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Lo — PRSI AR AE T 18 732, P 7 V2 4

W2k B NI DNA FF 5 P 1 2 A e 044 7 21 L 55 BT 3 e (044 e 51) B AR R B8 5 | 0 0 3
WU Z A 81, Hrp ik 2 409 38 F AHIE, 3F B A prid 24918 1 55 A i
s ERIESIRI 24225 Qe TS

AT [ Y DA 8 PR 2 N9 3511 2220 3nt X HFIERIT 4

28 BB, B 1 A AT IR T A1) 5 R R A R (R R b i 5 ERL A 7 4 DL .

TR R 2 JE R R B VSR 38 40 E

Lt 52 UG i 3] iy 3 Ay o G A b () 2568 PRI A JE DR SR 9 388 T4 H S UL RN BT ik 225 Y (1
P BRI A R R R 3 4 E -
 WTRURIEL SR 1 BRI 7%, o ik S v g i 2 ek 21,
- WTRURIEL SR 1 BRI 7%, B ik v g a2 e g 13,
 WTRURIEL SR 1 BRI 7725, B ik S v g (A 2 e g 18,
- WTRURIEL SR 1 BRI 77, Hor ik S v e (o2 X etk
- WTRURIEL SR 1 BRI 772, o R Sy e o fk 2 Y etk
 WTRUR LK 2 Bk 0725, e ik G v (1 2 b — A Sk 21 FRE IRERGER
DX AN R E R AL A1 TR

8. WIRIHIEL K 2 Frik i1 732, Hod ik G v i 22 /b =4 B3 g 21 E IR )75
FHVEHL

9. WIRCHIESK 1 BTk i 732, Hod ik G 12 180 MgEXT sl 5 /b

10. GIBRCRIESK | BTad (7732, Femh ik 5 1 B 6 58 — 5 [ A28 514, Hodh Brik o8
—5|¥EE SEQ 1D NO :1 HATAREE — 51488 SEQ 1D NO :2.

11, IACHIE SR | BTk i 77 5, Hod Bk DNA BE 5ol B 3F 4% 2o 35 HFT ik DNA B A4
BR{A DNA F1fiE )L DNA

12, GIRCRIESR 11 Pl () 7535, JLrp i DNA F 5ok B I 2% o

13, WIBCREE R 11 BTk i 53, A Frd DNA F 5k 3 I o

14, WIBCREE R 1 BTk ) 7532, Forb iirads DNA Aok B i 2K .

15, WIBCRIEER 1 Bk ) 752, Forb firads DNA Ak B I .

16, WIBCRIEE SR 11 Frad iy g5 v, Foh o bSO 8 i 9 38+ DS IR ) LR B A5 TR 2 A A7
fE o

17, QAR EESK 1 BTk () 771, Horp i e ik 249 85111 4 22 30 22 8] & 4 1 30 [I4E
IR nt L IRT 41 o

18. WIBLRIER 1 BTk i 7732, Hodh BriR 2 g de (kb5 ik 25 L (B 2 41 B % 11

19, — PRI AR DNA $4 DIBCRA I 77, A4 -

ok B NI DNA F 5t o 16 2 AN G a4 7 41 DL S BT I e (54 e 51) BN R 585 | g 0 3
LB A 81, Kb ik 2 A9 38 F AHIE, 3 B A prid 2 491G 1 55 A iy
AR IR P50 2 A 225 e B AR I 197471 5

AT RO LA E BTk 240 3G 110 2220 3nt L IRITS)

22 B, B 18 7 I R 40 S SR R A R e R 2R R0 7 S DR

THECR ML R ZH R R B DCRE 9 38 740 E

2

O W N

-3

S O W
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EU 52 UG P 381 iy s 8 v e €0 R X sl g 6 DR 6 DR R P 37 38 1 H 55 UL RC B Bk 2%
Gt PR DX sl 1) 2k DR 2L R DAL B (3 18 120 H

20. QIBCMESR 19 Pk (7535, b Brid g G (AR X IAE GL (1R 21 B IR SR G 1k
KRB I -

21.
22.
23.
24.
25.
26.
27.

IR EESR 19 BT 7715, Serh ik i Qe R IX O Gt ik 21

WA EE SR 19 BT (7732, b prik A g e (iR DOl e (i ik 13,

WA EE SR 19 BT (7732, b prik A g e (08 DOttt e (i ik 18,

UIRCMIELR 19 BTk (757, Ferp prid d g g (R X o X etk

UIROMIER 19 BTk (0753, Forb prid s g g R X o ¥ etk

UIBOMIESR 19 BT (753, Ferp BTy 1 1 180 MiE Xt s /b

AU SR 19 Pk (075 1%, Foh v 5 | B8 58— S 1A SE — 519, b prid

F5|WEE SEQ ID NO -1 HATR S — 51985 SEQ 1D NO -2,

28.

IR EESR 19 BRI 735, S BTk DNA £ 5ok B WEUR Lok JF BLFTIR DNA #F A

r BER DNA A1 JL DNA.

29.
30.
31.
32.
33.

1725,

34.
ok 3

35

UIBUMIEESR 28 BTk (9759, Kb Tid DNA R K B SR
UIBUMIEESR 28 BTk (9759, Kb i DNA R oK B S o
UIBUMEESR 19 BT i 759, Ferp ik DNA R K H SR
UIBUMEESR 19 BT 9759, Kb ik DNA R K S o
UIBUMIEESR 19 BT i 753, Fo b ohBUe w8 097 B9 5 LRI AG J L Y B8R s o2 15

IR EESR 19 BT 0715, Forb Brid B G AR XI5 ik 225 G40 1R X o 4

WA EE SR 19 BTk ({7535, LA e Prik 2 7189 110 4 22 30 2Z [R5 4 AT 30 1)

FEATEEE nt (T IR o

36.

AT 0B NSRARREAE PR R 510, Ferp o — 5 185 SEQ 1D NO -1 HAE =519

£145 SEQ 1D NO :2,

37.

AR A S AR AT T (0 51 T i, B

BE 5 ZAGEEARX B AN SR, Brid 2 A G (AR DCBUWAE N SREE IR A ik 3
22 10, 000nt [1y1RJ 751 18] B, e b BTk ()45 72 21 3 A 4E 22 /0 = 2 NSRGLfk B A

1 B R e 0 R DX B K B3 51 LU Fed 38 1 73 1 IORE AR, BT ik 7388 5 73 1 E Y
PR AP AR M S R e (AR X B B L TR 7 5148 SRR AL A Hh AR

38.

BRI EESR 37 Prid i 7732, He AR A 8 IO BT 5 | 0 0 AT E 4 R 23 22 Ta) 35 4 A

23 AEATEEE I ARG AA £

39.

UIBUMIEESR 3T BTk i 7535, Fe b BT Qe AR X B 3 22 18nt 1) (W45 47 TR B o
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RIEJEEE f AR

[o001] A& BHAESE F PAWF5ERE (U.S.National Institutes of Health) T H
CA62924. CA43460 Fll CA57345 Bt F5¢ . PRI SE [ U £ BE AR A& B B — 2 LR«
[0002] & BH I A A

[0003] AR BH¥S R ast Ak o Hrdids . RETIIE , &I SO G A 7 41 AR XS #5 DUER P
[0004]  KRHHTS &

[0005]  7FKZEE 140 NG =8 E LR atE 10l i 3 = i gk S L, IR R
BB ASAEr G L BB s m 2 2 e WL AR R R 21 =K, Bi R 730 ASE A
JLHEEE 16, BAREE 21 =4R/D 0L, 18 =k (REEEZLEEAME) A 13 =4k (Patau 474
fiE ) 23 HILL 5, 500 432 —F1 17, 200 432 — RAEEFEILF T MREL KRG K
B PR R R IR T Y R R L, HIX e BRI S R & AR Bk .
M X 28 JR R, VF 22 85 B TAE MR LA ay F A I e 8 0k 7, LI VR T PR R AE R
PROLLEUEAC BRI T

[0006] A & B &AL AT 2 WS A ml LAY R B9 B 16 ) LR 3 A5 M i AR, BLARAR AN
565, VU2 T 7 R R BOSRB B R 2 B AT IS bRt *, JF 5 AR 2RI AR ) LT 1R AR
Ko BRI, KIALIK— BAERE 0] S0 AR ARG LIRSS MEAS 2 o Horh S AT Y
eI TR BEAAR M2 A (iR JL DNA, 40 Lo BREAL R 5GIR TAE ° CLERUEM, X F BRI 5 7=
A PR SC R REAT KRS AT 0 P R i ] SE RGN 21 SR Rw ¢ 7. FEIES bR AT
WEFTHR ®,98. 6% 1K) 21 =& MG JL AT LALE BRI 3% rp g i 21, JARPE MR 0. 2% . £ 5341
(170, 8% AE T IZKT A AN RE LS 45 L o X 264 AR AT AT A S E N AEAR NI 7= B 25 11
LR AW

[0007]  HAl, JLF—F 21 =ARKE LR REE AR 35 %, A # i 80 % I 22 10 #(7E 35 %
PLF *' BARX T AR MR B R, R ARV R ARSI i it T 42 NG A s ok
(I3, 1R AR, T I W] 22 At FH T B 2 i ] SE R AR R N MRS 7 ] L2z 4 3 1Sy 46K
ZH 5 PO AR RS A DI A2 Lo 77 RS 20 2 U R0 5K S A2 AR Rk i 3, Hd 2
TR .

[0008] & T IEILAEEAAR JL DNA K 2 SEIRIX — H br, BRAR A 148 =8 2o 2 L B 1. 1
I DNA A BEH = AN B 24 FH T Iz 2000 7125 L1 DNA SR, S &6 S 22y, A
FEATTBI A M o 35 3053 IEAE S il my i o, AT IFE 25 LA Fh BUS T 28 i .
TS U 5 — R R =8 BV A it

[0009]  ME— M AK IR FH T-E ARG JL DNA SEREAE 1 RS 2 0 45 1) 4% 4 25 DR 41 SC 26 91 7 i
ARG R E IR EE T, DTSRRI U AN E S . & ARSI SOER
FIULNESP R, ISR IHE E 5 — BRI I dA PR EI Y B 37 R BUE
e3Pk B PCR ¢ BE &R, Hohr 2 FENA ANAifh . 2854 PCR =452 &I 43
WFAL Lo WPIBAT 45 G, Fbn2s 5 N IR R 2 Lo F B A A 2P Al o, B, 46 A
S5 DR 20 L PR PR bR B0 H RA IR AZ AL . 3 — A BT IR B 20 R e /D 1) ABAR K
AP IR 4 I SRR
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[0010]  ZEAATUIH A, X TGEAHER N P Hu RS I8 44 57 AF FE BRI 7 K

[0011]  REHARIA

[0012]  HRHE A B — AL 7 58, 3Rt 17— TR A AR AR i T V5. SRE A
% DNA A0 P IR 22 A B (48 7 91 FH 5 BT I e (5 A4 77 4 ECAR IR B 5 LD BS T8 i 2 A3 3
T, Hh 2 Ayl F R AMHER, AP 2 s SR agk LR ez
FREAR EIRFA . BT ROV A E 2 I 2 /D 3nt LR T A1) 48 HL IR0
P18 R 7 41 5 5k TR 2 35 TR A A 5 DR 20 27 34 T DE S o 150 UC i 381 oA SR PR 21 R R
(4 18 A B LU DT 21) 2 v % €8, 1A 1) 56 DR 20 5 R 6 P 7 18 40 5 TSI B 3% £
A 22 R 20 256 TR B F 1 1 B

[0013] AR 75— SEii 77 58, $R it — PP A TR A 28 DNA 5 DR rik. kB AK
DNA FF i 1) 2 A G 608 70 F 5 B il e 4R 7 5 EL AN B 5 [ BT 2 A9 18 7
Hrp ik 2 A9 8 A EE, 3 B PR 2409 8705 & gy @A X T 174
MEANZH RO R IP A 3T RV L E 2N 71220 3nt IR )T 41 .
28 UM B RO 18 1A% 7 I 1 4 5 22 TR 2 25 TR e g S5 R A A 3R AT DR o TF 2V e 381 A
S DR A1 S IR JRE (P04 8 O B0 o L DG 1) 72 16 % €0 A DX i H 14 35 R A R JRE 1 47 38 4
5 VC B 225 Gt R IR 3 r g 2 ER AL 5 R R ) 3 74 o

[0014] 424 T XS T4 ARARRAR A 5105 25— 14947 SEQ 1D NO =1 HEE—
51M48.2 SEQ 1D NO :2.

[0015] 4@k T —Fide B8 A T A A R AEREAE R 1) 5 [ 7 i 2 o [ 5 N R
g 3-10, 000nt [ A)477 21 [R) B 1R 22 A~ B4 (A DX BORE BLARNIRT 5 | P0F o TRJ4R e 41) 43 A 4
2= NBY AR b FE AR BT S I 3 740, AR R 38 15 IR, 3
By FAERE R AR M (representation) ST Yet ik A BORIEA T TR 341046\
REERA P AR,

[0016]  7E [ 3 AN Uk B A5 S5, A A SR B AN 5204 2 I A PR X S8 R I it 7 58 4 A 40
S PR A R DRI DEAG 5 PR 2 48 DL B B i

[0017] PP fajid

[0018] K la—1d ME AT AU Fast-Seq ¥ =W oA tbi. (K 1a) TR B
FE oy A2 FE L 78 124 T 142bp Zb A0, (] 1h) A 8 AN IE W 1M 2% DNA HH3R1G IR SEBR RS T
i ER. 5 142bp FrBAHLG, 124bp Fr BAEALEY 1. HlEl AR FAST-SeqS /7 3¢
FE IR IR IR IZ B « B W= 58 5 4Mr 121bp I3 75 LU BN Y (R 723K 3) .
(B 1c) 8 AN IE M FE H A B 53 DNA A A L1 6 4 s i 1A M . KB 97 % K bs
SR RACRAL 7 A LI W B A8 b (B Ld) IR 8 AN IF 5 M2 DNA H )4y
15 RepeatMasker BT A 7 /> L1 1005 324 1P I B — AN 00 0 A AH EL I PR 4R A
A B R ZE FE 2

[0019] & 2a-2c :Fast-SeqS NEREMERIEH. (Kl 2a) X 8 AN IEH MM 3K DNA A5 1 RE 4
WA 2 . BHEPEARN 2 103 0(JEH 2.1 & 1.9). (& 2b) i 21 =
Bl =D A8 =k (h=2) F 13 =4k (0h = 1) HELS 8 MIEFIELWBC DNA 1) z .
BRI z AR H T HA A R G (A o RHARAT B B2 ) 1E 5 4 (LR IR 22 B i B Kz {E A
1.9(chr13) . (& 2c) 43 Hrea it 8 WBC DNA (z VG :-0.8 £ 1.3), 8l 4% (z {HG

5
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4.5 £ 7.2) 38% (z fEVEH :8.9 2 10) A FHISK H 21 = E 11 DNA TR A 1% 1]
WBC DNA. (K] 2¢) FHIRFSERER 4 IRIHFAT,

[0020] & 3 (bRl 1) A8 FHAS R EASCES A it R PR B2, K FAST-SeqS & M EE—4
IEB . (& 3a) 7EIE] 2a 1 1M DNA CURIN 7 1) 8 AN b R UL EC ¥ 40 & if 9 48 . (WBC) DNA
7€ T11lumina HiSeq 2000 fJPU%r 2 —iBIE BIF. bR T 3TN QAT HR 2 (6. &
HYEARI 2 5 >3. 0 (JEFH 2.2 % 1.9) . ( 3b)8 AN E WBC DNA #£5: ] T11umina GA
[Ix B =4y 2 — BT I, e vk EE R 42 A i S F0 WBC FE i (B 2a Fi1 (a)) AR s /b
[FIbREE . s T XA YO AR B0 2 . R 345, B YAk ir) z {5 >3. 0 (75
—2.2F 2. 1),

[0021] &4 (MR 2) 21 =ARFELAE A DNA [ TRVRS SELe o 434 B (%o R 40 ] 1 (9 41
e (WBC)DNA(m = 2),855% (h =2).10% (h = 1).8.25% (n = 1) /KFfH 21 =1k
B () DNA YR TR0 HE A1 JE AL F 40 M (WBC) DNA. THLAH (R MR B2 FRIAR A 1 21 5 G (i Ak L 51
2 AFAE BB A CHRPE Pearson AHRMEREES r = 0.997, n = 6) .

[0022]  K]5. (#h7FK 1.) A FAST-SeqS #F5TH 0 #r B o

[0023] ¥ 6A-6B. (%F783K 2) FAST-SeqS KM FHEAE

[0024] K7, (fb7a3E3.) H T+ Ry FAST-SeqS #E A A% 72 (SEQ ID NO: 4-14
A )

[0025] K] 8. (3K 1) A FAST-SeqS WFFTH 43 # BIAE i o

[0026] R HEHFFIA

[0027]  ARBIATF A& T —FrBRIEFNER N PR ORI 5 4% 5, R AR 8 DR
o BRANHEN, 2n SRR 3 S Ak PRV 2 1 o 0 1) BOnT RASE B 5 [0 B AT 4 3, ke
TAIAE B AR I 37 —dA AN BOE R R 3K b, T4 R AL T $RAF 2R 2 b R w] AR
o BEAR, RENCE B BOEAT VL (SR AAR L ) LSRR VT Re A o A i B . T
RN T BE M AE TS 56 v DAR] 5 52 1) 5 SRl = AR o EAE 5 T S8 AR 43 BT N [ R 5d
7 LT ok i i A 225 R 20 7

[0028]  FATSLINIXLE H bRk 771202 55 TAEH R K B B R R A N K r 51 5
(IR E T 1 o BRATTRE XA T B AR A PR R A% P 0 B A I — I /7 R 48 (Fast Aneuploidy
Screening Test-Sequencing System)” ( LN fRjFR FAST-SeqS) » A T 3R15 & KIIAH, &
AT B % e B A R AR AU B DX AE e AT TR A 2 5 0 3, (H R e Ry, P X
KEZHY LR L. 2 T 50 F M5 A 0B f# DNA AH 2 °, BTk — DBk 14 14741
< 150bp. 14/ BLAST-Like Alignment Tool (BLAT) 45 ¥: ", ALK 21 5Pt lk |
B RE RS AR KB IR — /N I BE (~ 6. 8Mb) LLSE 2 A& 115 1 4xt, R, ¥ 18
K B 3w f T PRI LR 3 R &5 A AR O BE DX S5 DNA [V 2 ANl BRI S 1400 . %558 T 3
ANIXFEN 5 105, I B2 d AR LR (A3 FH F AL PCR™) 3 265 | 4 J LA B AE T F 52
B, BATRIL=A 51402 — (LR FAST-1) & fER (Online Methods) » FAST-1 5[4
XV B B R PR o (L1 T RGP 7 ) K0, Foan R LA N R E R )7
), CLER T I 3 S A SR BRI AN SE R 2, R S AT-rich X3k 0 B3 — My s A
JP AL GC F it 28 AR K DX 30 o B8 PR e ™ 1, FRATTH S0 — 7 S e B A A T AT A
[0020] ] Gy E A Bl G € (R DR S5 T LA 2 v o 7 R ) 28 o 4% 5 R DX 3 1 A 2 R o 1 S 491

6
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JE 21 SYAIR 13 FRER8 TY R, X Jeta ik, Y e ik 21 SYER LR RS A
KX AMMSH AR DR ML 75— 250l i, 204 =4 U4
BT AN P 1S - DG P 2 v G Co AR B v DX I N RS R A 271

[0030] 45 1] LAAH AT AN, A3 — LEFE 5 10 B AR PR AN G Il . 1S R L
T+ 1kbp. 7 T 500bp. 75 T+ 250bp. 7 T+ 180bp. 7 T+ 150bp. 7> T+ 120bp. 7 T+ 100bp 5/ T+
50bpo E— 5L S, 51 AFE R — AR 514, A 5 —514 8 SEQ 1D NO -1
B 545 SEQ 1D NO 12,

[0031]  DNA ¥ 4] LR BT RIE, (BB Rk B FLahd, SEARE ik B A28, #EHtdk
ST R, BESROR B UEER LM, H DNA FR S AL BEARRIIG JL DNA. BITIR DNA A% m] LA
K 15 I 2R BRI o S AR A e VYR VTR TR L PRV, AT LA R o 2R S mT DA
E DNA SRR . Jit 5 i m] LU A/E DNA SR¥R . F T iR JL DNA 2 BRI LK DNA (A — /47
4 DNA RIHESE 16 J LI o DRI 20T E 502 W 45 i 109 38 - LU G ) LIRS M R A7 AE
[0032]  ELARY MG W RRAN, AN BN GG AT I DL B Y o AR s
EH,HES AN DR 4.5.6.7.8.9.10.11.12.13.14.15.16.17.18.19,20.21.22,
23.24.25.26.27.28.29. 8¢ 30nt ML IFEG T4 WIERTEE, 52 1n] LI E .

[0033] A ARSI WXTAT LS 3 A8 2/ 4.5.6.7.8.9.10.11.12.13.14.15.16.17.18.
19.20.21.22. 8¢ 23 P ARGk B T8 BExbo BAMOF A LA 270 3.4.5.6.7.8.9,
10.11.12.13.14.15.16.17.18 B{HH £ 4> nt [AIREH

[0034]  EIRATFHAEBAEIAR T AR RSO AT A 225 3Gk LS | 1 77 2B
HFF N BRI B AR R LI 275 DL BRI 3R AT, AR A DR B AR St 4
(1) B BAAE T U6, AN 24 T R A A B IR

[0035]  sEjifsl 1

[0036] ik

[0037]  H|¥pik#E

[0038]  FRATIFLUAAE 21 T Ytk L&A JH ISR A HE S BEK I8 ~ 6. 8MB [X ik (hg19'" A
P 35, 888, 786 & 42, 648, 523) M ZR~ 150bp [1JFHIIEL, H 5 Fra Y ik b7 7E AT LeAH
BME A e 4 A . ] 150bp HH3) % 0.50bp 18 (135, 186 451K 150bp (1541 ), FATH
BLAST-Like Alignment Tool (BLAT) &yl " &)/ 5 41 Loy B FERIATEL . B T —ANan b AT
RAE~ 6. 8MB X Ik P, FATIEE R 22 /D = MR ET 21 S tafk L.

[0039]  FEALHIIF) 135, 186 M ETH, TA AR 56 MFFA LL AR -

[0040] < A& F/D 11 ASEWTFHA R, DAY 7347 38 52 R R

[0041]  « EEAEIL 30 5 AT HIA R AR, DR S 3 —F R L% s

[0042]  « FEREAN R I AL 180 AMAEES, LU XS BRI DNA 43 BT AH 2%

[0043]  BRJ&, AT TEHT36IX 56 MELHe BLAT ELxt4h 5, UL B m EEARLR 57 A
3 KuiHHLL . 56 DT AR D 3 DNRFE BRATRIARE, AT AT T 5149, s
P PCR™ BAIE, BRI 5 1Y NG — i e (LR 3 10 2 A F 751 o

[0044] 4738 =4 (R ME— PR R DA

[0045] P 3C/ZE il 2% U P ik AR A 5 1N BIAS T 38R G IR B R b ARBLIT P AU B XS e AT
RESX IR R . BRI, RATE T —A H 2 XA, DLPPl 78 S &~ 150bp 57241 I —>

7
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A ARG, 2 /DA FR PR B . — 5144 (FAST-1) BT B4k
RFHEWA, B FAST-1 (PR 2E 00 7 5256 Hh A3 BIRESE . FEUIASERL PCR ' FI001 PCR v
BRI 53 A1 5 3 FH A 8 1K) PCR 7= 446 28 TR A4 T g B Fie b 149 R/ 4 5, R ik 0 % 81 1) s A
P E R EUR AT (B 1) JESE.

[0046] IR

[0047]  AAIEH AP M A 401 (WBC) B¢ ($h783R 1) HPI3RIXTDNAL R B 54~ 21 =
& (NAO2767 \NA04616 \NGO5120.NG05397 FITNGOT438) «2 /> 18 =44 (NA03623 FING12614) . il
14~ 13 =4k (NA03330) MAKI AT 4E40 i DNA 9 [ the Coriell Institute for Medical
Research (Camden, New Jersey) . 3L 33ng DNA # H T8N S25 . BT A WA /7 OD B &,
B TIRASE, HorP ARt %5 PCR 52 B LU B HRS H (KR BE A 1T

[0048] M7 S il 4%

[0049]  FAST-SeqS &35 1544 W IR F T F A A A2 — S 10 B9 385 3 T AR G it A 2R R 41
PSR FA FAST-1 514904 HREAR, #% Kinde 55 ' BTREAR I, Fo b B USRS 43 1
FH I — AR VAR DNA S0 INARZE o BLARZME — HIAR AT 721 Bl LE B FAST-SeqS 2 %A
W (ORI HERRASARGTEGE 4 ) , RO HE S ES AER I S50 B, 3 B
EAT HE ST SR B AT S I 10 S50 P PR A5 AR FEM PCR 7). T8I 5, FAST-1 44
SIS G AR S BASIMES) (UPS), b5 2 Rvry 1 LR EE o -Fs) (IER
ACACAGGGAGGGGAACAT ;SEQ D NO :1 3 ] :TGCCATGGTGGTTTGCT sSEQ ID NO :2) ($M753£3) .
BEAR, IZIE 7 5 1) A BRI UPS (1937 18— Bt 16-20 faj JR4dE ($h 7838 3) o A Phusion
Hot Start I Polymerase (Thermo Scientific, H %5 F-549L), 7F 1X Phusion HF ZZ'%4
0.5 1 MAFFNS |9 F1 2 BpAr B AP 7R 4L 50 1 L, 78 LA R IEER 418 T 54T PCR :98°C 120s, Fifi
Ji 2 MIEFR 98°C 10s.57°C 1205 Fl1 72°C 120s. fe WP 885 |4 FHl AMPure XP 2k (Beckman
CoulterGenomics, H 35 A63880) b, MRPEHIE T, b T AU 1. 4 % PCRAKFR R 1 F1
e ARk B 10ul TE. PR EHH T3 5y 3, IR KBIZ 515 AN
UPS A7 5« H A& 2548 3 T Tumina WEh AT 75 1 57 BRI 514 (#h75 3) » it
—, BATEL L5155 ARIFH—A (“4TEIE”) (kb7 3) BIF—AFEREH,
LGS 2 EillF. 56 % PCR {# ] Phusion Hot Start IT Polymerase,fE 1XPhusion
HF ZZ 0. 5 u M BRFP 5 |4 H1 2 A B B G RE P /ESL 50 u L 1, 78 PRI 4540 T 1T -
98°C 120s, ¥ 2 13 MEMKT 98°C 10s.65°C 155 f1 72°C 15s. ¥ =Yk A# F AMPure
XP BR4iAY., FEI8 it 43 6t B 52 PCR B8R 7E Agilent 2100Bioanalyzer bFHHT & ;TG
E BTSRRI R . % ERE A IDT (Coralville, Towa)

[0050]  %diE o) Bt

[0051]  AHXS AL G i A SE PRI 36 5012, T R AR 2 246K 22 40 LU xS 31255 BRI 41 i — R 7
B, BN FRZE S B ST (K LT, FAST-SeqS 748 KT 71 E 34 H GBI 21, 676 M7 & s %b
Tk 2) . GBI SLR IR A EIEE R AL, FA T AL B E LT AR, BAREE
AN SEG I — LU AR ZE B S 0 T 12 /5 Va [l (1, 343, 382 216, 015, 347) , (7 B (L&
AL T 0. 25 7% (S 118, 484 % 24,562 ME HNEER 2) o K HFTH S50 1 R 4G 54T
(#p72 2) A PAMEBR sagenet. org, 11 fast, 4 fast. htm .

[0052] 3 AR It 8RN B X
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[0053] K it [1lumina Ayd it JEas HAS I G510 2D 3 AN IE i I AR s g 55 1 bR 2
(1) 37 S 7 A AR o it i, A48 B e B AT N B s = 70 5 <20 R A o (R,
h BRI AR SR AL LU XS, SR it R i v SE A . TR RS, A A
A /75 H Bowtie 0. 12. 7° LXF R ASREERZ (hgl9') o« %7 Bowtie S RGNS,
MVELE T WA A 1 B A TR (K TS ™, DA R S X o ME—Hb LU R e |
A (A AUERARE -m 1A —v 1) BRI R R, eI Lex 5 R aa 2o ik [m] T
Bl 5 BT AR T34 38 % bREE ] LAt —HbFR YR BIZE R AL & (Ju[l :31% & 45% %k
R 2) .

[0054] 07 BEIR 43 A

[0055]  JE i #ss HLYKIE 2 T HEU AR AL TR F) FAST—SeqsS 318 7= 47 3= 22 J& XU 3 AT i » F
AT T LEXS BIME—AL B B0 i BT EUR B A A o BUARERAT N T 37 Mk,
FRATRT LURR 5 A4Sl PCR'™ KAl S AEAN BRAE HIAR N A/ B A FE R AL e — 7 B . 3
A 20T LA SERR (94 38 7= 4 5 TR0 (O AH DT EC ) 73 20 SR SR AL, IF BE SRR A M TAT ™ 1
fldf (W SCH— 5 )

[0056] B 5, BATTHs R ANl — LG KU B (AR & T B30 0 ot B B, — ot ix — 284
P A 3 L | AR =2 0 FRATIN SEI0 I R N L AT X R 4. (M9 4, 76 [ — XR84T
AT 8 AN IEFE MR FES sHh AR 2) o 31Kk, BAMEH T AESHU ki A
(Pl A% 25 B A T, AP 25 P R CLE R ARSIl ), S A B AT 11 250 7 X B T AL . A
ggplot2® (—Ff R AT ) XAt Ba, BATHEH, #4505 B8 5 AL B bR
ZETHARI SRS, 5 R ERRE AT DL SRR — 3 — MR LB BoRTEE 1b,
[o057]  H—4k

[0058]  Fh T BAATL ) 0 S B6 P ()28 Ak, , R FASE AT 0 P AN b, B[R] — A 7
ANFE I FIEAT I, P AN R P A hR%s . RIE, A DB A U9 — 4k, DABEIT A ST
R B P L o BRI BB AR BRI I D S0 A I BRSPS AU 70 B e L
17, 3R — A4k 7720k e A, IF BT RS MR 2 i E U, TR R 2 228 IR FAE
FH DNA I RNA AR (1938 — A S 57, FLIX S8 i Fig i f 1 21 =R 2 Wit Be % /4y
*ﬁ 8,16D

[0059]  FH T i@ i FAST-1 51X 34T (14 1 7 I X0 R~ 43 A, AT TG K 22 % FAST-1
FHRE T/ RS BB ERIE E AR (over-representation) o IXFimAE ] K& AETE
SCIE 2 BRI BAE 11 lumina st b dEAT (0 [ AR A 3 PCR BRI . FRATI A3 ] LA FH 4 e
FUBER T 12 AT FH 17 Ar 80 X F oy A AR A3 18 4 1 H — 4k o T8k 2R BATT R A for
BHR CHEA TR B T IERER ), BN SR (Y TR 5 55088 T IR )
FHIRI, BATTAT LA FAST-SeqsS i1 FHARHE M 1 B —4k o T smelr st 41 2
# 2, ATEBAL AT AL AP IEG AL E (B, 8 N IER M AEAEMEdE ) . BT
FAST-1 5494 Ha A7 B iy v A, IR0 1 VR 7 1% B . A T e KPR AL
RIS, BATTHERR T R B K i ke B R S 7 1) 25 R TS A L o B PR e e AR A
BARAL B e e (B A URBER JsE R0 22 55 (9, £F 8 AN I IR 2R A b A, AT AR e AR 1
ANz fHM L9 FER 2.3) o A E MG A ] REXS T AR A H, B an A I A48 X Jeta
R AR R A MR i e A S e CBI, Tl I AP E BN AELE XS B Y Gt R 1751 ) o

9
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[0060]  FATE L PAT LA TP ER, LB A SERR AR - B0 — 4 P (R —Aas 24
FEA sHhARER 2) -

[0061]  « P AARKREEAIE i IR E AR5 T B HE P RE S (B B RIFE R,
KRR LR P IEA AL E )

[0062] o A IXEEHEFMES A 2 X 2 5R R, Horp AN s DL B I SIRER, LA i
BB RAT 5

[0063]  « FENFEAT H A FE S BT 3 RO 4 s AR g o B s A

[0064] o g v FEHE ] H ST T

[0065]  FRATTHIEAR 7 A B AT (S ILE b B 5 — MR o RATE o LA R
TERFRSER A A A R IALE (BB s/ DEEPR AL E ) HERAE IR 408 LASE -
[oo66]  « I b Tl &V —AAE ) 40 A0

[0067] o fiffi s XLUEE 73 A7 (1) P AN UEEARL 2 TB) PRI 40 Al 5 A

[0068]  « & [EAHXT 2 FEAR T-H5 AL BAE A 22 R o

[oo69]  ffisE Ao R At b AL B, EE A B — k. @i iX AR, — AN 4l
(R A AN L A R (R AR S SIORAH [RI (0 T 55003 A s B AT DLEAT BB e A o BATIAE R
ot B, BAH— R P AT EARL 2B ae 58 .

[0070]  AEFEAEMRZS I E EifE

[0071]  —FR{EEE FHCEAZAY " A0 B Ao e o A i AR B A MR A 008 B e il il L
Bz AH%%% B IX A, AMIEE — A SR (B B R A S R )
R YRR RO IR IR G (AR Y PR B8 T B FIARE 22 , SR I N BRI R B G R (1) e (2 1k
AUREBRUEAL A (BI 2 48 ) AR sz 48 1, cheN = (chrN, = B ) /5d s S 1 RACK bR
EAL IR, chrN R FE S QL AR B IH— A PR ZETHEL, B vy M sd gy 28 IR ZH A
chrN [ — AL bRV B P IR AR HE R 22 o 2 BT FE S LU R 5 bR vEAL , AR (e TR 2%
GyRERSIN R, A EATT 2 5 > 3. 00 X BH, BB 1) A — AR 25T 08 i 228 A1) 125
20 3 MhRUE R ZE o

[0072]  HERAAAR TTEL

[0073] &), ATVPALVERA VH 2R o0 7RG Dt — DR mE S . BIEENK
FAST-1 51 I—4 00 5° ImiB A\ 16-20 fajIF2E (#bsaak 3) , JlvRe MU 2 PCR 74
IREAEEAR 4 7 A2 AT RERG *' o B I B /M A 45 e AR K B 2T 00 R AE OASEAR 3 Tl AN 1
— B AT BEME, IX TV AEHO PR E R AT . ATV R ILIX MR A S B ORTE 8 MIETE
I 3EAE S AR AR S e B AR T — AT B — BOE AT Y AR R 2 (EN 1. 9 BEBHIE N
£ 2.0, X BT YL ORI 2 A8 RZERHEIFAT SR t K30 B o 7 v2s, AT IR IX
P2 BRI EEEER (b= 0.759, 84l n = 22X8),

[0074]  SCJEfH] 2

[0075]  {F A FAST-SeqS PEBERIFIAG IR, A& T 7 4 1EH LM 2K DNA Fh i RE—4%
RO, B MY P ES (AKX Do /8 [1lumina HiSeq 2000 £ 18
T RIPY 73 2 — AT A 37 AN A ER , AT R T A4 105 31, 547, 988 4% =i it & A
2 (YaH <27, 179, 424 & 36, 0418, 017 FR25 s4h 3K 2) o 2418 A Bowtie'® Hu4f % hgl9",
FVF i % — AMMEEBCIN, ~F 3 35 % X Sebr s (G <31 22 37 % ) W] DAME—Hb S 2113

10
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23, 681 ME— YO ALT B (T (22,589 & 24,562 A E ) PH—A>. FRISH ML (&
la) FOEERN KB THE AT (] 1) BB R/ANRDBE 73 AT o AR LME— X I PREE
99. 1% Lt X} 24 RepeatMasker (http://www. repeatmasker. org) T2 & & DNA [ &,
Hr 97 5%V ALCHI 74 L1 Wi s e oK 0 (B 1e) o éh, WG 3 A S
RepeatMasker FIFIIN—ZL (B 1d) o B ThR2s bE X 31— 20 B Hr S 4R & e B 3 384
JE R 2R T B, U o it FR AR B R . SRS b, KPR N b S SRR G v o i RT AE A —
G342 4 6 1 CPU ML (Intel Xeon X5680) ZEASE 30 43 2h5e UEANFE KI5 #r o
[0076] 5B EL(¥) 42, VA —4b DAL A AN TR b R G (o AR RR A VU 5 AR S T e 55 38
S P LR I FRZE A XS LU 2 B B AHALTY) (Online Methods) o A&, ZERFFTHT 8 ANFE i
AP, AR Gy EARTT R AR 25 L AR A 25~ 3848, B 2z {8 >3. 0 (K 2a) « 53
HAFEFE RN, 8 MR 2R 21,18 1 13 S YR & K 2 (H50 72 1. 3. 1. 4 F 1. 0.
[0077]  SEJtEfH] 3

[0078] &R OR, TAILEMIA T3 HP LI AT FH AN [R) S 2 (A i AS TR RASCEAS  FHA R0 i
FE W90 T R OBRME R . 5 — A 2ge b, JA1 54 1ok A somk i 2% (AH R 7 &4
A L 4 (WBC) 1 DNA. PUMHE A T11lumina HiSeq 2000 Ff) 54~ 18 24T I
7, P AR RE AT 3E 10, 835, 559 £ ME— LU X ARZE (Y <4, 905, 067 2 16, 015, 347 x
) o AR 21,18 F 13 SRR R R z A4 1.0 L. 2 f1 L6 (kb e 1a) .
[o079]  SEjEfsl 4

[0080]  7E N — g, JA1 B 5348 8 AR IR B WBC DNA, &£ A T11umina
GA IIx AR /2 —iliE (#h7EsR 2) o FAFBIEEAAENTI 4,013, 951 ZcME— BT
bragE (i <2, 847,661 22 4, 645, 608 br4E ) o VA JLF/D 3 5007, FESL IR 21,18 1 13 %5
YO R 2 A4 R 1. 341, 5 F1 1. 9, 3K T+ 32 48 FH A AR T 3. 0 (M 7R IR 1h) .
[0081] 25 T[] 2a B & I BRAE 1) 55 20 A0, TATTIVH 45 55 X 43 = A S o R I 4 LAy 3
FEAR G R AAHE 1 1E 55 A1) DNA 7E B 2b H BT 7= IO 3R B, IX R BAEETE 4 44 21 =1k
TR AL T . IXEE 21 AR 2 (EEEN 32 2 36, 11 8 AN IEH MAR &K Z
B 1. 30 Z4MLiHh, 2 44 18 =ARHE I 1 44 13 =418 DNA 18] 2 {545 W2 51.56 F1 36,
TR I IE MR R IR Lo gt AR B K 2 fH (1] 2b) s

[0082]  SLJifs] 5

[0083] /iy JL DNA (5 BER DNA () JLAT P I9%0h 13. 4%, 1R RFEEE FE T RESR AR EE, 1
A %o R T HF5T FAST-SeqS J& 15 BB X 73 2 A MAF1 =44 DNA FIVR-A AL i, FRAT
HIsR B 21 =R E RN AR DNA UHATTR G 5550 . AEZ RS — A seat b, JAT M IE
5 WBC DNA FHVEA 5% (n =2).10% (n = 1) f125% (N = 1) [f] 21 =4& DNA DL R %
M (bR 2) , R IR RO S 2 ) BIAM H) 21 5 ek o0 2 IR B3 AH S (I
i Pearson AHRPERIE r = 0.997, n = 6) o RS SR, AV T &H 4% 5 8%
f1) 21 =4K DNA V-G .t 2¢ Fion, &4 4% 18] 21 =4K DNA IFE 5 5ok B IEE AR
FEfh 2 A7 AR B KA (p = 2x10°, MR AR ¢ B HE, £4n =4) . &7 8%I1 21
K DNA [OFE S AR R ARG IX 7 (ARG p = 4x10°, fil5 4% 1 21 =4k
FERRAHEL p = 1X 107, I E #RELLOURE ¢ B06, /4in = 4) o

[0084] 2% CHR

11
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[0085] 5| FHIIREAN 2275 SCRRIT) 2 T P 2895 ZE L AN AR S
[0086] 1.LYF Hsu, in Genetic Disorders and the Fetus, edited by A Milunsky (The
Johns Hopkins University Press,Baltimore, 1998), pp. 179.

[0087] 2. M. Staebler, C. Donner, N. Van Regemorter et al.,Prenat Diagn
25(7), 567 (2005).

[0088] 3.K.L. Jones, Smith’s recognizable patterns of human malformation, 6ed.
(Elsevier Saunders, Philadelphia, 2006).

[0089] 4. American College of Obstetricians and Gynecologists, Obstet Gynecol
110(6), 1459 (2007).

[0090] 5.Y.M.Lo,M.S.Tein, T.K.Lau et al.,Am J Hum Genet 62(4), 768 (1998).

[0091] 6. R.W.Chiu, K. C. Chan, Y. Gao et al.,Proc Natl Acad Sci U S A
105(51), 20458 (2008) .

[0092] 7.H.C.Fan,Y. J.Blumenfeld, U. Chitkara et al.,Proc Natl Acad Sci U S A
105 (42), 16266 (2008) .

[0093] 8.G.E.Palomaki, E. M. Kloza, G. M. Lambert-Messerlian et al.,Genet Med
13(11),913(2011).

[0094] 9. ]J.Cleary—Goldman, F.D. Malone, J. Vidaver et al.,Obstet Gynecol 105 (5Pt
1), 983(2005).

[0095]  10.R.G.Resta, Am J Med Genet A 133A(1), 31(2005).

[0096] 11.T.L.Wang, C. Maierhofer, M. R. Speicher et al.,Proc Natl Acad Sci U S A
99 (25), 16156 (2002) .

[0097]  12.A.B. Sparks, E. T. Wang, C. A. Struble et al.,Prenat Diagn(2012).

[0098] 13.W. J.Kent, Genome Res 12(4), 656 (2002).

[0099]  14.R.M.Kuhn, D. Karolchik, A. S. Zweig et al.,Nucleic Acids Res 35(Database
issue), D668 (2007).

[0100]  15.A.F.Smit, Curr Opin Genet Dev 9(6), 657 (1999).

[0101]  16.H.C.Fan and S.R. Quake, PLoS One 5(5), 10439 (2010).

[0102] 17.P.A.Fujita, B. Rhead, A. S. Zweig et al.,Nucleic Acids Res 39 (Database
issue), D876 (2011).
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19(2), 185(2003).
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ool %

1/4 1T

[0001]

[0002]

<110> B« SRR/
Ko We G35
N o YR 2 il
HEETL « 6o i

120> PSRRI

130> 00110700970

<150> 61/615535
151> 2012-03-26

<150> 61/659695
<151 2012-06-14

160> 14
<170> FastSEQ for Windows Version 4.0

210> 1
211> 18
<212> DNA
218> NTHFI

220>
223> EWOmsIY

<4007 1
acacagggag gggaacat

210> 2

@11y 17

<212> DNA
218> A _LJF#)

<220

223> FHTBIY
<400> 2
tgccatggtg gtttget
210> 3

211> 18

<212> DNA
213> NTHFH

<2905
223> FHANHRT Y

14

BRlES

18

17
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[0003]

<400> 3
acacagggag gogaacat 18

<2105 4
<211> 55
<212> DNA
218> NTF5Y

220>
223> BEMRE|Y)

221> misc feature
<222> (1)... (55)
223> n = A, T. CE(G

400> 4
cgacgtaaaa cgacggeeag thnninnnnn nhinnhnhaca cagggaggge aacat 55

210> 5

<211> 59

<212> DNA
213> AT

220>
223> BENHIES|Y

400> 5
cgacgtaaaa cgacggecag thbvdhbvdh bvdhbvdhby dacacaggga ggggaacat b9

<210> 6

211> 42

<212> DNA
213> AN LJF4

<220
<2235 EAZERT| Y

<400> 6
cacacaggaa acagctatga ceatgtgeca tgegtggtitg et 42

210> 7

<211> 50
212> DNA
213> A LFRA

€920
223> BHREEY

400> ¢
aatgatacgg cgaccaccga gatetacace gacglaaaac gacggecagt 50

15
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[0004]

210> 8
<211 55
<212> DNA
213> NI

<220>
223> BERREWTIY

<400> 8
caagcagaag acggeatacg agatgatcag cacacaggas acagetatga ccatg

<210> 9
211> 55
<212> DNA
213> NT 7

990>
<223> BV TSI

<400> 9
caagcagaag acggeatacg agatgecaat cacacaggaa acagetatga ceatg

210> 10
211> 55
<212> DNA
213> KT

<220
223> BB EIW

400> 10
caagcagaag acggcatacg agattgacea cacacaggaa acagetatga ccatg

<210> 11
211> 55
<212> DNA
213> KT

£990>
223> EVBBRE|W

<400> 11
caagcagaag acggeatacg agatttagge cacacaggaa acagetatga ceatg

2105 12
211> 55
€212> DNA
213> A4

220>

16

i
o1

b5

55
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223> BEEHIRS Y

<400> 12
caagecagaag acggeatacg agatettgta cacacaggaa acagetatga cecatg 5h

<210 13
211> 32
<212> DNA
LI N7

<220>
223> FEHHIRSY

<400> 13
gagatetaca ccegacgtaaa acgacggced gt 32

210> 14
211> 25
<212> DNA
213> ANTJ#%)

<220>
223> ELHERS|Y

<400> 14
catggteata getgttteet gtgtg 25

17
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A EAN AFAST-SeqSH A, b 447 49 4E5

R £ 4% JE A Han g AR
n_01 At V& n_01_pls
n 2 .34 x n_(12_pls
n 031 A K n_03_1_pls
n03.2 fR £ n_03_2_pls
n_04 3 X n_04_pls
n_05 o x n_05_pls
n_06 2% 4 x n_06_pls
n 07 e % 007 pls
n_01 WEC x n 01 _whe
n.02 WBC x n_02_whe
n_03.1 WRC £ n_03_1 whe
n (3.2 WRC x n_03_2 whe
n_ {4 WBC %, n_{4_whe
n_05 WBC x n_05_whe
n_08 WBC x n_06_whe
n 07 WBC £ n_07_whe
n_08 iia £ n 08
n_09 i x n09
n_10 B £ n_10
n_i1 f& x n i
n_12 % b n 12
13 P £ n_13
014 1 x n_14
n_15 WBC £ n 15
2101 ot & F ) 21 =4k (NADZT6T 210
2102 A Y d e 21 = 4k (NADA16) 2102
21.03 A Yt R, 21 =4 (NG05120) 2103
121.04 R e fie 21.= 4k (NGO33IT) 21,04
121 05 B 21 =4 {NGOT438) 121 05
{1801 A 24, 18 = 4k (NADSED) 1801
118 02 WA e 1824 (NG12614) 11802
13 R et 13= 4k (NAD3330) #1301

Kl 5
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Fh % £2: FAST-SeqS 52 3 ¢4 M) F- 4 4E
i%fi. v{g,ﬂ
LLUMINA ] 8 gEh G 0w o — st R
RE iﬁ”ﬁﬁ m 1D HEH ﬁf M dew o BE
HiSeq 2000 n 01 pls i 1 4 21179424 8303313 31% 22 569
HiSeq 2600 n_02_pls 1 2 4 29,081,731 10,081,137 35% 23632
HiSeq2000 n03.1ps 1 3 4 30074519 10,205,766 34% 23606
HSeq2000 n 0320k 1 4 4 34,968,339 12,628 577 6% 24 562
HiSeq 2000 n_04_pls 1 5 4 30842018 10492951 W% 24,183
HiSeq 2000 n_05_pls 1 8 4 36,048,017 129973712 36% 24314
Hiseq 2000 n_06_pls 1 7 4 32670848 11536414 35% 23,145
HiSeq 2000 n_07_pis i 8 4 31518407 11,526,042 d?f 23431
HiSeq2000  n_0fwhe 2 9 4 B2 11805456 33% 22807
HSeq200C  n_02 whe 7 W 4 13158351 4,905,067 37% 20577
HiSeq2000 n03 twbe 2 1 4 42, 6"4 982 16015047 38% 23,454
HiSeq2000 nl32whe 2 12 4 19063243 7,556,803 40% 21133
HSeq2000  n_04 wbe 2 13 4 30,954 363 14,576,618 3% 23,235
HiSeq2000  n 05 whe 2 4 25058 110 9,607,768 38% 21842
HiSeq2000  n_08 whe 2 15 4 NAATEM L TR1575 3% 22255
HiSeq2000  n_07 whe 2 18 4 27035516 10,435,640 39% 21828
GAlix n 08 3 17 2400 11,233449 4,002,305 6% Zé,s?u
GAlix n 09 3 18 2.00 10593346  4430.5M4 42% 20,804
GAllx n 10 i1 2.00 00150807 3909552 43% 20392
GAllx n 3 A 2,00 0076009 438116 44% 20,581
GAlx n 12 3 A 2.00 0608517 ,\,,80 f84 45% 20468
GAllx n 13 3 2 200 10432676 46455608 45% 20787
Ghlix n 14 308 2.0 7871040 3514064 45% 20135
GAlx n_ 15 3 u 200 8198418 2847601 35% 20,046
GA lix 21 01 3 0B 2.00 10,381 557 3515217 34% 20595
GAllx 2102 3% 200 7939433 2911392 7% 20,183
GAlix 2103 3 200 5524580 1,972803 36% 19,005
GAlix 21 04 3 8 200 BATOS00 2326116 %% 19,653
GAlix 18 01 3 02 2 i) 3,716,461 1,343,362 8% 18,484
GA i 18 02 I 200 8,197 319 2,384,437 8% 19543
GAlix 13 01 3 2,00 7318 2 508,020 35% 19809
GAlix 100%ns 4 200 0.905 447 3,9@4,@?? 40% 20612
GAllx 00%n 15 4 3 2.00 10540368 3412883 32% 26674
WB%n 15+
GAllx Sﬁ; ﬁ:‘%@}é 4 % 200 10618558 4243752 45% 2113
Wh iot
GAll S%e10s 4003 200 10,713,550 4,261,765 40% 21095
90%n 15+
GAl 10% i?’i,ﬁﬁ 4 36 200 11170581 4453489 40% 21,030
75%n 15+
GAlix %1 4 0¥ 200 0444388 3761988 40% 20,950
HiSeq2000  100%nt8 5 38 400 20844141 10,230,086 4% 22194
HiSeq 2000 ’tﬁu‘*w 5 3 4100 ®518108 137 38% 23612
HiSeq 2000 100%n 5 4 400 20971827 11,108,083 37% 22859
K| 6A
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HiSeq 2000 100% n 15 5 4 4.00 42 240580 15,596 021 38% 234%
%% n 15+

HiSeq 2000 4% 121 05 5 47 400 27719510 799258 35% 21374
%%n 15+

HiSeg 2000 45121 05 5 43 400 20583800 6,066,490 38% 21822
%%n 15+

HiSeq 2000  4%121.05 5 44 400 13435012 5239203 39% 20,555
%% n 15+

HiSeq 2000 4% 124 08 5 45 400 16988321 6,752,178 £0% 21053
92%n 15+

HiSeq 2000 6% 121 05 5 46 400 31696544 10785467 34% 22378
R%n 15+

HiSeg 2000  8%121 05 5 47 4.0 33552048 12537507 37% 23,710
B%n 15+

HiSeq 2000 8% 2105 5 48 400 31650380 11,635,653 % 22784
92%n 16+

HiSeq 2000 8% 121 05 5 48 400 37490259 14082747 8% 23,228

K] 6B
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AR R 3, B T FAST-SeqSH: du sl &-Ail] 5 69 AL 88

74 8 AR 3
F 14 E&-1 CGRCG T RAR A AL GE O A TR NN NN NN A CACR CCEACCECARCAT
F14h E ) CGACGTAAAACGACSCCCACTHRVDRBYD HBVDEBVDRRYDACACACEERGEGEARCAT

F15 Am) CACECRGGARRCAGCTATGRCCRTGTGCOATGRIGET TTRET

Fo24 ARTGRTACCECGACCACCAGATCTACAC CAACCTRAAALGRLGECCAGT
F 2% Ao CRACCRGARGACOECATACEAGATEATCAGCACAC ACGRARCAGCTATGACCATS

£ 24 Be CARCCAGAAGACELCATACAGATGCCAATCACACAGGA

%25 RE4 CRAGCACARGACCECATACCACAT TRACCACACACAG CARRCAGITATGRCCATG
H 28 R4 CARCCRGAAGRCOECATACCACAT ITACGCCACRCAGGAARCAGCTATGACCATS
2 5 i i F

F24 BE5 CAMGCAGAAGACCECATACCACRTCTTGTACACACACGAARC]

iR E GAGTCTACACCGACSTARRACGACGCCAGY
w5151 CATGGTCATAGCTGITICCIGTETS
LA .
FAST-1/#7]
AR IR
VAR e )
#5471
lluminad&A 7 71

K7
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AR
n_01
n 02

n 031
n 032

21 01
2102
2103
21 0
21,06
11801
11802
1301

A 1-AFAST-SeqSHF A ® 24T 494 &

20 4%
f.E 4
A 5%
Ao F
Ao
3
B4
A
AR
WEBC
WBC
WBC
WEBC

ETERRRERRE

WRC
PR 4 fa e,
RE e
RS mRe
PRET 4 4w 6,
BREF L2l
ARt
AR 4 e,
PR Y tm e,

JERAR M

£

£

£

£

£

%

X

£

x

£

£

I

£

£

£

7

£

F

%

£

£

£

T

£
21 24k (NAOZTET)
21 24k (NAD4816)
21 24K (NGO5120)
21 = 4 (NG05397)
21 = 4R (NGOTA38)
18 24k (NAOH23)
18 24k (NG12814)
13 = 4k (NAD3330)

27

Ao 2 AR
0 01.pls
n_02 pls
n_03_1_pis
n_03.2_pis
n_04 pls
n_05_pls
n_06_pls
n_07_pls
n_01_whe

!

[

B3
P S ——-
=

™3

N
oo B e S oni SRS s §
o

{

e RS
O s
it <

1

LFY

1

ekt

wadne s
e v vl

LT im {

feoms TR coors MY s SN .
e PNE e

1



THMBW(EF)

[ i (S RIR) A ()

RF(EFR)AGE)

HAT R E (TR AGE)

FRI& B A

RBA

REA(F)

L5

S\EReERE

BEG®)

patsnap

HRIEIFEEAE R

CN104350158A N (E)H 2015-02-11

CN201380026625.9 RiEH 2013-03-22

AHELSHAE

AHBESHAF

AHBESERF

B X /R 2
KWEZEE)

NIe 8 2 3 Eh Hi
FERCER

B- A X /R Hi g
K-W-& 3% &)
N-JTR0H 2 #h i
FFERGEE

C12Q1/68 C12N15/11 GO1N33/53 GO1N33/48

C12Q2600/112 C12Q2600/156 C12Q2600/16 C12Q1/6827 C12Q1/6811 C12Q1/6883 C12Q2535/122
C12Q2545/114 C12Q2537/16 C12Q2537/165 C12Q1/6869

FRH
MBE

61/615535 2012-03-26 US
61/659695 2012-06-14 US

Espacenet  SIPO

SIEIER |, XML B4 3 DNAKY KAEH 1T FF 2 g LR BRI =
BEMNZSERNHES Z, X2, B#NRET —HBEIUARAE

SIMIXPCRERBINANFXEHZSR , KULZRSBEENZE
BANSHONFE %, FRAXMEE  IREEIEELE4%021= »
DNAKH S BEFF R,

=5

I



https://share-analytics.zhihuiya.com/view/163e2e57-f0a6-4381-9f18-1cfc881f13b0
https://worldwide.espacenet.com/patent/search/family/049261127/publication/CN104350158A?q=CN104350158A
http://epub.sipo.gov.cn/tdcdesc.action?strWhere=CN104350158A

