAR 98 75 AN G0 AR STk el A
B B 7~ P STt T

[0044] W TR 7N , A SCHTIR I 773246 K 22 B2 ) v of B 3 e rh A5 E AR SR IX B A i A%
R o X HA B8 (T01) 38 BN 70 ORGSR H 4 i JE DR i 1) B — MR R 40 1, R 5 18
I PAOR B Be i R 46 75 s i 07 2R Bk B DL (702) , @ e AT TR 4 X
HA R R X BN SR TS o 72— 2o st il , &N 40 XA DLELHE 2 T — A% IR , I HoAE — 28
0L NS EE MR 7T T - 1E 2 MKIRAE 70 X W BB LT 5 25 PR 4 1 AT AT 45 5 ks PR Jo2 1
AR N2 TS 2 BT B B — B ANMZIR 3R o v A AU O B AR An] 7 3 7= A AP BRT0 21y
TN B - AE — LS R, SEAZ TR R A AN [F) 23 DX A B o o SRR () SEAZ P IR v A0 7 = A
BLGIRFE S VR 2 AN R X3 BE AT 51, Bl AT mT DA/BL 3 ) 5| R ot A DX 3 i )
RESEPE S W7 3 A8 S — e s v, X B AL BRI L5 SRR T 41, A9 45 52 ) 3 R A A i
GEFE AR N BT A9 52 1 BE A 25 TR 7235 T-20144F.6 H26 H$2 8 1 32 B LRI i 514/
316,383.14/316,398.14/316,416.14/316,431.14/316,447.14/316 4631 VLR T ¢
TR AN 2% TR A i v el FH X 8 25 T RS SR A% T R B0 R AT 34 1) 7 32, 36 e - ) 03 4% ) Jd et
Sl FFANASCHT FrA B 19 8 782 XA 1 1 SR 7491 G DNA SR & g A% —
B2 AR R 7 (91 Mg B0 250) SR J Ao FRARE itV O BSRSE Ao 51 42 31, DA77 26 5 51 3R <K (1
BEARCEE 1) BN B, IF Ok BoA v BU B G S H IR S HAH G SRS F 31 . 24> 51 et A
i BRI AS 5] 38 20 FRB K FNZE AR BT DL S 3R I 2 T A B R & BN B A A 1%
AL 5, e m HAE o P2 A 40 X AR — 500N, X B B A A BOA 5 ] FAE i 4 X
TEAER SERL TR 51 R B , LU= A MA B A MA , BTl M X AT 717 25 T8 7 91 o 8 oy — L
Sepl, L B2 E SR AR 2 5 — ERN T A SR, A AR g BROR g P 3 R AR AN L
AN, LA VF T R I 25 R BB oy R R a5, AR AR 8 AT AR il — 2 A
UL SR e

[0045] i [m] & 7rh B 7s 1) 7925, — B4R IX & SR TR RS I 42 21048 DU v B, A 9 2% T A
B (703) AR5 AT LA AR E FERA (T04) DL NH” H AR LI 35k o 28 J5 %) X L6 H Fx X 5k
HATIF (705) 3 B Arid 7 B 7 808 & T B 10 R 46 53 715 5% (706) , {15 H Fr i [X 5k
B 45 ) HoAB 5 BT IR IR 46 43T 15 SME QB o A SCRTIR F1 L 7 0 BH (1) Bk 77 5 R0 R 4
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RFRFIE 2 73 ) & A0 IR (T04) Z AR R AL I 32 2 F B (702) o AR ST 5 i M R S8 1
e SR A A TR 2 IX 3 R B 2 W A X BN o e FH 2R T DB 2 28 i i 4 DL Bt
TRBE T AR X S R 46 o - o5, AT AR e AT o] LAVA i T R 4R 40 X, FE R i H 8 T
FFGEFE AL TR -

[0046] 3, ff FHALFE I T35 H 10 5 S AN T R 3RV W & 1 7 i, & 40 B ik
S3BR (RIS H”) $EHE PR 2H X 38 Tt — 20 A, RESIR 7 o X PR ) 7 v R 5 E b R A
A X 5 H A 2 DR 2H X B 3 B4R T 1 X 3 E AR R ET o 491 G, 7E 4258 (828 1508 1) (4l 3k
B, B IR A B 2 R AL ) IR 41 ] fE R 1 b, BT i R IRE B — il
M i H AR I 7 51 o BRI A DNA R A BRI, HLnT BAaE— 28 2 Dy 1, il an K w4 &2 LA
P A S RN/ B VAR REAE , 481 anE FH 51 R 7 51 o X L B SRR A b I ERER AL
Ve e AR A28 09 Fr B v i 1 EE 1 BB 7R 3R i b DL e O AR B DL 00 B B
30T, R DR B AE SR T ) v BEBE B 4R T A A H AR I (0, LS SHTARE R AT S
75 B AN A1) 1 R B o AT DA FAS ATk L AR i s 5 Rk — 5 9 18 & S 10 A BB
(U

[0047] & 35 DR 20 [X 3 3R 1) L 5 VR AL HE 2 T g vk, B b (i SE DR ZHDNA B S S %
HERARET 24758 « AL TR IR RN U o IX S/ H @ H M E R0 T B EAR R T4
MIZ 51 o VB 5 R AH B R IX dak (B AR I BT H A S X 3 X 48) EL AN, A 43 75 3 B 2
DRI ZHLDNA J7 BB, 155 i B B2, SR a3 o 7 (i, AR 30) ATk EtEsih ~ H 4w
BRI (9 an , RGP ERE B o VR BR) , WA A 50 i BE R & 4R & B AR SE X 3y Fr Bt o
[0048] 7 7% BTG 5 4% A0 T T A BRI ) S v, A B — A 78 2 A AN B A B T SR
TR TS LL L 7 3] AEIXAE [ S, 3R T 58 ] DAL G AR 408 L S AT ART 5 3, B HE(E AN PR
F-HiRoche/NimbleGen.I11luminaflAgilent 4 = AT 4M B T-2H A 3 7 EANRF £

[0049]  FHF A< SCHR A J7 2 A1 2R 495 v () 0 6 RV 2L IX S Al 0B T 440 2 41, 9 Ho AT
RO A1 N R - Y I Y P < 5 N o e D O S B RS ) NG A £l R <0 e 1 4
B o T IX LEAN[F] S 1Y (1) L DX S5 R S A0 A5 FHAEL R T R 2 H R X v B — 7
TR R 2 H AR X S E T H bR X 34 A P ) SE A% R IR BT 40, KA
53 M T B R A I X A R T

[0050] 7RI ZH o ANE A T 3t — 20 M s2 g A, e B s E i IR A T
Y TREL 53 o A2 FELL S5 b, B 75 A0 B4R o B4R 8 B 2 N, I BAESCE A& 58
S0 73 B AT B4R TR 8 40 1 DX 3k E ) SEAZ IR X BRI S m i — 2P R AR (R
B T4t S e s 25 (R R/ B DR () A, B R 5 e 3R Y (497 2, 9 E B 09) AR DR ) A0 14
46 58 BB o o A — LB Sl o, BT A 7R AN B T AL B A DR 2 A B — 30 (R & T IX R 4b
BFXHE) FTHE— 25007, AE 2 A5 50 0 J25 DR ZEL 350 43 (A0 4 18 7 1 2 2 SRR o 7 X R ) S
Jite 77 ZEFR, B4 B AE AT DA A A e 4 R IR 4L ) S I T4, I HZ 1 85 R DABE ALk B ald
AT R B Be AL T e 35, oA I SRR B 0 B & AR B R 2H B A BT AL T IX B
HAMPRET o

[0051] S T A ST AT IR (P AR AR] J5 32 v DAASE FH AL 5 08 X 3 4 R B — 3020 EL AN SE R T
PR TR () VR R X 3, B3 S A% P BR PR AT T LA -5 380 X S U i 48 0 R [X 3] 57— X 88
A, Blhn, AT X3 1, B 2A R R B T I G, JE R AL 120185 A T X 2021

9



CN 114807307 A ﬁﬁ HH :I:; 8/33 71

203, A LLE I K 51 2 R I 0 — DN ECEZ AN N BR8] (B0, 3R ANE 7 X 2028 N & F
[X 2041/ 84205 LA S A3k A1 2 - X 20315 P 75 1 [X 206) SR AH SR ABLL S 71X o #ef) 1 33t , 7]
DL I 8 5 8 71X 204 81/ 8205 1206 H VSR 46 3Rk 61 5 A 5 71X 202852031 A Bt
R 20 7, AR IE AN XN & FEF A & 7 X AT PLLEE B broh e X -/,
TEWN T X GHAMNE 7 X Z B BA B o 78— e s v, ATl R i A B 7 X i &
T X AR R B, A X AT RerE R — B (HIEANE FIX 5N & 7 X Z (A fF 7 —
ANELZ AL R B SR (40, B 2A9 1) 202F1205) .

[0052] 7% —uesfpl oh, 5% FH BC F 2078 55 07 R 0 B R AR A v DA B v 3 IR L ) R o X 3 7
AT, FRARSE R 4 8 A XA 75 71X, T2 R P A T -5 4 e Y Bl Bl 5 4k
F10) 225 DR 4H 350 93 T B o 4510 G o A ST 2 TT A ST s 2 R 2H 43 5 T Bl 2 (kb) 78 76 )7 81, A8 4965 1%
TSN T A BEACSE DR AR ol A SR L R 2 A A — R, B B 72 B S LAY
FE AN Fr BeH () AR e [X 3 o an S ER AR, o] LR T2 7 41 (ln, NRFH 2% )7 51) it
TH o TE 55— LSl dh AR G R 2078 o5 SO B i R R 81 .2.5.10.15.20.25.50
100.200.250.500+750+ 10008510000 [X 35k . 75 o3 —Le s v, A1 T A X078 76 S0 ik
THRCA R BE B TR &) - IR A v DU BE S W BE LR A4 B8 B Re s T (615 2L A
P RE E BB BUE 2 LU AR SR o an SLER AR X R I B R 2N 55 A SR T T A R AR R A
W& 7 X RIS R T X DA T 3 — 20 0 M, 49 a5 o AR SR IR AT ] By 2078 s 3L e
BTG TR T R B R A () P A DX 3 K ] 2 ) B 1 A T
HfE B 7

[0053] 7 53— L s , A ST IR ) 0 Fr 3078 25 sl e R 07 R i 3R 29596 .10 %
15% 209 .30% +40% .50% .60% .70% .80% .90 % .95 % [¥) 4= FL K 21 . 76 57— se s i rhr , A
SRR A 3R T IR Z91-10% . 5-20% . 10-30% + 15-40% .20-50% +25-60% .30-70% .
35-80% 40-90% 145-95 % [ 4= FE R 4H .

[0054]  7E— LS, B i ol 2% 9 v BLRE Bl S L IR 3L e o = T2 R 2
DNAF J5 45 » ] 5 35035 ] 2] 50 e [X 3 1) 22 BRI 78 5 o 0 0 50738 P T 0 22k IR 4 B IX 3k g
TH PR B BN L DR AH A7 B, ] DATE A SO R 5 VR0 R 40 P M2 IR 11 s 22 B BA A1 1Y) 78 5
FE— s e, m] DLRNER &5 15 GO 5 Bl L e 45 M 8 A 1y 266 [T 4 ) it e [X 3o 5 B 78
- PR B BT, o] LSRR T S 2 DA IR 0 16 e i 7 i X 3 A AR B - e A 0, TT DA
“$5 N7 BT FH R VAR DL AR R AE A5 I 1) e & BORE AR R 3R 18 R 8 B2 0 & TRk 78
i DX 22 ] A ) X 3 B o AR X RE I 98 N ] LT T 5 1) 4 A S8 T 2 R A
A7 5 15 17 UL P A0 S L A AR 6 b S I o S M1 7 e DX % R ST & 5 4, TT LA
VAT RS [ 22 DR AH rp S Bl H AR XSS X, (H 2 B S A R A8 25, WA S —
VRS, FSEitiTr RAEE 2H /R SR .

[0055] 7 Jy—wesifhif, A J BH 5 vk R s FH %) P S PR S Wl A2 A St — D Rl i — A~ Bl
ZANMRFIE R VB BT 7= 4 X FE I VS W ELFE e A A SO A S S AL T IR 2 S 1
(SNP) P50 o AR ST A F B ARAE “15 2 HESNP” A2 48 4% A I SNP o 7E — L8 52 b, T SC 1T N
B 2 AN FE DR 2R A 4 B SNPIE X 33k K SR AT o AS ST AT FI “B1 5 B AR IREN &
55402 SNPI 2 5 B AN F7 81 o £E 3 — 28 S, TS FER W T N B B BT e 5 A B F i &
T3 SR P PR S B S P SNP ) FR A o 7 F2 DR 4 1) 08 X A 47 Sl 2 B 25 A5 B /D [ SNPFE (X
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B OLT ST R AL FE A TIE P B AL S IX R X B A B SR A/ B 5 N — i N & T
MG T N BB — 15 S SNP AR A 4R %L .

[0056] A SCAT IR R T7iEM RS R AE T, 38 3R 00 S DX I AE 4 3R 2 A DL AR 7 kAT
AT, 5145 RIS EJ58 0 X800 280 BRANEAT I 0 A 2 5 AT DR B8 S 6 L X 9 1Y) SR 4 73+
T 5 WA SCHE— DTS 1, R e X A 8 T H 5 46 70 715 5 GLrr LB sE e AT
T5 B 1 R G AR Bl o AR [X 35l RN/ B0k s I IX 3k 7 4 22 R 2 A ARG TR e A D ) 1R
FIHRAE T — i IS A% G 7 45 R iR A A ] 22 B o 2 1A 2 DR A X 3R A8 2 2 S O
Ko

[0057] 5l 4n, — S HE PR B K EI N &, HORK DL & T AR s H 5wl B P HeoR ,
il Al B A G A s B AR B A S5 P o A 1 R 1 DU R S UL SR T 5 6 A ST (1)
JTEA R G 38 G B 1 R IR AR SO — P AR A AR OB Ok B H AR X 4y
T 5 PR, ] LUFE S R 25 1 S Ao (X 35 b T e B2 49, P 2B s = 1 0 BH 11 AR 4y
TF207 &AM P &7 X 35 (208) TIPS A8 27 (RS2 2%) o 38 48 FH 00 00 P45 AR AN R
5B P A 7 1 BE S LR O T AN B 7 2 T 1 58 RIS S FEARSCRTIR I 5 ik, AN
IR 712070 B 2 H 3 S 1) B Hor X 2099, 3R J5 v Bedk, , 1S AR 1) B & A A0 81 A
W& T BIAS R 53 o R IS8 i B b i B — AN bR i, A 15 A BOSRAS AT A 72 B1U4E AR
Ja v VA JE T AR H P AR B O X, TR A Bt mT E JE T R B AR R 43 T
207 . —fR UL, I HAANASCHE— SRR, 72 7 B AR I 2 5, SR B ASE 43 X B
WA AE— B IR AT A T m) il 3R 7 iR A 2 Pt — 28 o Al (B an il ) () v B &
A HARE X S0 B . 72 B 2BF 7 (R S R B s R AR PERKE | 45 0% v B AR DL 3k
TAHMWNIMNE T2 — 1 B HEASHRIIRANE T 5N & 2 A X3 (] 40209
H1210) o RLtL , 28 Dl PP i dpe 2% v BRI & AR B A BAR M 210 B SR Ja mT LA
T T B v R RS 0 BOR R 5 8 % B v BORHAAR ) 7 81, 9F B R RS e B bR ot
HE AT & T 5 a6 7 15 5t BRI ME LR 4 1, K S U 21wl $ 3k 6 G 1 4
ANEFRKEMGEE, DHREA SR IMNE 7 AR 8 R EE R

[0058]  4n b Frid , A SRk B 77 V5 N R G A KA R B R s BT A SRt T AR
5o WAL AR Y, M 73 115 Se 184 S BUT F1 2 AP 7 F118 5t 91 1 5 48 41 ElUT v
P AR 22, A B TR S HUT A1 A B PN, ] S0 3 o 0 A A B AT AN B 38 70 i e U 41 1 4
SR B 2 P 49 0 249150/ Bk 25 11 152 N T B X 152 BT 55 £ 300 o 7E — SRR I
() 75 T Fr 3k 77 2 F0 22 48 9 46 S B FIR I KRR 7 51 1 5 o R AR T e B dE 45 8 B2 X
5 5 0% AR R T 1kb K F-5kb K F10kb . K F15kb « K F-20kb . K F30kb £ F-40kb . £
F-50kb. £ F-60kb . 1 F 70kb . K F80kb . K FT-90kbak £ & K T 100kbak 5 K [ 152 B F1) ) %
REOEEE N AR, W SRR ME 7 5t i v AR BN ME S 1 soh AR A
) 8 AR 2 540, e 8 K 231 B AR AR I8 e SOE A

[0059] i Hfit SEKARH MKy T 5, A K A TTE M RSkt 1z i 55 A 1) HET
[ 5> 73 5t (TEAR SR HRON “K B> PR o WA SCRTIR R 7 513 5T DL SRR
BHR AL R A L R 2H 7 41 B AN () G i DA T JROBE) S Rl ) Fr B 2 - X e v L i
BT A B A K T BUE BT 0 T I E B, DL BN 7T I R o K A
WP, 5 a0 B AN 4 1 B IE L 1€ 7 41 Hoh XA E 10 7 814K T kb K T-5kb K T
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10kb. ¥ 15kb. £ F-20kb . K F-30kb. K F-40kb . £ F50kb . £ FT-60kb K F70kb . F-80kb.
K T90kbakF 2= K T-100kb. 5 511 5t 5075 8 T HE KR (W, KR
5 FEOEER IR > T EE SRS ) 7 DU 57 510 B KA IR 2 1 5 F1 AR
K, AR R KT R 1 5, DA I i S K IR A% BR M JE 7 31 S L2 L 7 41

[0060] Ak, 7E 0] LURI 5 K BAN 7 F A G KR 7 21 s, B XA KR 7 21
s A4S AT DAHENT S0 KRR 7 91 S5t AR — A2, il SR BIR KR s, TS E
> =N E e i ORISR ZIE Sl 0 £ 8 7N il i B el e L NN R DA 2| N T B
S 7y~ (8] (P HEWT I 12 X RE B HEWT (1) & B2 500 775 SR AR AR SO RN “HEWT I 20
TE— LT @ AP A B R SO SIS ) — S5 50, HERT I 2 B8 0] DL S8 1 e AR
F, 0, Forp BT E B ) 8 AHAR AR, AT DAHEWT H LU AN R GG 4 T SE B E KA Z e HHE S
o XL E AHE B BEAE AR RN “FHIX HR .

[0061] i it DA A 19 B 73 7L B (B 2, bk K R LB 2 -2 ) 4G S v DAAS B L A
P 15 U 45 AR B B AR P 7 92 DR A R R4 PR R L B K P U () 2 28 i AR X
Z: WAGI G0 A T 35 B 5 R 1552013 -0157870 1 T A TF R o 45 Sl M, 45 FH A SCHE R 1 7 v
M ARG, o L3RR B A /0 2110kb & /D Z120kb . 2 /> 2150k b NGO F HE KT 1) B B BE B AR X
Pk B (i KT BT iR NS OB 1) X B K B AT A A X He K B BRI 50 %) o 76— L B AL
W7 T, 3545 NS0 E /D Z1100kb & /D Z1150kb . & /0 £200kb, 3 HAE A 2150 T &/
£1250kb &/ #1300kb « £ /> Z1350kb & /> £1400kb1 , 3 HAE— 4% i T 2 /D Z£1500kbak 5
KPR HEDT 1) 22 2 A A X P B o AE 53— 28500, AT L3RS 200k b 8 3d 300kb i ik
400kb i3 500kb 1L IMbER EE 2% 1 2Mb 1) f K AHIX HK B

[0062]  fE—ANT5H, FE4E A ESCRIAR S ST BT IR W AR 4 3R 77 v, AR TRk () 7 A R
GIRHL TR R AR IR B 7 B X E A TR B 3 [X 21 B B B == B2 X (FEAR S v B
B AR R 5y X)), K AN KR FEH B S NS5 e o X BN S AH 53 5 . 7] LA
28 B 5 B[R] B R RE B AR IR (814 5 25 TR 332 B AR 3 40 X 5 1 B2 X O R A% R 11
431X, DL SR R JE KRR (40, %R 2145 2D F 8 T EFEEEE € X E NI R AZ IR , 7F H.
A2 T DA SR GG YRR 21 23 X HH 1 3% B2 A i A PR ) BT L K A 7 371

[0063] % SC Fr ik 77 v A A8 B ) A o i TR 8 o AR A5 0 I I B FE i I 2 AN 235 0, 451
u, BEAS Ge o R AP R 2H B ORI DR 2H 5 o X U A R T DAL FE A B R A | B
AR AT TG, B BN E B AR R B — Fh o 38 X A BR AT 43 X, A
FRAL IR LA IE BEAL IR 3 - (MR A B BURE A 7 FAFAE T 00 X o T8, 1 i A% PR 1) 1K 26
BB AT LK T 1kb K F5kb K F10kb K T 15kb . £ F20kb. K F30kb. K F40kb . K T
50kb. K F60kb. K F-70kb. K F-80kb. K F90kbui £ £ K F100kb, X i Fik T KAE DT

db 5L
ﬁ,‘?‘\o

[0064] i AR BRI W L LL— € KT HEAT 23 X, B I 45 8 70 X R AR (R B0 355 a6 i
R BR (1 93> EL 5y B m] e o T3 B I A 73 DX I R ST TR) DA ey A\ AT/ B B S A
A A% BRI o DRI L S £ — SEPRIERI IR DL T » 45 % 1 70 DX AT LA SRS A6 il A PR (1 22 I 1
EHANE B I P B AR5 5 AN R 70 X AP R R i A IR 55 RS B AR A AR S IR, L X AR A 45 5
I3 X, e r i S A R B A A [ R SRS B TR {ELR EL o AN TR A 7 X AT LR A R] ) ARy A
RAT o BEAN, i T 0 XD R i 21 0 20 FiE B AR HANMARR G 70 X BORGR o, B R, O T
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SEPR AN b B ) IR A E , AN TR BT R S I S SRR R AT E B s R AR ik i nrE
HHELLE 2 FLIR I FL A BT 16 o B4, R AR ST 1) R 48R FH Wikt = K 1 26 605 2 R
FIr U R DA B i 45 i 1) 22k TR AH S5 R 4 2 1) 0 BC AN R ) 25 TR, b BT 3 o e S ., ik 22 AL
W52 (2 WA 0 35 [ A JF H % 52013-0079231812013-0157870) i@ X —EH EJLE AN
AN ) 25 TS P 51 B4R, I HLR R i 1R A PR ARORE 7325 LA R 6 45 25 TS U g T AN A1) 1)
YA /%R - R, e A1 Tl o DAz Iz /D T 100/ 41 B R4 , 108 42 (1401 10 FE R4 (ST
TR b, MR & T 1:1000 55— J5 T » BT K B 26 TS 2 A6 4%, 49 niéE i 10,000
100,000.500, 00055 2 Fh 25 TE AL TY , A ST 240 0T A4 201 : 508 HE /)N (1 100BLFE /)
1:10008 5 /N E B 2 T /N R R 20 - (G028 AY) L 248 4 , [R] B s 70 Vi gk B8 vy i ) 2
ERIEH. (1 2, A0 5 29 KT+ 100> J5 (R 4. AN 8 R T-5004> 2 PRI 2. L A4l 2 10004 2k
RILHEEE R %) |, (A7) SR A 25 R A 1)z e X2 ) 2R TR 2

[0065] i, fE4) XA R 2 BT B RE i 5 — 4 AT RO I 42 B Bk B BT AR S A A .
SRJE AT LA SR B A A3 2 60 1 AR A SCHE IR 19 5 VR % 40 A 3 B0RE i AP AR IR I 25 T2 0 < 7
— SRS SR YT VR BT AR I PR N N R TS, AR — LS R, BT ) A A
FLRT IR B B A5 R A6 AR o T BN X B (B o fE— L8 SE i H, 4iAmini %%, Nature
Genetics 46:1343-1349 (2014) (fE20144F10 A29H R I AELL HUhR) (Lt 5] AT A
ASCHT A B 1) 35 HAER R 2 o A L e e BT RS I i 2 IR TG 25
RIS , K F A R % IR -1 5 4k o T8 S — e Sl B 482 25 TS I 5 v vl DL BLFE A F 1) 101 g
HR G R A/ BUR N EBRE (il iirecA) DL 35 DUBEFF i A% IR 1= A [R] [ - 98 J5 AT LUK 26 TR 1
F N TR L[] R A

[0066] I H R Y G RARICAL IR Fr BRI SL b, SR IR AR 25 W] DAL 28 /D B — X d
FES — X 4o 85— X 30 DA SR TR RS X 35k, AR5 8 70 X N I SEEAL TR 2 ) mT DL AR
FHIF] B 26 TS 7 51, B AE AR 43 (X 2 [8],  HAE R ZEUE 0L AN E B 2608 7 51 26 —
X 35 ] DL n] T 512 IX N IR i P B R BR TN SR 4 (BB LN SR W) B8 T D B ) 455 2 7 41
[PINSEW) o AE— 2L FBL T, AN T R R KR 7 BN, AT DK F A5 TH B 1) R o e
P (g an, et fR 1,13, 188121) B Uy oA 1 X 38 , 451 40 41 ¥ - 2H B H: 2 B X 3 o 72— L84
T AT DCKENZR W0 v BSR4 25 AT Bt A% X8, 491 G0 -5 5 B E. (F91) 2, e i) AH 2 1Y
FER B 38 753 XN, BT DUAS 28 N AT 8 O, LR IR B IR K A R AL E
Gl RALBRFE S AT G a5 8, B 43 X ] DL 2 Bt 2 21 AH [R) 3508210 A8 R 1 26 TE RS 1 %
BRI 338 =4, I H AT AR BEAN 73 X R AR IR 1) 3 B (1) 0/ B o 26 TR A8 AT DL AR R R
SRR AR TR 73 X1 — AL BRI A 540, e LR G 7 bt Y05 AR R R R BR B . 9 3 5, T LA
A5 W0 P B3 S 0 P R LG K A B o DR DR 25 0 0 52 B 271 T DA R A0 A G 1 2% T2 A 7 371
HATEEN F HRJE TR IR B B — K v B, Bk 5 41 B B 4 e AR AR S5 m] A & T
— 506 BRI — SR ge A A IS A 2 KO B B AN E A AR AR, AT DL —
0 RAE G AR DT IR o DRI, 28 Ji5 0T DAAS H G T4 8 1 AR AR AR 1) 8 AHI 4518, ] DLES K AR
SRV 7 A0 EAT 3 A - 1 2, 25 35 AT 4 1) R AEAS 2 1) IX 35l P S Aok e 0 1 7 21045 B I 46 7 & X
FEROAE Bt mT BT 45 e e 5 20, L0l o 2 0 B A R R B B B (R A R e b () 6 e AL 1 st
FEARAR o AT LLLLIX 77 2R ) # DLk

[0067] PP IR 7532 A0 RGEFE AL 1 AR T 24 B AR BRI 52 A B LA DG B o bl 2% 5 VR 1 I
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A0 BEAATE i ) 2% R D5 v A1) T 2 A T AR AR A i o 1 K 22 R oy IF HLANHE
BEUT O % 0 MERAL DB 7y CLAE P52 A b o S DNARRI /N 20 L) S Bl — 2 et
PR TR I 8% 40 S5 B — > B LA 4 R 14 388 A% 490 Jo B L 958 4 3 1 B iR
A HUDNATY 1o BT J5 i AN AR G SR 6 7 F A MR A ity o A7 £ R R A1) 2 288 o
Wb EATTRE T PP A B TR R DLECAR AR A - AR SCJT D ik 3E v 3 i il T A
et £l 26 A ) 51 NP s 22 110 6 A% R S o R AR v SR AL A R BRI AN 10 22 DR AL IX 45k 1) 2 97435

El

JC O

[0068] AL FF I INSR TEAL B 1) A FH AT X 25 e A 10 i A% b SR T $e Mk 73
SN RERE 77, BK 45 8 i A An &) (S5 BAMRid AR B & T AR IR 4 1, FF
Ho 38 ik AR A L A7 2B T LA AE 2N FF S A% R 2 - rh S 43 B 0 el 2 B R R 1 N A o
s A/ B B TR 0 e A o 3 B 35 A% by B A ] DL AL HE I 15 A% R TR e L 49 Gn AR A, 481 G
SNP, 8 AT AELFERE 7 41 o BE A, gk TS i Adt K 7 1 2 2k (X 2 MOFE i SR BT S i
PR A AR 1T 2 B0 RS 20 0 = 18 2 IR RE T S AN AR R 8 P T ke DU AN SR AT i 7 H 1 B
IR DNA , F HIEEAT e i 3 38 20 BRI TA] 9 D B BR 3 3G 22 o e A 5 DAARm A4 1 =X S i
T 7 5/ BIRE R AR AR N & I DNA— 2 TAERIBE /7, BL S PR A BE K B i 79 X (VR
) DAt 4 2L R 2H AR id 1 g

[0069] 4Ny AT IR , AR SCHEIR I 75 ¥ A R GBI i AT AT DLd i s FH 3t i ] FH ) e 152 X
WM BARR SEILH R ) 25 5 X PR FAR B A W T LA 5 5 359 B2 0 BUERT 7T 5t
HA R i RAE A = B2 A 200 77 5 50 R 4t 3K 28 K 15 B0 5 BOR AL 35 BT M4 4n
I1lumina,inc. (GXII.NextSeq.MiSeq.HiSeq.X10) .Thermo-FisherfJTon Torrent’) &
(TonProtonfTon PGM) EEMEERIN 77 7% LA S Fo e RAS ) AR &

[0070] A sE M S AE T A SCHTIR I 7 v 0 22 40 1) FH I e 55 15 B B R, 3 HLR e AT TAH
RAMRET R ZE AT SRR, AR SCHTIR I 7 VA R G 3R15 1 W1 B BT iR i) B SR 1 A 7 s
B B BT 5, (H A2 BR C X 8 4R A /N T-1000bp /N F-500bp - /N F-300bp /I F-200bp  /)h
T 150bpakHL 22 55 45 (1) B AN S HUF B 5 DA A IR 1 AN 73 - 2 BOCKS B 1) 7 1R 2R/ T
5% /NTF1% . /hF0.5%/NF0.1%./hTF0.05% /hTF0.01% /NTF0.005% B HFE/NT
0.001%.

[0071]  TI. TAEVFELZEIR

[0072]  FE—AN/REIMETT T, A AR R B T E M R G R AL TR AR (B, £ 1R)
PUAR B X BB X, Ferp A2 XOORFE L S N B 5 B X I N B9 55
WA SRS FY S 23 X8 Pl A4 2 FhAS R B 25 48 BUAR 1L, 9 dn L & AL E K AL i
FLEE AR, 72— L8R T7 10, 40 X AE SRR N 72 P Im B I o 1X 26 2% L AT DA pH 451 2 B A [ %
DA SIS AL AR H o BIGES [ AN B e 1) i P B B R A o B B AT T AT DA A R 0 A LR o A ety
A/ B Ok B AR 22 LI o SR T, ZEA e 1 7 T, X 8 43 X AT DARL 25 FE R ARG SR A0 (4,
AR P& KRR « fE B 11201348 A 13 H $242 ) £ [H & R H 55 13/966, 1504 4
BT B PASF AR L [FIFF BT 78 A 7K % B2 AH B3I 2 82 AH A 77 AR R 0w W 1 FLIIR R 4 1
IR T A 1) S E H A H1E52010-01051 1277 o £E F 2645 00 R |, T 14 8 16 (Y 25 45
E T 77 AR WA SRR (1) 73 [X o IR ARE R S A 2 B ) S BB 722015554 H9H $2 48 1 3E [
LRI 5 14/682, 9529 VE AR IR 1 AL, A3 F P At 5| AR AN ASC AT B
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HH B AE AR 23 X AT DA R B AL, GdE 2 AL R 4B ) & /KR & s ik
2 FLIEE RS B 7K AR o IXAE 1) R 480 1T 15 5 47l iiNanomi , Tnc.
[0073]  FEFLH BB G OL R KR SR (840, AR 43 X 2188 543 X Hh s i m] LA
TR A K B B R IS B Ko XA (9 et ) RN [P B30 L A A3 7R AL 3
(I8 23 DX R PN 72 A B 7K R JH HP R () T B R A ) o G SRR , 43 X (81, R
) B IR ARG I X 0 A TS SEAZ TR « nl 8 3 4% ] R G0 35 AR [R] 2 30K R B AT A e
5E 57 DX PR S AR RO 5, BT I 2 BB FE 491 T 5 7K O R R ol R A KL T L T RN/ B
SE KBRS o A SCAIT IR (1) 43 X B R IE I8 5 70 T B AR /N o A1 2, 75 225 TR0 1 40 X 1
fHOLT VR AT LA B A 0T SRR . /N T 1000pL /N T-900pL /N T-800pL /N F-700pL . /N T
600pL./NF500pL+ /N F400pL./NF300pL./NF200pL /T 100pL . /NF-50pL+/NF-20pL. /)
T 10pLEk L /N T 1pLo AR S ERIL A X IHOL T , B2 BR A, 43 X N B it A AR R AT L)
F LR ARAAI90% /NF80% /NFT70%  /NF60% L /NF50% /NF40% N F30% LN T
20% BEE/NT10% M _EIRARF AE— 215N, 78 AR S D= R 4G (B0, %
B2 BEAT S ST A ARG IR AR AR 73 X 4 A R T o FH 2o A LA (R i N R R ) B 5t 1
FEM ARG R T201556 H26 H £ 2 B 3£ E LR G 514/752, 602, KA A JF N 258 i
51 AR AR
[0074]  — HARIEASCHTIR B 5 EM RGO AR I & B XA, 43 XA B FE i AL TR
T PR MR R AR AT 8 15 7R R AE AP LA BRI, e ATV T & B SRR BRI U, B
WLIRIEH 5SS (140, ST 05 15 1) $ 53 X o 78— LeqRg ) D05 1 77 Th)  JRARE AR TR A LA
A0, B ] B 2 TS A i B AR AR T 0 7 B S A% T R T Ut i BEAZ R 40 X A4S 7E
Y58 o X R FEAZ T BR 2 18], Forb BT & IR AR TS 7 B 2 AR IR Y, AR AEAN R 73 X 2 1], 55
AR W] DL H A% B AR 2D 7 51 78— S6flLik 77 1, RA — MR 4 1S 7 51
585 72 1953 XA RER AEAE— 215 0L T, AT BEAF 7L FhESRE 22 FPOAS ) (1) 25 ARG 7 911
[0075]  RXPRSK TN 7 H1 I8 35 HAE SE A% T IR )T 41 N (466 = 2920 BUE 2 ML H IR - IX L
%R T DA 58 A AR 32 Y, BVLE AR ARA% T BR 1) B8/ e A 7 41 b, B e AT T 0T LA 43 e — A
B AR 3 B T 0 PR AN BRCE 2 A BN 1 7 41 8, 23 B 0 115 21 1 R I 5 m
PLNZIAZR 2916 M TH TR .
[0076] 73 X 1) S A% R A 388 o B 2 v T 0 T2 X R BR 1 L Thie S 91 o 1X 6 5 471
E0 35451 Gn B 1) BBE ML/ 38 R 3G 5147 51, DAY 1R B 2 X &AL I 2k R ZHDNA, [R] B
B 2 FH QB 2 T A 7 20 S I 51 40 A8 BRI 7 4 (4810 40 FH T 45 58 7 B A7 A B T4
N SR IEAALIR) B 2 R BV LE D RE P A1 HR AT — Fh o A, SEAZ TR AAH OG5 T A I
e TRE T A LA S AR 323 X IR T4 432 201446 H26 H #2411 56 1 & 1 H i
ZUS 14/316,383.US 14/316,398.US 14/316,416.US 14/316,431.14/316,447.14/316,
46300} 201442 7 H A8 1 25 H 4 R 155 14/175, 9351, 1% 26 % R 1) 4 38 A T 4 451
ok 5 FEEARIEAA L
[0077] i1 & 2, fE— AN IV vE R SR ARER , &N Bk T AL FE K & m R SO P 2 3 2k |
() IR FEAZ IR , P B 22 BRE 5 BRI BT A A% IR T B4 A R A R SRR 7 41, (HL 2
Horp REA RIS TEAS T 5 0] DL 2T B FHER B o 08, BREE nT fE i ny e dE 2 /10001
ANFE TS T 222010, 000 AR S TS 7 41 2222100, 000 AN [F] 4% T4 /7 51 Bl AE — 4
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ROl 21,000,000 AR 25 TEAS e 81 (AN [F S5 A5 B S SC R o 34t AN BRad &l LB
DA I R B FEALAT IR S T R, 72 R ER B ALFR ARG PP 51 B SEAL TR IR 7 T (0 5
H AT L2 22910, 000/ SRR 242100, 000 SEAZ TR 43 7 2 /01,000, 0001 5%
HEIY T 5/0100,000, 000N FEZ H R T T, IF HAE— 21500 T, 2101 TELE T oy
T

(00781 5t R B A 5 SRR » SEA% T IR AT LA MERABE Lo A5 LU BT, SRI0T LU SR
W IR L R RETR SR AL R (K AN AR E B R I o A BB AT DU AR, e
BRI P (0 TH iR AT 5 0L 12 10 ) B B0 AR ) SR A% IR A I BRI AR 2 DL T, W]
DL A 22 RO A DRI AL IR S BR (K B, sl v] L B AL IR AR RETI

(00791 AR e A SCHT I (¥ 735 AN R Gt A A R 422 1) SR A AT BRI BR TT LA S AR il Sy X
A A BRI G AL B AE AT XN o AE—LE 500, 7R A BR B DX, A B 1Y
SRR LR B AR IR , (43P 2R, BTl 70 X AE AR 53 XA B AN ERobL, DA f
o ) S EE 7 X B H Al P (R T A B AT DA A 7 B 0 X 5
BB IC TN ET 20 BB AR o7 93 DX o £ LI035 75 THT , 7 ] A0 RV IEE T 2 ) LA B O P s S
B FER) 23 XN TSRO AR A IO DRI/ T 38 AT 22 R TR 93 X

(00801 &I 375s ti 1" P X A9F it A2 M E AT 00 A6 FE2 M RV 5 U0, 32 P98 D32 A
PR TR 5 B — R RE AR I D7 ik 2 T LA RS 6L 5 AL TR I R A 5 300, FF HLIE AT LA
AT AL AR IEATER, 310 JLIE IR 2R 5 & — B AV ST 7 9 I SR IR LA B 51
) (i, B UNSR P B & 51 90) AR o PRI STRD P BT LA M i 2% T R BRORE T, f91) 13
it DY 2% TN 5 R 2 1) )8 e ik o A T ) BR AR OO TG, A & RO 2 6 o ol A
SRLEAL I T5 T, 45 2 TG BR T LAE L 17 (], 320 ) e Al e LUORE TS 26 T 1 9
TEIZSLAI R, g A 1 4, 8 AL R 305 L 45 A JEAD Bk 315 R ) JL e (91l , 348 J5 75 320)
FRIRE S AL R REAT 23 X o B8 SRR 23 DX AT BL Je e 450 SN0 A B AR 48 » Bl Ak
B, 325 BT MU AR B 325 , AT LUTR Gl B /K FLI330 , A iZ fL 6L 35 & A B i AL TR
305348 JE 720 RIS 2 T A% Bk 3 151D 25 7K VU o 38 J 77 v A V5 Al e Ay 26 T2 B3 Bk, AT A
Y B BROBE JBCEL AT AR RS A NS W) SEAZ TR 335 SR » BEATLNZR AT 51 A i A
R R AN [ DX 43, AT AE 3™ 389 S 77 A R 37 39 DL, L b A9 DL 2R A PP B4, 340,
DIt 39, BEAN B A AL R R 2R TR 5 5 RS ] () B LN R 0 1 91 ) S A2 1 R - Bl
J& WA FLHR 345 , FF ELAT 3 1 49 4y 489 773% , 350 ({51 401, PCR) ¥4 1 53 A1) 5 1) (451, 4 3
H BT WP ITER T A 535N 26 TEASEE) o SR 5 al LLHEAT I 5 355, IF HLE PSR M 7
P Kb 360 o M e SR8 S e 5 1) A0 HEAT 26 A5 B0 20 A7 DA BT 00 P 35 BORT / SR e 5
B B I it o BEAE , QA SCRTIAR , IR SR SRl A — 20 T4 DU P 81U g 3L
JRAR5 TH R

(00811 ke, B R B ANER o i T LA S ST SR FRIR A , (L2 7 4 B AR, JE 5 ] A7 A2 2 K
i P X BRI X B Arp R A o T T 3800 XA 85 T A ) SE A T R ) A i
FUER P T A 38 T8 5 M 1) S0 A PRI BT o » 0308 T 2 0 4 1 2 5 418 FHLL 44 3 1 JEB L X B
402,404,406 408410 AL 5 A s 4 LAR) & /K LI L IHIE X Br4024t [ B TE A Efi412.
WA AR , I S iy m] DAL 73 X L R 2 i R B KR R

[0082]  [RJIN , £ &5 4575 2% T AT A0 2R A 16 14 25 7K U U 42 38 1 [X. B4 04U [ 3l T 2 5 412, S
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Bk o X AR MG IE 406 1408 i B — Ul 5 N JBTE 2588412, 7 HAFHFRm A IEIE H 1
410,k H 88 X Br402 1404 AN A 1 S /KRB IE & 54120 B 31, R XK N5
L5 X FE A T4 FIERA L6 T 418 o U Al BT i , 368 ek 42 i 75 18 18 452 5 5B 4 1 2 kb 41 A (1) B Fh
A RV Bl AR 1 A B 4 i e 3 e 5 S ) JLART TR S w1 RAARAR 2H & R0 43 X DAAE Pl = AR 1) 43 [X
418 P SEILER I b B 3 T HHEE I 5 K

[0083] 3 AR MY, V2 il vl DL SRR A Bk — e 23 X, B 46 451 dn 4 2% G 7
FZ IR AR T B AR TR A/ B 3835 , 451 G 58 5 00 3 SR g A% — B R BN TP A
5190 FIFR 53 A R T A9 P T IR R R ) A G S T R S B R i
B AN B2 7 51 Gt bt SO B AR IR .

[0084] — HILHpIX, % B T Bk AL E IR 0] T X5 X R S g AT gk T g Ay 1 o i
FHI% e 2% TR S A% EF B0 b EAT 3 38 AN 25 TE RS I AL R 7 VRV E AR IR T35 F20144F6 H
26 HIEAZ M E LR HiES514/316,383.14/316,398.14/316,416.14/316,431.14/316,
447.14/316,463H , X L8 LR 2 EB A TN A I8 5] AR IE AR WIS 2, 17
[, % HRAAAE T Bk b, H SR 300 X M HERB R 548 5 1 0 X b A% B R
BFE 5 KU 7 5 — AR5 5 1 5190)F 51 o 1% 51 W0 5 51 o] LA A2 Bl AL IR B4 R A T« B AL
519 7 B S AERE ML AR 0 2 AN [F X 38 25 F AL 51 7 2 o] B3 — R VA A 45
A, A5 L ) A o (1) R 0 B DX 3B Vi R PR S 7 81 LA R B A A 40 B S 25 R4 1) 51 4, 4
AR TEA — € B 2 b iR e iR 0 519 (B, — 2 B 20 L IGC NS & A 37 5k
SEA TR FF PP B 1) 51 P AN/ BX 2 76 MR AS SCAT R 153 350 23 B WL &5 R A0 R0 43 285 R4k 1) P B )
519 o an N BRI AT 2 — Pk 22 Fh IR S B L AN 45 A4k 51 4 mT LU 0 A B 7R
HEHIRYT .

[0085]  — FLAREJI, SEAZ EF IR 19 514050 20 B AT B K B R b 1) L AN X o S A1 e 23R 71 5 451
DNAZE &l = B RAZ AT A R 7 (9 Mg 2+ M 2+4%) | Hoth SR8 B AR L2 X, SR 54 R
i AE N EARE A 5190 7 51, DL P~ A2 5 51 0aR K AR B BN B, Forb BN B A 5
WAL S FLAB R B 2R TG 7 51 o 22> 51 WX it R0 AN T 350 23 1) 38 K RITRE AR e 5 50 o 11
S HANFBIREI, BN BEATR R A B0 XA S KT8] 7E— g
XL T AN BRG] FAE B2 X AR AR I A B R 5] R AR , DA 7= AR A MAR R R M, B
M A FE R TEAL A  AE— S 500, L B %R W AR , 19 9 B 5 — AR A,
FLAE R iy B B I F= A B AN EL AT 51, BA ROV TR R e 4 R BT Ao R e s 1), FL B A 4y
TAE A Bt — D kA DU LAk aE /0 s R it 7 H— /e plrn 2 E .

[0086]  WIEIFTIR , B4 25 T AL 7 F1 1 S A% T R -5 491 Gn B it A% R 5,04 — it 3 43 X 791 G .
R 5029 o WA SC AL FTidk , SEA% P B 508 1] LAFE 5 R i A iR 5043 43 X 1 £k506 I
PR, BT IR SEA% TP BRI n] N BR506 - B0, W EIART /R bR T — a2 AN Thae 741 (il an 7
51510514 F1516) Z4b, FA% T TR508IE L 4E 26 TS 7 51512 45 4, FEAZ H IR 508 W AL 7
SIS 7 H512 0L K nl AR 45 58 I3 2 40 10 B 12 5 18] 5 46 % 1 19 17 510510, 41 i B T 7
I11umina HiseqBMiseq RGEHIFLBNM AN M B HIPSITF 51 WA , FEAZ B B35 51907 571
516, H AT FE H T 51 R A% R 504 1 35 73 52 1 1 B AL B [m NERE A o 4% R 508 N I8
51514, FF A5 14 0] SR 7 51 R IX, 140 “read1” iR 1 5] & X, o F T i I 5 &4
()6 B B 5 R TR G B T AR $5 3 P AEVF 245 DL T, S0 41512 8 8 10 7
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FI510FIRLJF H1|5 140} T~ B 42 22 25 78 BR (1) BT B A% IR v] LA L [E 1 X TBE AN 5140
5140 H1516 7] LAAEAK , B T LA A T S 58 ) 3 028 e 5k B SRR BTN .
[0087] BT 59 FHIS16HIAFTE , SERL TR AE DS 5 R AE ALK , i EIBRT 7~ » AT S VR
5 ER506 FIRE i A R 5043, 73 [X 1 5 & Il AN & S il ) Ks S A% P R 508 A508a E 1 . U1 C
Fim R B T IR IE 2 5, BEATLNER W) 51 P18 K BIRE S A% BRS04 1 22 /AN X85 72 AR %
FE I 224 8 B T T F1E B, 46040 R 5181520 » BRARALFE 5 FE S R 36 4 (114, 7 %71
522F1524) HAMW P FIH4) , {H IR L8 74 AR LR AR SC o o 2 TR AL S R AR IR 041 B, A
BRI 2D F 51 o T S ER AT, a0 b B I B AR T B (1) 52 18 20 8 AR S H 8 AR
AR P HI R B AR, R A, RAE R B W58 R AR 7 51 (91, BEAR s
IR 1 — 3053 ATATT R , A4l ik B AR 7 Z1 1438 2 1) L e AL = A Y TR e, 4] ey
5E T I AR SEbR B BoAb , 49 s B A2 A6 2= BN LI B A o SR T, 70— SRR 36 7 THT , B4R
BURE S AZ R 7 21 ) Bk 37 T T e A1) B HE B 2 B0 R 4 o

[0088] 4 J5 AT LA X 45 S5 TR A A% R Fr BEdEAT R AE , B anidi ot /5 %) o A, B0 B AT T mT BATE %
AR5 1, W EDAT R U, R R N BRS06RE I 3 A SR AZ T IR (B4, A IR
508b) AJ 5| & A BE518 1520 45 il th , PR 3 T B A% H R 508b H B HLNZRE ) 51 9151 6b 1) A7 7E
(HAEVF 2100 B BAFE T 452 o X TR L e REAINE Y, 1 51 27 51516) , B HR S
JrBe518IR Ak, IF HAEAH UL P2 48 5 Bt 5181 & /b — 3 7 I #MAS26 , i Bt 5188+ /7 51528,
HAEFE AR HIH — 3543 I B o A% ER508b I A (i 4k 45, H 3B &8 F BL518
1) SE R T R ¥ 53 508K il o AN AR ST A BT ikt , ¢ H anEIDHR B » A% IR ] LI IC B8 A fFe
RATGAERT T SR s 1k, ) i fe a5 78 A BES 18N 1K S5 % IR 50811 7 41516 1
514K 2 J5 o WA SCAT IR 5 3% 0T DAE I AN 7] (1) 7515 56 B ELFE 9 A AS [R) A% B RN/ B A% EF
FAUII B NS4 BT A8 F IR 3R A B0 o 9, 3 o] DAL 7R P B X 512 9 AL &5 JR s
WE A% TR , LABT 13 R e g i 52 1 5 B 458 1 b X S &l o 45 5%, 7= A 1 R — i B 4
K E R 508b 1 Fr B526 , BLE 25 UL /7 511512 Bt 82 )7 411510 R1 51 X 514 FTEE A LNZE )
JF51516b. 757 51 1) 55— i B0 46 5 28 — A% T RS 08I BE A NS M #MA5 16 DL R B s N
FFA1514° BIRLFF B A3 8k — 3543 1 BN o S8 J5 , RUFF 51514 S L H AP 51514 BEfE 2438
TE—HE LLIE B 73 I e 254528 o Ui N ER AR , PR AN [R) A% R 2 (Bl T BE HLN SR AN [, T
HHIX 2L 7 2 Jo H AN A S 5 5 I T B 49 in TR AE S BE HLN R 90516 (1) A MA F) B AT 571
516 ¥ A2 SRENINEED T F1516b T AR XTI e B H L il ani ) 514, & oA R 1,
HINSEMDAELE TE 57 X N IR S A% T IR A2 5 LT

[0089] I8 I ¥ RGO HE 3 73 i I 25 4] , 4145 ] LA JE— 20 52 il o B 7 S 28— 2l
A, 5 iR 138 LR IEAREE DL 43 e & 25 MR A FH Bl i A 2 A 7= AR 1 R B (il an s
Bt526) A FHEEH .

[0090]  4RJG AT DL A SC AT IR ¥R B 2 N AN 4r X BT A B B 9 F T8 o & 00
AL BN P o R AREAS B BOWR 8 IR 46 43 X gm i , B LLZ R B A e 51 n) DA S T 45 TR IS I A7 78
HJE T K R BB R T EI6 9 an— AN SEFIFTR , PR E 28— RIE600 (] an A4S 7 e
I ZREELE) (AR 604 R0k H A R Y (46021 % B2 606 B A% R 55 % 11 5 H 1 B i) 46 T AL
FERHRA—E s X, i LAk,

[0091]  ZERFAN XN, SR G AL FRAF N LR 604 F1606 LA 3 BT AL 45 — F B 48 — B =
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S, BN EE = Br4H608 610 AL B IA S (B A SRS 7 A1 1) 28 — v B, Hox 105 3
SE SR A BUW AR 28 R BT B AR AR E - AT, 56 BR 1608 R AL P A1l 17 3R
71N T BR AL 6 1000 S AL 7 51 27 3R o ] LA FH 22 REAL I S AR SO ok 22 /e o K &
ANE T R BE A TR o SR, AS 06 75 AR ) 26 TR0k | AR 238 — B BB 28 —
b B AT 25T gkt o SRR b FEVE 2 G OL T, AT AR IS AR BE 2 AN () 28— i B LA AL
FHTF] ) 25 ARG 7 571 o 22 BEI 25 T 0D SCELE A SCRIAR VRGN IA

[0092] ARJG Al A FHE Ik B 11 1uminailon Torrent division ofThermo Fisher,
Inc. & BEAR K F 5146 00 hnsk B A BLH608 1610/ 26 T4 Fr B FH T e . — B FE
EHUF A6 120 H 8 T EATE A B RS, B, iSRGz 14 /6169 firw , 2 /037
HIE F AT AL 0 45 0D, 5F HAT i M HAR B3> Mo I B BOAR B 1 91 AR G A A
BCAH B B VA & ) S B 21 2B B, DA AN o B 2R B0 7 91, 4 e 416 18 F1620 , Heidk
i Al #E— I )E T eA1& B 8RGO AR (600F1602) o T 2H 38 JL PR 20 15 51 i) 7 V2 80 22 45
IR T 11201556 H26 H$2 3 I 36 [ & R 1i514/752, 773, H A A T A 2 id i 5
FHEEAR AN

[0093]  TTI.jifi F U7 v A0 R Gt A7 B mg 0

[0094]  E—/NJ5 T, AR SCHTIR B R G073 T DR R AH I BB X 3k A5 3 514 R
[0095]  JEE LRI () “HE ) [X 35k (B HAT AR B AZE R Y) A2 F 4 5 R 41 8@ i A ST ik i —
Fhol 2 P v % 58 A B bR AN/ B3 RT 35k PR 32 ] 2H AR AT AT — N Bl 22 A X 38 8 o A SO IR 1
VERZR G0 ) R R A B R DO AR AR TN & 1 R R A X S AR S A AR
FELL S o ARSCRTIR ) TR RGO T A4 B A AN R T — 0 — AR E ANk
JE LR (B 5 8 R H) AN AN T LLAN S 7RISR 7 5 2 A 1)
JFAME B

[0096] 5[] £ 114) 18 [X $uf ok wi] DA /B0, 47 25 ] 21 114 7 e 3508 0 B8 1 0 B T AN 2 |l 7 310 4 5 1 X
35§ o F B STt 7 S H AR B A SCRTIR 4 5 VR R RN 2 i 1% 22 TR 2L g R X ek 4 A7 T 2 A
HEHE1.2.5.10.15.20.25.50.100.200.250.500. 750 10003 10000k b A frt) 3 IR 45,355 43 - £
oy M S T S, R DR A B X AL A A B R 5% .10% . 15%.20% .30 % .40 %
50% .60% .70% +80% 90 % 95 % o 7 3 — L sjifi /7 S rp , S X I A R 1-10% -
5-20% 10-30% .15-40% +20-50% .25-60% +30-70% .35-80% 40-90% 545-95% .
(00971 J& W , 47 30 3k DR 4 ) A X 43 DA FH - A 803 8 2R AN A ST IR R AR AT 0 7 7 ¥ o AR S
i B “T 3R 248 T & AR IR AN/ B IR BOF AR A3 T A9 iR 5 53R H AR 2 A
H X IR S E 2 be ) S8 X IR AT A T iE RS 78 ) — S st 7 R h, B RS A
F/50% .55%.60% .70% .75% +80% +85% +90% .95% .97 % .98% .99 % 5,100 % [ L&
DX 35 PR A% R AN/ A IR B

[0098]  Hili3R 5 vkidl s BLFE T8 I vk, oA it SR 1 _E R 3Rk o T Al B e 4
B R AR X 355 DL S B TR J7 1, e A 55 0 X e (e B DX ) X 30) B ) 5
ZERRIRE () 5 H 7 BOUE I8 3E AEAR SO TF I 3R 7 1 b Al PR S8 o B 12 2
TR T WA T T N R REF RS FL A aS 1) B — X e TR VA L AR R R
556 B AR EAZ IR AL IR Be AR A M AE S5 AN B B AR DS i B g AR AT 732 o 7
P RE R B R AR St 7 b, A8 M B R o AR BRoRIE B b A B2 B &5
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A IR X 3 7

(00991  7E 5 —4L75 1, 5 FPE SC 2R, o as 8 F Tt — Dt e i B A B X 3. AR A b I
T HEOLT , X AR HE S R 3 — i 8 55 e AN B T H ) BT R IR 3
B STt 7 2, AN R B 40 A 2 Tk 2B A A o AR IR AR I St T S, A A AT R
[ri] 411 32 2H 1 4 S AE Y v AT DS R AR A ) 0 7 VR A RV SR S, I Hod AR T
ZH A, BN N R4

[0100]  7E s rh , AR 48 A SC R (1) 77 V25 R0 22 40 0 1 00 1 B0 s R 28 [XC 82 4 30
A A0 - 2H A AR AU L 0 AT A 5 v BT A SRR e A R R 4 A B A IR T A
FAEAFR T{EfRoche/NimbleGen#h & T4 757 & (HL4ENimbleGen 2. IMA SN F-4H % 51 F1
NimbleGen SeqCap EZ#M i T-2H %) fF{Agilent SureSelect;=fh fE{[I11umina’h i
TR (45 TruSeq MNexteradh & 4077 &), DA R A A O 0 i AE A e 7= i L
ENRGMTE.

[0101]  7F 5 — L5 77 S, 24 H AR X 38000 2 A0 B 2H 1 43 BB 40 s, T4 3006
SEBE X S A AT DL T e 5 IR AN R R A B AR A ) — S Ty B, A S AR T
FIAS By HAN, T A 5 402 F7 21 B 3 1 P 51 8P AN A 57 2 TR N & 1 7 91 EL AR o X R (1)
WA EAR TR AR “Bi 8 ST BN & I, A SO irid , KR i S
H PR &M 22 1 — AN B 2 AN R4 30 BIG 1E 1 — AN B AN N 17 51 R TE R AR 3R 41
B FTIR — AN AR T N, W 2R R B R FE R AR 8120 1AL A
T X 38202 #1203 o 0] DL ik F A0 B 3 ) — AN B E AN WS R A (B, TR A B
X 45,2021 N & X 385204 F1 /8205 F1 F T 38 71 2 X 35,2031 N 2 1 X 385206) F1H R 4
SR LL A 557 XA 4 A5 U, AL A R T X 320285 20 3 1) Fr BE R A AT AE FH S WA T
[X 3204 F11/ 55205 F1206 5. M TEHE 3K o 75— L STt 77 b, 458 F N & 7 VH 175 i ek A i
T N & TR B K N 3 7 DX 33053 B T B A0 S8 7 o AR IR RE 1) SE Tt 7 S, i AN 6
B eI H BRI N DX, T A AR T o A ) 43 B T o B B (BlEE B 4H)
[0 DX 35, B TH R AE N B X8R 2078 75 8 20 B B vr 2 I A . R gk —
5 VR AR IR X FE ) SE Tt T 5

[0102]  7E—ubsjifiy Sorb , T AR B RO AS 2 40 B T30/ & FIEBHE AR N & FIX
W5 AR I A - X IBAR A o 7E 55— L8 STt 7 R, N B - X S R IR I A0 2 [X 3
R IFZ11-50.2-45.3-40.4-35.5-30.6-25.7-20.8-15.9-10.2-20.3-15.4-10.5-30.10-
40.15-50.20-75.25- 100/ MZ L o 75 1 — L850t 77 S+, N3 7 XIS Rl sk 4h i 7 X
3B 1 £95.10.20.30.40.50.60.70.80.90.100.125.150.175.200. 3004005500 % 1F
R o 7E 73— S s it 77 2 b, Rl o T Horh N & - X M s A S A B A5 00 (B, 125K
PN R AR A T DX AR AR AR MBS ) A T XIS R IR AR R X 3y
R T 2080 T () B ES , #1801-20.2-18.3-16.4-14.5-12.6- 10 T-HsidE . H TR 7 &M
TR B SR UG 0 T35 5, XM & T X IR 5 RV K N & BRI A 7 X
Z B P HIME B

[0103]  7E 5 —RL 5 THI , AN 2 F TH 8 11 Dy L 1) 32 [R] 20 1) ARl s DX 3, o 2 A FH B Fr a7 7
AL P, FE AR SR M) R € A2 BN B 1 DX T R T BT O S R e Y Bl
A0 ) 2 TRV 2E 35 4 B b o 0, BT DICBRAE S BT o S A S R L A5 TR (kb) 5@ AL 41
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HAE S ATAF A AZNE ST R T 7 B A I 22 DR 2EURE o (0 3R 22 PR 2L ) A S — R AR L
EAEEA SMEEAMYFFI B AR 0 X 35k an S ER A, v DL T2 2% 7 41 (B an , N2
HZZ T H) Wil T8 o AE 7 — LS 77 29 R ) B 2078 25 S 1 E i SR Ik DR 2H 1
1.2.5.10.15.20.25.50.100.200.,250.500.750. 1000% 10000 s & fr] [X 15§ . 7E — L& 52 5]
W, 2 00 B 07V B M 3R N & X ROR RS TR KN & 1 X8
53 B T B A DX 7 25 B T 2, PR s ae 5 DX 3 P s 4 0 T A 3R ) IS 4
A X R 467 11 =S LR

[0104]  7F 53 —He s 7 S b, B P v ik DA BB ATL B AH A 1) 77 3B v 78 75 2 DR 4H — 15
i, m LA FH G R U7 55 SCE IR &), HoA — B SO R kbl R X 35k, T VR A 4 ) e
LR 100K DA 3R X 48 o £F I3 — S5t 77 S8 b, 4 DU v 278 75 SCE v 49 7E JE DR 2 9 1)
A7 Y PN A R A — 5 an , TE AT AR A 2 R ZH R -1042-5.5-200,10-175.15-150.20-
125.30-100.40-75.50-60kbf] [X 35, . 7% 55— L5 v, A SC Rk i BL F 2078 25 s e gk
TR A R R A 2159 . 10% . 15% .20% . 30% 40% .50 % 60% 70% .80 % .90 % -
95 % o 4N LB MR, X M BL v 78 25 4l IR T VRN AR R R DR 2 N B X RSN S X P DA
AT RE— 507, i .

[0105] 7 5 — LS 77 S8 v HARYE A SCRT IR W ATART 77325 , A BH 7 v A A FH B A ST =2
W 8 WA SCHE— 20 R I — AN NRHE B R T B P2 o IR B R BT B AR L i
SCREER NG BAE B IR 2 51 (SNP) [P1E Ol o a0 b ST IR 10, AR ST fd I ARE “(5 5 1%
SNP” J& 48 4 & (I SNP o £ — Se Sl o, PHSC BT H & A (5 S HESNP o A ST AT AP “§E X = 3
e A 5 A H 7 51 IR LE X AN P21 s i d T Re s vr R e 2B &= 1
I I 17 (] B gl 2D Pl 7R PR A i (AT P ARG A AN A AR AR D0 A [ 0 79
[0106] i , 0 T F) F R0 A A VT 732 B AH ST R A v D B4 oo ik DR 20 4 [X 33 (1)
RESE 7 HI I TH 5 38 T 7 S [X 33 A7 7E BRANAE B4 S 1 SNP AT/ BB L6 A5 5 1 SNPI) A7 B
KSR 1 T R0 B T H 0 — 5 RE ) s A9 P 150 B o DRI ZH.80 1) X 38 mT LA B 45 41 it 1
(8027H1803) o 7£— 2L il , {5 BAESNP 804K AL T-4M i ¥ (802) HAHANN & 1 Z [BI A A Ft
TEIXFERIEOL R , T UK P SO B A B G AT X 8 5 1 L F 2 PR B A — A el 2 M TR
(805) FIHRET - 7EH AR 7E AN E T FIAH AR A 2 1 (806) Z 18] 114 i Ab % A5 15 B P SNPF) o — 4
SEAGI R P EE R DA TE A B RE R X AR I SR T I N AR I — AN AL E (80T AIB08)
R ET - ARG A7 B A 3% Hb B0 HE 45 B MESNP , (H 2t ] DUAR 4 75 A 5 H e SNPAI/ sk Hoe /i
G| o 5 Ho AN T-8037E AMME. T P 3L & {5 S HESNP 809(H 781 S Ab e 15 )5 4SNP 75—
Se s g o, BT DUREAE FE R TE A B FE X AR & I LN B 810,811 FIS 12 #RET , ix 4t
A B A FEE S AEEE EAESNP (BLAARYE 75 Z R H e 751 FIREH

[0107] #2677 [, Ad FH— > Bl 2 AN N RFAE R B vH R EHE SO R 2 R B ST 2 T
S NREAIE DA R 25 X 38 F e Pt ot o 1 A Vs 3 3 IR AL ) RS B A B o i il o 2 115
2 PESNP 2 8] f) [aI B , AN A2 3 T N & T RIS B T B B SR T , G0 S R AR A, A SO A o
THET W& T MANE 0B R BT A 0] UL 5 258 05 B SNPI AniE H % 1T
VR A S AR RS A T A A B N RRE BRI R TR ZI LR R S AT AT A - Ab
B HNE TV EREX AEEESNPIAL B, LA EE 75X (B s & GO X 38) & 22
o FURE A% BRI B
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[0108] S TME T4t , N SCUAAN I AT B8 St 5 3R 1 018 v IR T ST R A [F] R
fiE o G0 S ER AR, A SO 18 BT R EREN SCPE , To i A2 A8 FAT ] S v h ZE &I 2 AT IR )
W B R B, #R 0T DL s B sl AT AT 26 A A FH o T H b 2 R 4 DX 88 DA S
st N FH R EE B A DX 3 ) VR P ot Bk B4 R T 22 5%

[0109] 7 —uEsija /7 & A , PR EHTH SCRE VT 0 BLHEEE X FE 40 78 A A & B (5 B PESNP
(1) AT B R 1 B DX S PR A o X IR AR T B FE B B 2 (15 R MESNP AR £y ) B FE 1 B4
VA5 R ESNPI — /N B2 NI S o 7F o — He St 7 S, PRAEH I A AR T DA B 42401 A5 B 1
SNP, 8% # LA FE (S B 14 SNPZ)1-200.10-190.20-180.30-170.40-160.50-150.60-140.70-
130.80-120.90-100NHi 35 ) 25 55 43 B T

[0110]  7F 5 — e 7 S Hp , REHH ST PEBLHEET X 5 AL IR 43 T 10 ~F 30K B A SG I e e 2%
FEE 1 DX 3 R A o 481, ] DI ERET B TH DA B 6 B 271 5 8 LU R 2 A8 AL R 2 1/ B )
PS5 B A B x A R EE, Hodx T BLREH AR T71.5.10.20.50.75.100, 12515085200, #H
X} T A% R PR K B B IR S b () % B 38 I 1 B AR (R R 43 - b ) B R R RS I e
TXRE ) 77 v ] DL e e 1) X o A 35 45 B SNP I T e , DR gk — 2B f T R
S 4 1) 3 IR 2L ) A X P

[0111]  FEH A (FERFAK) 7E45 2 B AR X 3 5 B SNPROREREA S B oL T, IR %
P 0 5 55 AR AT DA 0 o RS (1) X 35, 48] 4 A ST I 11 05 8 1) B F =78 55 77 v T T
AL I JE P E] B 5| SR o 7R e STt 75 2, (R BR 14)  BE mT DA 22 Stk 1, A Ak
DA S 1 SN[ 326 S [X 3l H () R4 () ol 110 5 B2 L 2 A (5 JE PR SNPIX 3 (R R [T BE R 1L 2.
5.10.25.501%

[0112] 78 5 —S8siti 77 S b IR S B Bt AN S TR R R (5N AN & 7)) N
(45 EESNP 2 A1 o 1215 T 7 V41 5 70 S 7 B 4 3 S 8 5 2 1Y) 2% 5 SNP LA L [ F) — 3 1
B/ MR B — b X FER B i AR S AN B TS RSN H — AN S AN RSN E T
SNP PRI SE AR L )V, o 75 26 K] v 45 L1 NP2 [ 14D B I T s [ i 3

[0113] S E A S LT T ¥2% o 1A A (UAS 0 326 IR 2 Py — R IX 3, 177 EL 70 v/ 32 [R] 2 &5 4 A
b (39 B A7 AN IR il A5 PO A 00 AR 52 AH o 388 3o Ay R AT AR SR AN 6 DRI AT DA S A, TR e el DA
AL T IR 1) T 150 46K 22 B0 TR il A S A 3 A T A D R0 5 AH

[0114]  FEIEsb s 7y rb ot BARYE T Lk B PH SO T M L 20 1kb 22 2 2Mb ) i 29 51
AR EL  AE s 5 b, P B N Z1-50.5-45.10-40.15-35.20-30.10-50kb.
[0115]  7F 7 — LSt /7 R+ , P BRET AL M) A R 1 B N 292kb 2 £9250Mb o 7E 7y — LE 5K
Wi 5 i, BN Z110-1000.20-900.30-800.40-700.50-600.60-500.70-400.80-300.90-
200.,100-150.50-500.25-300kb.

[0116]  FE—2Esjti 77 &b, BT HEREHE S , {815 2160- 95 % IR 5 56 15 S 14 SNPK)
FFHNHRAE AE J3— LESLRt 77 e, R SO B A AR SO 2965 %6 -85%6 .70 % -
80% 60-90% +80-90% +90-95% 95 % -99 % I FREF 515 B SNPALAT o 7F 57 — Se sl 7y
o AR E SCEE T E /065 % . 75% .85% . 90%6 .91 % .92 % .93% .94 % . 95% .96 % . 97 % [ #R
BT 505 B ESNPZRAZ o WM R AR, Fp 1 11 o8 “ 545 B ESNP 222" RS B AR IX B IR ET 5
FLFEAS B ESNPH 7 21 X 3R 4428

[0117] 78 5 —S8siti 77 S b B PREH T S e e v OB FE A 0 A7 T 22 DR ZH R ot B8 v 1)
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AT RIS T 115 B PESNPI 2 AMRED

[0118]  7E 5 —esijifa /7 S+, W FTidk SCE TR T 9 A4 ST 2 o (1) K0 4 R E T S TRl B T 21 -
15.5-10.3-6kb) {5 B SNPAAT o 7F Ty — L8 St 7 S8 Hh W R e SO I R 2 Bt it —
A A 5 IE MG IT211.3.5.10.20.30. 50kb ) {5 B SNPZLAE o

[0119]  7E 5 —2esjifi 7 b, W THREN SCE N I 2 NMRER X T HAP /N BT 5K
T2 1A H i 5 15-300.10-50.20- 100 30- 150840 -200kb P AS 77 LE 15 8 14 SNP ) 35 K] 2
FEM RS 53 W Frid 2 AN REHETH 9 TE R B IR SR & IS EVESNPAR 4252
[0120] 7 5 —2esSjifi 5 R, W THRET SCRE N I 2 AN RED  AE A5 X T 0~ BT i BE 5 20
A By Herh RSN BT N AR AE 55— 45 Bk SNP I H ik 55— {5 B SNPAL T 5 AHAR A &
TS AER5-300.10-50.20-100.30-150840-200kb, 31 B AEAHAEN & F N fELEAE (5 4
PESNP H Tk 55 — 15 B SNPAL T 50 A A BE10-50kb AL &, FTiR Z MR N 55—
5 IR M SNP 5 2 A5 2 P SNP 2 1] (14 326 R L il 1) IX 34452

[0121]  7E 7 — 2L sjif 7 A, Wi R EF SCEH 1 2 AN RE , 435 T 2 /05-300.10-50
20-100.30-1508%40-200kb A~ 25 15 J2. P SNP I 2 D5 25 & (R0 B350 43, B BTk 2 AN ERET BTN
££0.5.1.38%5kb15 ik 3 DR ZH A it P IS S 5 o J4 38 o 7 o — BB St 5 R b, B ik 2 A

BRET T R A R R 4 L B TR B B #4340 .1.0.5.1.1.5.3.5.10.15.20.30.35.40.45,
50kb 2448 .

[0122] 7% Oy —2esLyti 77 Z2rh , Wk BREF SUEE N I 2 M REE 1S 0 T H P AN T 5 N
T Z I8 115-300.10-50.20-100.30- 1508840 - 200k b 1] 341 Ft PN AN {72843 2 1t SN B K| 26
FE i B SR 23 5 BTk 2 AN R S R AR T - & TR T — e i S B SNP 4%
[0123] 7% 58St 77 S8 b, R4 SCBE A Bt A LAIR LIS S0 TR RS RS B % B2 ()
LA T () B DR 2R i X A S R %

[0124] 7% 5 — S8t 77 Zeh , R PR SCPE R R 1 78 25 30 [ 5 B 5y [X rh B DRI 2H A ot 1)
IEILIR Fr B 93 1 IO FE 2 A B G A6 453 e Lo 9 R A KA AL IR v B oy 1R 7 VA
F B A /N8 55 30 B IR ST

[0125]  #F i —R STt /7 2 H , AL BRET S LA 78 5 25 DR 2EL A ot (1) 30 2 o 76 o — BB S i
T A, X T v i P o 1 DX R T A SR SNP I X dk , 78 G 11 % R DA BRI
I EHO T P ot &2 1 DX 88, % BEWT DR — 2P B vy, AR ORPS H A DX (RS B
[0126]  #£ 58St 77 S b, IREH SO LA B R DRI A A i 1) — A B 22 N B8 40 PR AR AAE 1T
RN RFAE , 735 T B A v Pt o ) 330 40 » 3R 4T SCE L FE 7R AN B T RN 2 T Tkb -
IMbiZs 5 P 5545 B SNP 2 A2 [ FREE o FEIX PG T , TREF SO T Lt — DB 6 7E 4 M i 7
W T 7 110-500,20-450.30-400.40-350.50-300.60-250.,70-200.80-150.90-100kb
W 515 S HESNP A AE

[0127] 78 58St 77 S b, IRET SO LA B R DRI A A i 1) — A B 22 A B8 40 PR AR AAE 1T
SRAPVRFAE , {54350 T Horboly 20 T A9 B K 2 o0 A B s B9 i B BB 2, R T4
100150200+ 250kb , #41 SC FEAL S 5 43 b 22 2/ 50k b A5 B SNP 42 A2 O FR &L o LE X Pl 1
T R S BE R L — s B & 205.10.15.20.25.30.35.40.45.50.75.100. 125,150,
175.200kb1) 15 2 PESNP 22 AE I HRES
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[0128] 7% 58St 77 S b, ARET SCEE LA B R DRI A A i 1) — A B 22 S B8 40 PR AR AAE 1T
SRENPVRRE , 7550 T H A R0 B2 1 ¥y, R SO B R LkbI AN 8 T~ W& 114
SN 515 B VESNPAAE B IRET  FEIXFE L T, RE SCEE T DLt — D AR RSN BT - N & T
AF2.5.10.15.20.25.30.35.40.45.50.75.100.125.150.175.200kb P 515 H 4SNP 4+
L RET AR PG OL T, SCER i — DI 5 ANE 7N N & N B & 145 S 1HESNP
AT HIRET

[0129] 78 5y — M8t 77 S b, ARET SO LA B DRI A A i 1) — A B 22 A B3 40 IR AR AAE 1T
SRENIRFAE , (430 60, 3 JE AT B) X SB35 2, AR SCPE L & S TR B 2 /01.2.5.10., 15,
20.25.30.35.40.45.50.75.100kb 5 B SNPZAZ I3 %T .

[0130]  FEAR TR T E R E T LT T8 B it e T 5 a5 A
BB DX I B AR AR R /N B 8 i b P , 88 A R B HR A R ) PR A B B AR 3R 4 1
(fan, W) W SERL T TR IRET « FEAZ H IR IR 1T UL S H AR EE XS0 1 7 51 B AR , B BAT
AT DA S5 X308 MR ) DX 38 EL A MR 8 2 30 12 A DX 3, A4 i e X 38R A X I o 2 AR [R] —
BN AR AR TE R 8 1 S P I DX 3 (g an, 0 5 1) 8T R R X I

[0131] P 2 2HA 3R 50 7 0T LU o] T I HEAAR A 1) & B o 5 18 S H 2 S8 AR AR 1Y
AR 3R 2 T o 30, A SCRT HEIN B2 AR R B SR F R AR (B EAR T#
PR R S AT 2R BR) 1) [ A SR ] FH T4 SR S L B 458 1 B o B R 43 10 AT A 4
EARTAER/ P HESIAEDRED DU/ PR EANEZ TR T4

[0132] 7% 5 Uit 77 Zerh W SEAZ B IR TR ET 340 T LA & & T 5 R X Il e 4 (X
SR X 3 2 A AR ART K T o FE — S St 7 R, AR AN ST i 7 R A A I B A IR AR
B30 - — B0 55 35 ] 2 110 B X 3k 2 12 Bl 5 L X 3l B 0 1) X 3 A8 1 35 4y — Il B 29108
21150 MZHIRK B (B, 35 MZH IR 50MZ TR - 100 MZ HIR) , H HAt ik # 8 5 H A
B PP B R S 1 A58 o A Ty — B S 7 S, SEAR E R IR o B A KN Z)5-10.10-50,
20-100.30-90.40-80.50- 704 % 1 B& [ FE o 0 7 B AF PR 5 AS ST IR A A AT 35 4% 1 R AR A
5 320 ] L ERNADNA JE R SRAZ P R 151 WIPNA L LNAZE B HAT = AH A

[0133]  ARCPATIRRITTiEM RGN AT, 3 3R B SR DX I AE 4 3R 2 A DL AR 7 kAT
ALTH, 5145 RIS LEJ58 30 X800 280 BRANEAT I 0 A 2 5 AT DR B8 S 6 8 X 9 1Y) SR 4 73+
5 KR E BRI B T HR 46 7 1 s GLRT LT eI B 1 B 4G Gy i a4 £
A DX 38N / B R B XL 4 DR 2H b AR TR ) 67 D) B RE D $ T — FhNE AL 4
T H A R AAE B 22 5078 5 72 0 28 R 40 X 3k A5 7 7145 B 5 5K

[0134] g4, —Se L PR BRI &, HORK DL & T AR A8 H o 5wl B P HeAR ,
) A5l P 5 R R S UL B o R 15 DR ARl 2 LA ) U P R, R e AT R A iz
B A AT S D R A o R T 5 08 R A P P R 155 B R A B 0 3 R 2 ) K X3, [T L 7 2
DRI FR T an K SR B EE R R 51K B, B GO B A& 5 K N 5 1 1R A0 S5 1) 485 A R T K
DARAIE (1) X 35 T B TGV A I S8 FUEOR IRAE B SR T, FEASC T IR ) T VA R G
I8 H 8 R AR SO — DA R AR LR T IR B B AR X IR 7+ S Rk, T
DATE 22 DR 40 149 i AR [X 3k b JE B0 B2 o 191 4, an B 2B R B U B, B R 7y 207 B & HE K
W& IX (208) IR FME - (52 2%)  FEARSCITR IR I3, ML TR 73 1207 53 A1 21 H
H WS X211, 2805 Bl AN F B S B AN B AN & B A EE 5
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AR By B () B — A, {45 A BORAS AT AR P 1AE B AR 5 T U & - HeAE Horp
AR E ST X, R A Bet o] 5 g T HOE B B MA R IR 4 1207

[0135]  —feskeiit, Hf HUnA SO — 20 R IR B, 78 v B bRt 2 5 » ok B AN A 45 X 1
Jr B 2 A AR — S o SR S5 ol DA B Im) il 3807 VR A 2 gk — 28 o i (9 ol /) 1) B
E A B PR X IR Fr B 72 B 2B s B S vh , B A ) VK ' 4R i BORE A4 AN
REA SN I — 5 BB B, HASHSRANE T 5 W& 7 2 MR X 88 (5] 40209 A1
210) o R, 22 B PP 1 e 26 i BB B 4R & AR 1340 1 v B, B IR e A0 I 1 K
W& X33 BR T o R 5 AT DAASE P 1 B v R 0 S 0 R R 25 08 1% B 1 v BB AR 1)
P50, 3 BN EEAS 7 Bedl s ic JF B R e nl )3 )@ T H R G 9 715 5, B H JFIE MR R 7
¥, F T HUT A AT APHEAE — R AR O T A B 7 2 TR Y 58 RS B o B — 2Lt 77 =
HTHEREH — AN ZANEF 2 EGT o 1y B 5 ik — DNl 2 N 1A 5
) — A2 A BAb AR BT B, HEHAN S T — D2 A5 55 A0 8
X33 B5es M _E ) A0 5 A AR B I 1 R A RS (X R R AEAE A SO AR “N & 1
TH”) AE 7 — s 7 9, TR & F &5 ei o s 8100 7 BB 5A4MNE A
S HAMOEMA & F1H,

[0136] R B Jo I 4 ¢ 1) L DX S8 1) 43 1 15 S5t R 6 738 $2 4 Fo v 0o B PR AH () AN R 3R AIE X
WAT I T AR A Wk B AR, NSRRI A B E A otk (B45-10% , #9541 4n
AltemoseZs,PLOS Computational Biology,20144-5 H15H , 55104, 555 80) ¥ AR .
RAEEFNRAEA R o 2575 2 0 10 0 R 1 Lo ik 2% XS0 B O 2 JR Bl e e B 3 o7, 2RI
TS 22 R B A 03 g G CEAAR 1R R o 358 R 2L PR 3 Pt 2 350 2 55 A PR 8 5 A PR P 00
ARARKEPURG B RAE 1Y &5 PR AE o B I SR At B L R A0 i 3 e X 30E 245 BRI RE 1, AR SCHriR
ITTVEFRAL T SRVFXT IR e R AR A R X 33t A7 0 7 1 77 K

[0137]  fE—sEsfml b, B b 1) 28 T 32, 036 v Bl 38 L 70 XA DL & 05 = TR R 4]
DNA) 7775 , AT T B0 (R 21 B [X 33 1) s 22 BRI 78 75 o 18 0k 5038 FH 40 8 R A X3 )
TR BE , A AAE A STA FF I 77 150 Z 40 H A M IR 1) i 22 B3 AIR ) 78 5 o 451 4, £E — S8
OLR AT L R0 R 2H 1) JE 6 XS8R B ST R A 0 T ks B IR o, 49 a0 mT 5 B R 2
HH 1) A XORE T T 5 X A7 AR 22 10 6 B 151 GC & R Bl e 45 A AR A 1) X3k o 783X 17
T AT DA AR S DA B A 0 3% AL 7 i X 8 AR B - e ) U, BT RL BN B S I
THAEAA DL ORCE R I () B ¢y BRORE A vh 3RS R B8 08 1) 5 IR S IR o [X rp 1 2 PR 2
)R X 3 Fr B o AE — e STt 7 S Hp A X AR 45 N AT DL O R AT A S —
s 7 Z A, M5 N] DLE B 1 A 40 B - 250 e R 3 AT, A5 m IR i A1 2 740
R B R S I A 7 e XSS M S

[0138]  ARSCPATIRRITTiEM RGN AT, 3 3R 0 SR DX I AE 4l 3R 2 A DL AR 7 kAT
AT, 5145 RIS EJ58 0 X800 280 BRAN AT I 0 A 2 5 AT DR B8 B 6 8 X 980 1Y) JER 4 73+
B 5o WA ST — B VAR 1, 4 e FE X 380H J& T = B 4G 4 11 =t GLnT DL FE AR
P51 A G AR B G o AR [X 33 A/ B i A X 37 4 22 (R 2 A AR TR IR A2 ) ) 11 g
FIHRAE T — i A ASE A% G I 7 45 R iR A A ] 22 B 5 2 1A 2 DR A IX 3R A8 2 2 B O
o

(01391 54, —Se L PR HAA K AN &, R DL & T-ANBe A8 FH 5wl B P HeAR ,
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il Al B A G A T B AR B A S5 P o A 1 R 15 DU R S ULk SR T 5 76 AR STl (1)
JTEA R G, 38 B 1R R IR AR S — P T AR AR O R O B X I8 43 1
T 5o DRI, AT DA 22 R 4 1) e Ar X 3B T i 482 51, an P 2B R R PR B I, %R 2 1
20T AN & T XS R W A 2 (256 ol 18 I 7 BR MG A RE S BN & 1
(1) FE B DASR O T AN A B 2 TR 58 RIS B o FEARSCHTR ) 7 v IMARZ IR 431207
Sy EC R B B 1) S EUr X 209, 285 B Btk S AN EL B i B S A AR TN B AR
53 o R EL by B () B — AN b, 43 W BORAS AT e 2145 B AR 5 vl )3 g T
TR A B U X, SR Bt a3 & T H R B 0 MA IR 70 1207 . — ik i
I B A ST — 0 VAN IR 1, 78 B fbRic 2 S5 » SR B ARy X B B BEg A R — ke
SR G AT DA R 1 4 3R 7 VSR AT 8 B gt — 28 a0 i (il /) 19 BR AR = 4R 5 H At
X351 B o £ B 2B s B S vh A B VK & 4R i BORE AR DL IR S R b 2 —
[ — 3R 3 () Py B, AR AN S 3R A1 7 2 SN X A8 (1209 F01210) o TRt , 8 7 00 ) 5 24
Fr BB B R SR HARSMNE 09 B S8 5 AT LIS A 6 15 X v R R NP R Sk 2
ZE R BRI R A, I LR Fr Beibn e o HLER e mr 1 8 T R G4 11 5%
B H R ABAMAE AL IR 53 1 BT 51 W HF A — R LS i A N & I KT (FE — e 5L 43
W, K FE RN 21,25, 10805 2 ThE) , Mt oe T AN e FIERFAIE R
[0140]  4n b FriR , A SCHT il B9 77 V5 M R 48 A KA BR B R s BT B $R 4t 1AMk oy 73
5o WAL AR Y, M 73115 Se 184 S BUT Z1 2 AP 7 F11 5t 91 1 5 A8 41 BT v
P AR 22, A B TR S HUT B A B PN, ] S0 3 o 0 A A B AT AN B 8 70 e U 41 1 4
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R FE DRI 2R L I BTk — AN L2 AN A SRR I MG B

[0247] 64 . FR¥E S 5 63T IR 1 775, FodoBs Bl BREF ST R I 2980 % 2299 % (1 R4
Wi A5G B HESNPRAL .

[0248]  65. R4St 7 63T IR 1) 7 7%, oA B Bk 8R4 S R 1K 2465 % 2285 %6 [ R4
Wi A5G B HESNPRAL .

[0249] 66 . R4 St 7 R 63T IR 1) 7 7%, Fo A B B BREF SCEEHR I 24970 % 2280 %6 [ R
Wi A5G B HESNPRAL .

[0250] 67 . R4 L 5 63 AT IR 1 715 , o Hols B BR % S R 1 22 /65 %6 [ PR & it
N5 B HESNPALAL

[0251]  68. R4 5L 5 63T IR 1 7715 , oAl B BR % S R 19 22 /75 % I PR & it
N5 B HESNPALAL

[0252]  69. R4 L 5 63T IR 1 7% , o Hls B ¥R SC 2 R 1 22 /85 %6 [ PR & 1 vt
N5 B HESNPALAL

[0253]  70. R4S 7 63 AT IR 1 715 , o Hols B BR % SC 2 R 1 22290 % [ PR & 1 vt
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N5 (5 B HESNPALAL

[0254] 71 R4S T =63 TORTIA M) J5 ik, o rp BT b A5 2 SNPAL T T I 22 [R 4 A it 11
FIT I ¥R 5y A i AR L T AT & TR .

[0255] 72 ARHESL T 63 F TORTIA 1 77 v , Forbols Bk ¥R 4 SC e vh 1) i il K 2 B0 &t
BE— BB N SRR T Z01 T3t E 2915082 (kb) HI15 S ESNPALAE

[0256] 73 . ARHESIL T 63 E TORTIA 1 77 v , Forbols Bk ¥R 4 SC e b 1) i i K 2 B0 &t
B N 518 B T 215kb 2 £910kb ) {5 B SNPZLAE o

[0257] 74 ARG T 63 Z TORTIA 1 7732 , Forbols Bk ¥R 4 SC e b 1) i il K 2 B0 &t
BE— Wy 5 18] B T 29 3kb 2 16k biK) {5 B I SNPZAZ .

[0258]  75. ARSIt T 63 Z TORTIA 1 77 v , Forbols Bk ¥R 4 SC e b 1) i il K 2 B0 &t
BB N S 1E BRI 21 1kb IS S SNP AL AL

[0259]  76. ARt 77 63 Z TORTIA 1 77 v , Forbols Bk ¥R 4 SC e vh 1) i i K 2 B0 &t
B2 %t N 5 E B T 213kbIFI {5 S SNP A AE .

[0260] 77 . ARt 77 63 Z TORTIA 1 77 v , Forbols Bk ¥R 4 SC e vh 1) i i K 2 B0 &t
BE—25 B 5 18] B 20 10kb {5 B ESNP A4 AL

[0261] 78 ARHH Lt 77 R63ZTTHTIA I 7 v, Forbols Bk ¥R & SCHE N I 2 AN REFIE— 25
WA AU E A G L LR & — a2

[0262] (i) Xt FHAESNE T 50 & T2 AL T 105 50kb P BEA {5 B SN ik
DRI ZELAE it R0 2, 4 T I 22 AN EREF 10T R FE SR B TS 3 S N 5 7 P IS S 1 SNP Ak 44
A s

[0263] (i) X FHATEAN T 7 P AFAE S — 15 EAESNP B AT IR 55 — 15 B 1 SNPAZ T 5 AH AT
W& T B G AR 10 2 50kbAk , 3 HAEAHSEN & W AFAE S8 A5 B ESNP H ik 28 — (5 &
PESNPA T #E AT i 12 5 1022 50k b Ak Fr) At 328 336 DR 20 K5 ) B350 40 K BT ik 2 N EREF LT A S
FIT IR 55— 15 B SNPRI TR 25 A5 S P SNP 2 1] (14 6 DR 4HL A il 1) IX 32452 5

[0264]  (iii) % T & /D102 50kbAEL (5 5 1 SNPI I i 22 DR 2EL R & ) 330 40, g i ik 2
ANEREF BT RE0. 541 38 5kb 5 FT I 5 DR 4 il 14D A e 8L 5 3 2

[0265]  (iv) X FHAFFESNE T 5N T2 BILFHI10450kb N %A {5 21 SNPI BTk
DA ZELAE ot R R0 2, B BT IR 2 MRS BT A S R TR A 2 - & 7 5t N — &3 g
SPESNP AT .

[0266] 79 AR¥ESLHE T RO63E TSFTIRII J5 v, Forb BTk ¥REF SCFE A& Wit N LSR5 4%
TERD ) 1245 S5 100 55 5 5 M2 4 S5 7 10 o 28 DRI A ot IX 3 4 5 R 4R & o

[0267]  80. MRSt 77 63 Z TR IR 1 77 v , Forb el BT iR ¥R 4t SC e 3R 1) 78 5 Y el 5 B
T B DX HH (1) B I 2 DR LA it 1 B A B P B 20 7 A B A3 A R L o8 760, 5
o LU B KA RAZ R P B 2T 1 7 v A FH B A ¢ /N7 i Y R PR R A S

[0268] 81 . #R¥E5LE J7 K63 Z80FTIA I J5 v , Forb BT iR ¥R ST 1 %ot v i 366 DR 41 45 o 114
FIT IR B0 23 16 78 T 3R AT AL, I L ik 5 DR 4 it 1) B I B 40 B B S T (X
[0269] 82 . AR ¥ J7 K63 Z80FTIR I J5 v , Forb BTk ¥R4EF SO B A ol JE R 2H B 5 1 i
R — AN AN S I REAE T SR R0 R AR , 845

[0270] (1) %F T HA = B 1 i & 1) 480 43, ik IR SCPE L & 5 A B FN & T
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(1) 1kb 2 1IRBIE (Mb) P 1945 S 1 SNP 2 A 4R L 5

(02711 (i 1) X TH A Frid iy 208 7 B i K B2 20 A B e B 9 9 K T 29250k b i B 1
BES Ay S T BRET SO AL 5 73 B 22 /D 50k bIF) {5 B M SNP A AS I HRET 5

[0272]  (iii) XS T EA(KERE GRS, R RE CEAE SR - N& FiaR
1kb N A5 2 PESNP A2 (I ERET F5 A1 81 N A 21 N IOAS M SNPZR A8 [R #R %t

[0273]  (iv) b T E0 2 R DRI TR) XA 30 20, Bk B4 SC R A5 5 DA &2 /D 2k b 1Y) i 25 [A) B
()15 B SNP 4% AS I #RET

[0274] 83 . AR STt /7 Z263 R 82T 1) 7%, HoA IR (d) H3k 151 Bk 7 4145 B & ok
FUL R — A2 A RS B R Bl S 3 BRI i AR,

[0275]  84.— P IR R AL o B — AN AN RS 345 7 AME BB 77, BriR 7 VA0 4
[0276]  (a) $& At Bk 22 (K 4H A ot KD ML R 20 7 5

(02771 (b) B Frid MEL IR 70+ v B AL BLIE 2 A i B, Hoh AN ik v Bt B 3 %608
5, F B H Ak B B —AMEZIR 7110 7 Bo & L F 200805, i g a4 Br S Hpili A
IANRIZIR 53 AH IS B 5

[0278] (o) i FTiR AN Fr BUE 42 &6 Fivids 28 R 2 R i 1) i ah — AN Bl 22 AN S 20 10 F B
(02791 (d) BEAT I 7 S B LA 45 5 I i & 8 24 v B 27105 AT AT 3R 2 R 2 it 1) ol
=L Z AN EEE SR AT AIE B

[0280]  85. 4R St 7 R84 FTIR I J7 ik, Hrh FE ik iy BLA AP 3R (b) 1K 5% T A s 2l

P& MARLIR 50T o
[0281] 86 . HR5 St Jy S 85 FT ik 1) J7vk » L v A FH e e 54 B ik 2 FEE A in 21 B iR A4
RLIR 1o

[0282] 87 RSt 5 S84 I i) U532 , KL AR v ik P BOAK A R I PR I 26 65

[0283]  88. MR4fE Sty SEBTHTIA I U532k, Herb ik i BAL B 1520 3R

[0284] 89 R¥fE St /7 584 88 PTIR A J5¥2: , Frh il v S 2D 9 (o) LA B AT X ik ik
PSR it F) I — A B 22 AN BE AR 20 B SR BT S

[0285] 90 HRHH5 5K Jiti 7 ZE 8O FIIRIK) U5 2k » Fe rpoRe i g8 4 S I 45 21 45 5 7 o0, F HLAL
FEFTIRBEAT 2B IR (d) Z A0 38 I Pk 45 5 8 73 5 B iR il 3R 38 73 22 RV S S Al 3R e ik e B
[0286] 91 #RHE St Ty SR OOFTIR 1 73k » Fo b i 25 & 8 73 5 i i sk 8 7 18] 1) i
J S BT P B g AE AR T

[0287] 92 R¥ESL i 7 S0 =N FTik i) U532 , e Frid 45 & 8 70 0 5 AR =K, T ik il 3
A BRI

[0288] 93 R¥fE St /7 584 92T IR A U525 , Fr i I e e B2 328 BT FR K B e 3
B PR Uy S5 S AT T A B0 e e oo

[0289] 94 AR¥fE St /7 584 2 92T IdR 1) 52 , F o BTk M e Jso 7 2 e T3 B e s ik 2 M P
SR o

[0290] 95 HR s S it /7 5884 2R 94T IR 1 5 2%, Horh gy 34 v ik Fr B LAAEAS P 1597 48 7 M g
LA S I St oSS T AR
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