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L. Al B ARSI R AE D¢ DNA [ B 20 B0 T340 Bk AE A A5 i I PR A 2%
DNA A1 H:Ath DNA, ATid 77 V2048

X2 RO/ R

Ek B Pl AP RE X R T iR K/ 24> DNA 7 B & s

TR ALR S, 25 T2 FlOR/NME DNA F B &, TR — S80S — (e, frid s — %
BRI T PR AR b DNA BRI gi e e

PAF— DB AW AR 5, P A — R e TN TR — 2
B VEARL T IG RAH OC DNA PR3 B 2045, FF HLC A iR — AN B AN R HEER 55 B 2 AR HERE
w2

BHTR S —(H 5 2 /D> — MR UEEE SR HEME LL e s DL

SETPTIR O, Al B BT IR AR A I A R AH G DNA IR 2 4348

2. UIRURIELSR | TR G773, Hp BTk 24~ DNA i BOG Y FIERIAL I — A s 2 A Tl e
[X 5K
3. UTBUCRIZEESK 1 ik 1 7514, b iR 58 — SRR AE AT T K DNA v BE=F FEf# /> DNA
JrBERE, I H A2 DNA 7 BEEAA BT K DNA F BERE/ R )

4. WIRCRIER 1 BTk 77 v, i fE

ETZMMA/NEDNA B &, i E—DEEANE S H— A A, Tk
—AMEEANE SEARE T IR AR DNA F BER/MER ARG v 245 &

PAFKT TPk — AN ERE A S5 — AN B2 A R R A

WG TR — A B AN A BT 55 R MERE 55 A R 1 28 A v L g 59 HL

BT W BT iR S — (AT IR — AN B2 NS A I B A8, i S5 A A o I PR 2%
DNA (19 53 5L

5. UMLK 4 Pk iK1 732, o rp BTl 5 — R HEE A ORI IR 58 RS dids i 2 2 4k
&k bR, I ELITA bb e A FE e HA 0 BT T I B8 — (BRIl — AN B 2 A58 A 1) A4
ENINERZFE

6. UTACRIELSR 1 BT (77325, 2 il 38 — A VE U RO Ok v i 2

7. GOBCRIE SR 1 BT 77 70, SErp A 38 — e MR 0 18 0 AN R RS MERE & R A T
Bl e i ok, HrP AR IRIBRABE T 2 B/ DNA B BXI &, I HLH A AT IR AS R A MERE S 1) 22
oo BAT AN A A B 53 B0

8. WIBCFIESR 1 ik 7778, HoAr i &t B F Brid K/ DNA 1 BE 2 -

X1k B TR AR 2 S DNA F BLh A

TR DNA F B KD,

LA DNA F BRI /MBS

AT BT IR DNA By BRI T, LASRAS FCXS 7 90 B4

W TR BCRT A1) 1540 5 S R R LE XS DL &

A8 FH EEOT R A B 0 BT DNA v BEERI K o

9. AR EESK 1 BT Il (1) 75, F A U B0t B T Bk /0N DNA B ) B 48 s FH HL v

10, GTBCRIEL SR 1 BTiR (9 7775, IS AL E

SR TR AN AN R R A

2
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X PR 2 A BEHERE TR A

I 5 P IR RS AERE it P IR AR AH OC DNA R BE 73 48

TN BN BT T IR 22 B oK /NS DNA Fy B i 5 DA K

FETZ PR/ DNA Fy B, o S5l 55 — S BN VEAE, T IR S HERE i (RS HEZSU R
s B P S A AR AR 00 2 PRI 82 705

L1 WISUREESR 10 BTik it 7 vk, AL FE

Fff 72 BR B, LT ACL T BTl 28 — e MR R AE 22 AR P 23 B R I R ME A

12, WOBCREESR 11 BT (7775, SErp BT il s 5500 26 1 R 40

13, WIACRIEEK 10 Frad i 753, Forb Bk AR ok BMA G LK 22 td, Horb kil
PRAH G DNA 24 i JL DNA, Ff H AL Al & 1 AR AH OC DNA 19 BE 73 BB 6 LU R i 2 b —Ff

TN I I 29 G R A AP AN AP AE B SR B8 AR A7 41) 5

AR ) LR 7 2k R WAL bR )

14, WIRURIEL SR 13 BTk 777, Sorb Brid i ) URE S Pk RO a8 A4 b A5 A B0 455 Bk 4 1fn e 5
I35 i IR LB IR 5 M DNA AR AL B i DNA J2 41

15, WIRURIELSK 10 Frd (9773, Forp Brad il RAH SC 1K) DNA 295 H SRECAE A (1) 2R
Jih 92 17 DNA

16. WIACHEE R 15 Brik i) 753, A il &1 ARAH OC DNA (19K BE 73 Bt 4 -

R — A A SRR, o Bl AR O 2 1, 9 H BT R BRI 2 1 R R
(LOH) A7753 57 FE PRI R 2K

1 28 BT IR A D it v T IR — A B2 AN SR BRI AR Ak, LA AR 2R 1K) 48 67 55 AT 1R 271 B2 2
%ﬁﬁ A

1 TR AE A i P TR — AN B A FE DR R Ak, FLA R 2R 1) S5 55 BRI P A7) 15 5 265
—EB &

T EEH] (A - B) /A ¥l RAH G DNA IR FE 73 30 F iF RO PRIR S — R 5k g — |2
tt o

17, QIACRIEE SR 15 BTk iy 7572, JL A il i ARAH OC DNA (19 B 7 BB -

BoE — A EE R, o P AR O A 1, I HLE R BT IR e R — A SR 2
BRI EE ;

1 52 BT IR A P BT IR — AN B AN SR B R Ak, AT HE A S JE R () A1) S 2 o
—iE A

122 BTl A i h BT IR — AN B2 AN JEBRL e Ak, LA 05 S A SRR ) ) A1 s ) o —
&= B

I EC] (B - A) /A ¥l RAH G DNA IR FE 7330 F iR TIR S — B 5k g — g2
tt .

18. WIAUMEESR 15 BTk ity 7732, Horh I = i R AH OC DNA [R9 BE 73 BB 4 -

YE — A AN EE R R, I Bl i O A 1, LR R A 2 AP A AT IR

G
Ui T2 D B A T SR A, A A O R BRI P BT

—HEA;
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B 52 PP IR A b BT i — AN B2 AN FE R BE AL , AT 980 S5 Ar L IRL 1) e ) s B0 ) 2 —

=)

=B
i FH ELH) 2B/ (A+B) Kl R AH G DNA MK BE 73 3 F tF A PR S — B S Tk 38 — B2
tt .

19, WIBCRIE SR 1 BTl 0 7512, JLrh ik i) &2 (1) K /N K R L 7 B B R R e A 1
e 8

20. UIBCRIEESR 1 Pk () 7535, Jorp il 2 BhoR /N (1) 22 20— Ffook B T [

21, VHEHL™ G, BEEAT 2 454 A AR IR I PR H LRI A B, AHAT I, BTk e 4
PR AL R G h S AR TP e R AE 6 DNA (IR B 4551, BTk A= ke A 2 BT ik I A
S [ DNA FH Atk DNA, ik e 4 A5 -

X T2 ROR /AN B RO

THER B TR AR BN BT BT IR K/ 24 DNA B &

T ZMK/NDNA BRI &, tF RS — SRS —H, Pk 23— S8R L T ik 2k
YIFE AL DNA J BERR /MBI Gt 2 =

PAF— DA RHEEAR 5 A A0 — AR AR TN TR S — 2
R HEAE IR IR RAH OC DNA IR RE 43 200, 3 HALh Pk — AN B2 M HERIAR A0 B 2 MR
FE S B E TR

BT — 5 2D — RS R s R AR LA s DL &

FETPTIR LO AL, A ST IR A A R AH O DNA IR B2 4328

22. S HT AR AR RS 0 5 3, P AR L YR B LE A M DL R AT ek B
31 AH G 41 B 11) DNA, L7 it DNA Hh i 22 2 — 2630 BT AR 0 o b e 40 By, BTk U 44
5 -

X 2RO/ B REAROR /)N

DEEk B APFE S AR T B /N 58 —2H DNA i B &=

T ZM /N DNA BRI &, S — S5 S — A, R 3 — S8Rt T ik 2k
YIRS DNA i B R /MEE I it 22

IR S SH M UL

F= T PTIR B, 1 T ik AR PR rh S S ) 7 o

23, WIRURIEESR 22 Pk () 7732, Ferp il 55— 41 DNA v BOGEH IS T BT i A= 4 PR JE R 21 1)
— A EEATIUE XK

24. WIRURIEESR 23 Pk i) 5, I EL 4 -

%ok B TR A RE T H AR ALK DNA B B, Hp AR DNA R B R T AN AT Pl X
B

TN B YT BT Ik 2 FifOR /NS DNA | BRI &

THE PRI AZH DNA F B2 — S 40K K/ ME.

B K/MES & BINZS A LUK

ff 2 XA B € R LA R MEAREL & B IS E B A Gt £ 7+

25. UIRURIELSK 24 Prik it T5 1, i HL 4 -

A8t FH 28 e () T DX S0 e — P B 22 il n] e R IE S 28, b Bk mT RE Ry iE 2R 20 5 P
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TR 7 1R T DA K

26. WIBCRIEESK 24 Pk () 77325, o B T ridk L Aseiff o Bd AR A0 A Hh S i S5 40 18 53 20
FFE

2 JIT %5 08 (R I XS 2 B LR AR EL A5 B 1S58, Bl AH IR/ IME B AA Zeit
S LM

¥ B iR 5 5 A XS8R LGB, AR BT ik A= 4 0 P ohE S 2 1) 7 4o

27. WIRREE SR 24 Frid ) 7778, o prid & A S E 2 DA AR

28. WIRLRE R 22 Frids (¥ 7535, For i v e 10 23 B0 I g /s £ E o

29. WIRRIELSK 22 Prk (1) 751, Sorb i AR FE S 3R B VAT I B i, 3F HLE A
22 N VT AT R A B S 2 13— S 3UNE

30. WIBUREESR 22 Pl (#7772, Horh il 225 (0 N 4400 Ik A=) PR oK AR e i I
MR8 15— S50

31. WIRRIEE SR 22 Pk (777, o ik 25 3R B — DBl Mg AR i —A4
SRR AL

32, WIBURIEESR 22 Pl (1) 77325, e T il 43 250 JI 3 A5 00 PR R FE e B e S5 4 O b
.

33 WIBCRIEESK 22 Pl (1 77325, o BT ad 3 2k J i A= 0 P i S S e i B0 i 5
.

34. WIRURIEESR 22 Prak () 773, e prid =ik N
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BHKIZE AR JL DNA 8 B9 E T K/ ev o th

[0001]  AHICHIIEHIAE 51 H

[0002]  ANHIIE A 2012 4 3 H 8 HEb A bRk “SIZE-BASED ANALYSIS OF FETAL DNA
FRACTION IN MATERNAL PLASMA ( BEA44 if 5 o it JL DNA 43 £ 2% T K /N 43 8 ) 7 19 36
61/608, 623 5 2= [H Il i L F HIE, F1 2012 4F 4 5 6 H A2 IFR 8 4y« SIZE-BASED ANALYSIS
OF FETAL DNA FRACTION IN MATERNAL PLASMA ( BE{AI 2 0 A& JL DNA 23 B E T /MK 4
Br) "I 61/621, 451 5 32 [ i b &R B (1 AR e B M H , R e IR, sk 5]
HEARFANARSS, T B

[0003] REHTE =

[0004]  BRfA M 3% oo 48 M ) iR JL DNA (R R FFB1 T 9542 AP 7 2 B 3 1 ml g (Lo
YMD et al.Lancet 1997 ;350:485-487). [ JL DNA 18 / HH{H WK Z 0 B4R G 8 4
3% -10% (Lo YMD et al.Am J Hum Genet 1998 ;62:768-775 ;Lun FMF et al.Clin Chem
2008 ;54:1664-1672) o Jifi JL DNA ¥ & 73 i 52 W {50 BEAA I 3% DNA [ HEAR AP AT 2
MR REM 240 a0, A T ) LA R ER A P (il tn 21 =4k 18 = 4ksl 13 =
) BIAER ANPERI = HT2 W, AR )L DNA 3 B2 B0Bk =7 BEOR IR o S IR T E SR A5 Je A R 1
DNA J7#1) ()i B AR B8R S o S, CUUE B BRI TP 16 )L DNA ¥R BT 73 B Bp oz 2 £, #4722
T 4 5 TR S AR AL R (Lo YMD et al.Proc Natl Acad Sci USA 2007 ;
104:13116-13121) ,

[0005] X Jt ok B AL KRR AT I e BEAT B G JL = AR AR NP 7 iR I, A G L
DNA ¥ 73 500K 5% W SRAT e ni A I P 7 22 34T (107 & (Fan HC and Quake SR.PLoS One
2010 ;5:€10439) o 5L, — 2L A CAIN T B 2 B, Hoh i SE I E G ) L DNA R E 43
£, 9 H R A& KT i/ L DNA WK EE 3 AR A G ks 7 A2 i 45 . (Palomaki GE
et al.Genet Med 2011 ;13:913-920) . HABHFFL EAEARATHIE W SBE AN T iR JL DNA
P53 FH Al Ry s BRI 2R A 3 B R3S TR AR ORI ARS (Sparks AB et al.Am J
Obstet Gynecol 2012 ;206:319.¢e1-9),

[0006] [ T AEFE A PRSI, /i J L DNA ¥R B 43 £504 S ALUH 52 W A% FH B 46 1L 2% DNA 3547 1)
F TR 00 e FE PRI i 4T 25 9% (Lun EMF et al.Proc Natl Acad Sci USA 2008 ;
105:19920-19925) Flifl &% (Tsui NBY et al.Blood 2011 ;117:3684-3691) [{jAEfR AME
FERTZ IR . [ )L DNA ¥ B 73 50040 5% i KA S it J LA 2 BR1 40 22 OR) JR s A 5 AR P i LR iR L
LRI T iR BT I PR EE (Lo YMD et al.Sci Transl Med 2010 ;2:61ra91 FH
5 E L F HiE 2011/0105353) ,

[0007] TR T Z P JL DNA S B0 i e — i I & REA SR R A7 AE
(16 ) LARe e PR ) SCAIEAE P AR BT o ISP A I S A0 458 55 1 I I L AP AE 1) Y e ik
FFH), Fisk H Rhesus D FIMEZ2 AP 1) Rhesus D BHYEAR JLA A RED ZEF 751, 16
AL A BESEAIG LA B AE 1) 50 B S K DNA. O T 43 206 JL DNA 3R B 7048, e
AT LAVHELG ) LR 5 PR 1) SOAR I3 A% 1R 77 19 A BL BRAARS IL DNA IR BE IR EE 26

[0008] WA H I HHI S — LB B FER H B IR 2 5 (Lo YMD et al.Sci Transl

6
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Med 2010 ;2:61ra91) » {8 H A T E A JL DNA 3 5 53 B8 A b 54 (1) B o5 A2 B E Wl —
HiBE R EV R FTA NG IL — BEERTRRAEYE R . SR ] SR A 1 75— 5 iE A Af BRI 2
JEILNG ) LB G B 77 7 DNA B S4B DNA J7%1) (Nygren AO et al.Clin Chem 2010 ;
56:1627-1635) o ] DNA FIEALARAE W) 1) AT BESHR A2 7] BEAZAE DNA FF R AL K1 I A4 )
e 5o AN, FH TR DNA A LA AR WD I U7 V208 0 B B2 %, A0 45 A P S A Ak 12k R o)
f4k (Chan KCA et al.Clin Chem 2008 ;52:2211-2218) , BV & Eh#4 4k (Chim SSC
et al.Proc Natl Acad Sci USA2005 ;102:14753-14758) , 8% A 34k DNA # s yiiE (MeDIP)
(Papageorgiou EA et al.Nat Med 2011 ;17:510-513),

[0009]  HH /i3 JL DNA ¥ & 73 2502 B 2 R AR, FH FLAth 1) 07 V5 0 38 0 0 A o 1 AR A2 1] L
iR

[o010] & AR

[o011]  SZjifi /7 RSP T2 FhoK/NE DNA F BER &, 5 50Kk B WAL i DNA VR &
W) Al R AH DG DNA IR FE 3 B0 7 22 8o 0 4n, W LLBR 2 BRI FP (F) R JL DNA [R5
F5E oy H ik 25 1 A K PR DNA IR 20 % 38 I DNA BRI K /N5 6 ) L DNA (g B 43 A
Jh9e3 DNA [ EEBIAH G o A HES R i (9 4n, A A HERRERL ) $87R T KNS EUE 5l IRAH G
DNA PR BE 73 BB 2 T 0 R o X F85 s AR, K/AN SRS — (0] B RS DNA
BUIR/MfE TR o S5 —{H SR HERR m i L BRI T ¢TIl RAH 2C DNA 19K B2 73 2
o

[0012]  HRHE— AL T &, T3 Al B AEDRE Pl R AH IS DNA 9K B2 73 30, BT ik A s
B IR i PR AH 5K B¢ DNA T HAth DNA o S T 22 AR /N A (- B — oK/, B2 ok B AR
mi BT R F BT K/NT 24 DNA BB & THRHLARGEIE T2 FlOK/IME DNA B &, o
FBE—ZHINE—E BRI T DRSS DNA 7 B R M Ze it 2 . 3Kk
13— A EEA R AR S A R SR TN TS — S R HEE i
PRAH G DNA (IR 0 4. BTl — AN 82 AR HESEE 0 B 2 AN REHERE S i e i ok o B o — (i
52 /b M HERE R ARE(E LE A o 25 T ik B 28l SR AR 04 it A i R AH G DNA TR 2
Va8

[0013]  AR¥E A — Al &, ik T AR AR . TR AR A SR A E
A0 RN AT BESR B EAR SN BE ) DNA. FITIA DNA A (1) 22 /b — 62 BTl A 0 RE o 2 e 4
ML) X T2 A R /N A R AR OR /N, & T R B AL SRR Y T BTl K /NI 24> DNA Jy
BiE. WHEILRAE T2/ AN DNA F B E, HH THE SN E . F—3508
BT AR DNA BRI R gt 2 . RS S H . TR
BH € S A P RE SR R A

[0014]  HARSZH Ty =98 K R G AT X H 7 2B 5 AT IR T i EAH K B B LA A
o

[0015] 2375 LLT V-4 4 AR B P RT 3045 06 A s BH IR BRI 34 Py B 407 1 R A o

M (=] 354 AR
[oo16] & 1 o~ 7RI A A B Sl g 58, BRI SR A 78 34 TS 40 i DNA 1) K 7N 73 A 1) B
100,
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[0017] & 2A BoR TARYEAC A B STt 77 58 HAA ARG ) L DNA & BZ 73 50 ) P A BEAAR I 2 A
it CHEORISE —A = H ) i JL DNA B RN Aa k)1l 2000

[0018] & 2B SE7n TARYE A A B St 77 58, HAA ARG ) L DNA R B 23 50 0 9 A BEAA I 284
i (ﬁ{ﬁ)ﬁﬁﬁ%:ﬁ\_ﬁ\ﬁ ) 7 DNA v B IR /N AT 1] 250,

[0019]  [&] 3 /& TJ5¥% 300 MIULFE B, Ll 7= 1 MR A BH St 7 S A S5 AL A i Al R AH
K DNA R BE 43 B0 77 o

[0020] [l 4 /&Kl 400, H s TR A BH S 5 58, A% A ML vk R4S (R REAAR L DNA 1K
N3 AT CHLIKEE) o

[0021] ] 5A 2K 500, H B o THRYE A & B S 77 58, BEAR I o B 2 R0 iR JLDNA 1 73
LE RS S ) 150bp B 58 /)N DA BR i e 4]

[0022] & 5B J2 K 550, L E 75 T << 150bp ) DNA F Bt 163bp—169bp (1) DNA F & ) K/
be, #57n ok (CF (CR/N<S 150) / K/ (163-169)) o

[0023] [ 6A & 600, LB 8T 140bp—146bp K] DNA A Bk 5 163bp—169bp DNA & [ K
IINEG, R R R/ (140-146) / K/ (163-169)) .

[0024] P 6B & 650, LB 8T 140bp—154bp K] DNA A Bt 5 163bp—169bp DNA &[] K
/NEE, BR7R R (RN (140-154) / K/ (163-169)) .

[o025] &7 2K 700, HE 7R T 100bp-150bp ¥ DNA 5 Bt 5 163bp-169bp DNA [1J &[] K /)N
tt, Fronh (OR7 (100-150) / K/ (163-169)) o

[0026]  [&] 8 /&Kl 800, H s THRHE A A B SE i 77 58, BRI IR oh BT 2 Fh ik JL DNA 5 73
LU (RS S ) 150bp BE5E /)N DNA R i Ee 4]

[0027] & 9A J& K 900, H B 7R T << 150bp 11 DNA Bt 5 163bp—169bp DNA )&= ¥ K/ EE,
Bk (CF (RN 150) / K/ (163-169)) o

[0028] 9B J& K 950, H: &8 T 140bp—146bp (¥ DNA /i Bt 5 163bp-169bp DNA )= ) K
NG, Bl R/ (140-146) / K/ (163-169)) .

[0029] & 10A 2K 1000, H: B 7~ T 140bp-154bp [¥) DNA B¢ 5 163bp-169bp DNA [¥] & K]
KA bR (K7 (140-154) / K/ (163-169))

[0030] & 10B J& & 1005, H: B 7~ T 100bp-150bp f¥) DNA F Bt 5 163bp-169bp DNA )&= ]
KA, bRz (K7 (100-150) / K7 (163-169))

[0031] K 11 BEEor THRPEA KR B SEHE 5 %2, X F Pros K/ EE R o, K/ e ARXS F
5 )L DNA T 4 LEAE

[0032]  [&] 12A ;2 HLIK ] 1200, HoARYE A% & B 8 i 77 S ] H T K/ EL

[0033] || 12B 2 & 1250, H R TR A B St 7y %8, Bk ik B 2 F 5 JLDNA
Iy L FRE L ) 200bp—267bp f) DNA i EX 5 290bp—-294bp DNA I AK/NEL .

[0034] V& 13 2 AR AR B S 77 58, RS HEAE & 7= A R0 0 2 25 SR o e v s 1 1 7
1 1300 IR .

[0035] ] 14A AR AN & B STt 7 28, BTN ZRA, R/ ECARAT TG ) L DNA ¥R BZ 73 25 1) 1]
1400,

[0036] & 14B JE AR A K B Sl 7 22, K 14A LR R E 1410 #ES (A5 IR 5y
HORHNS A58 G LR e P e 2 A3 B A B2 50D P8 1450,

8
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[0037]  [&] 15A 2 1500, H 5 os T MR A K B St )7 58, ed DIBR 2 A A2 Jia BT 44
Mg (HCC) g i 2% i A 2 i i DNA 23 L A S 1) 150bp BT /M) DNA F B B
] o

[0038] 15B 42 & 1550, L2 7R 7 M8 V) k2 i A2 5 9 44 HCC JR 35 ¥ << 150bp 1] DNA
JBLS 163bp—169bp DNA [ & K/, FR7sA (CF (K/h<s 150) / K/ (163-169))
[0039] 16A J2 K] 1600, H 7= 1 s Ul kR 2 wR 2 G I 44 HCC f8.35 1) 140bp—146bp
[¥JDNA Jy Bt 5 163bp—169bp DNA [FJ & ¥ K/INEE, FR7R K (RS (140-146) / K/ (163-169) ) o
[0040] & 16B 2 Kl 1650, H B s T e UIlg 2 B A2 Ja 44 HCC B3 1) 140bp—154bp
[¥JDNA Jy B¢ 5 163bp—169bp DNA [FJ=E I K/NEE, BRaR A (RN (140-154) / K/ (163-169) ) o
[0041] & 17 /2K 1700, H 57 T Meg Ul g2 B2 f5 P 44 HCC B35 11 100bp—150bp [
DNA Jy Bt 163bp—169bp DNA & K/MLEE, brn g (R/N (100-150) / K7 (163-169)) .
[0042] ] 18A 2] 1800, H 2 7R T e Ul 2 1 FH -2 )i 1) HCC #3511 150bp B 5E /)N [ DNA
F B

[0043] & 18B s &l 1850, M &7~ 1 e Ul B A2 J5 ) HCC S35 11 << 150bp [ DNA J
Bt 5 163bp-169bp DNA HE /ML, ARz (CF (CR/h<S 150) / K/ (163-169)) o

[0044] K& 19A 2] 1900, H 2 7R T e Il 2 A5 F1 22 )5 1) HCC i35 1#) 140bp—146bp (1] DNA
Jr Bt 5 163bp—169bp DNA [ & IR/, FRan i (K7 (140-146) / K/ (163-169)) o
[0045] & 19B 2 &l 1950, H 27w T e Yl 2 A5 FH 22 5 /) HCC i35 1) 140bp—154bp (1) DNA
Jr B 5 163bp—169bp DNA R IR/, FRon i (K7 (140-154) / K7 (163-169)) o
[o046]  [&] 20 &&] 2000, H B 7x T s Uk 2 A2 5 1) HCC B3 1¥) 100bp—150bp [#) DNA
Jr B 163bp—169bp DNA [R5 1K/, bRz (K7 (100-150) / K/ (163-169) ) o
[0047] 21 S FE L, L 7R AR R A R BH S 7 56 A A AR AR ) AR R i DU o e
ﬁ%éﬁﬂﬁﬁa\éﬁﬁwﬂi 2100,

[0048]  [&] 22 J&3K 2200, FL 7R 1 ] WL T 22 Bl S0 (gt vh i — 28 DL () e (AR i AR
[0049] ¥ 23 7R T A H TARYE AR A BH St 77 S0 R A AT VAR PE VR LR S 2300
(177 B

[0050] & X

[0051]  GnAR AT FHBIARTE “ AWt ” Rfe I A A% (B, N, inZaid) BEH— R
Z Pl BARZIR 7 T BT AT A o S0 48 1 2 L Ve PG PSR Vs K IR PR I R
T8 FEEFNE S0E A éli%ﬁnn—fﬁjtﬁk SIS TG A A . “REHERE SR I
FIEFE I AEYIAE A SR PRAH OC DNA 73 202 ORI, BT 18 ok e v 75 v a0 FH IR PR AH 2% DNA
Ik B AR R R E o PR AH 5 DNA B S48 Ay REAAR 1M 2% R R G J L DNA B33 i 2 o g
J83 DNA.,

[0052]  GIASCATH, RiE “FEHE (Tocus) ” SRR EE A “FEHBE (loci) ” BAEFE KA
(AP AEAR 5 PR B AR (BRAZEXS ) IO sk, RIS “ P A4 2 He3k
IRy 1 (4511, DNA B ) BIASEBE— P41 FE— NS0 77 S, SO B — i
WF. AlgEH, n7A A Ber W (404, MRRIR ALY 30bp) M7 LAAE AN P41 8. SRS
AL O B A A S 2 IR R L, IR R B o 78 N — St 7y &b, i, @
R, P 2 DNA v BEAMb, FF ELRT X B8 % 2 s 10 0 I/ o
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[0053]  RTE “I M7 S FREAE I, HeAeRe i i s n & B AR s, I BRI
FIWERE R IER A U, B AR E 5 | AR Bl ERLE I 7 m] 4 BEATLI

[0054] AR JL DNA 3 & 53 505 AR5 i JL DNA b8 & G JL DNA 43 0] B 848 L F 48
AEAE T AW FE S () 4n, BRI s mys A &) s a3 B 36 JL IR JL DNA 73 5 i B 41
(Lo YMD et al.Am J Hum Genet 1998 ;62:768-775 ;Lun FMF et al.Clin Chem 2008 ;
54:1664-1672) o LU, ATH I8 DNA WK R 73 £0m] 5 AR TE IPe DNA LSR8 DNA 43250
AT, R AL S AELE R IR DNA 43 1 e Aa

[0055]  RiE“ K/MER (size profile) ” W ¥ L AEMIFESH DNA F BEf R /e K/
AT AR Z FOR/NE DNA 7 BERIE I AT AR TE B . vl 2 R gt 22 2400 (AR K/
AN N ZH) AT MRS 5 —DNSHCR 2 KANBOR /DGR )
DNA J BUAHAS T B DNA B EAR R 55— K/ Bl i DNA v B E 2 L

[0056]  “IffE PRAH G ” DNA F) S 451 A0 455 BE 44 ifn 2R A (9 i J L DNA 1 2 I 2% 0 (1) 9983 DNA.
Ty SR AL RE RS R AR I 2R P (R A AH DS ) DNA fR R 5 5L . At SRR T S M K
HR R I S AR I DNA AR = I & 25 3L o 1205 — S 28 mT A RGN sl A ) s I v
R BGE A/ BRI 20 Z3AH DS B4 -

[0057]  “ReHEZLHE 207 E04E H AR DNA CBE, IR ARAHIC () DNA) () “ AR AR 0 & 1y B L 0 1)
WRPE A0 RS HEARL A WU 58 (RS HEAT: & 1) K/ IN S 40, I A VB i P i RFH O DNAL IR
FE 3 502 CUANR o BEHEEE mimT L2 Fh 7 20 S 0, ie SO B B s s £ (BB
RS HE i 28 B v ) o

[0058]  ORTE“JAESE4” W FRIE A2 AT AL EIERT B e KN 8 2 D ik e B G 1)
Jer AR (A, XS PEB = ASYE ), F/ BRE M R AR B e SRR ] A
BUARRRAE o 12K RTN 00 JeiE S5 G000 46 15 i SR BRAT G AH OC 1R 28 A BT 10 B0 i 1)
[0059]  REHWFIA

[0060] LR 4NTEREAR I A0 (K TE 40 MG L DNA 23 385 b BEASK IS K 4> 78 (Chan KCA
et al.Clin Chem 2004 ;50:88-92 ;.o YMD et al.Sci Transl Med 2010 ;2:61ra91) . iy
JL DNA (715 T EUBEAR ML DNA RIS AR DR /N3 Al 2032, I HLBOR R E 55 i L DNA R FE
YRGB I REAA M DNA RO /NS (1R 2 (L, S0 7 S8 W] 3R A BEAR I 2% Th I i
JL DNA ¥R FE 73 %5

[0061] [ T-ARR AR A2 Wi 4h, SEi 77 2238 n] T &2 A 7R v] B TR
[RIAN R R /IS IRV R R i 8 A BB 43 5, JEL T P T Rl R R R R o ST I B i
R M3 AP IR SR IR ) DNA B I e VR 1) DNA 48 (Diehl F et al.Proc Natl Acad Sci
USA 2005 ;102:16368-16373) » fERFEIAET T, CUEBH & MK 35 1) DNA bE RIS MR YR 1K) DNA
%9 (Zheng YW et al.Clin Chem 2012 ;58:549-558) ./l tu1, f1 5 f 3 MALAARESZ T I, Wlsk
JET I Ot G EEE M8 F ) 1) DNAE LU M 2 A ads ifn kY5 (¥ DNA % (Zheng YW et al.Clin
Chem 2012 ;58:549-558) » FAIHh, 7E A L WUBZLEL P AR AR 35, TR S2 40 (1 AR 38 I 2%
BRI, 23550 A o R ) B TR0 DNA K S Bl 2% DNA 119 /NS v 55 o 1409 [ 4 A
[0062] 1. K/poAf

[0063] 4 T Ui B S5 58, FRATTAE LA S 46 mh 3 Wm0 K /N 5, 480 a8 el X KR
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BFATIN sl f vk C0an, A8 A= A0 o Ja—SEEIUHA F L, A4S R A4 73 i
ARy LK AR B PR i ELAH X B K7 58 o 30K SR VFAE R I DNA R i AT AH X B8 52 B 7 7
VERT, TREEEAT I A KA — M s B i R

[0064] 1B T AR YR A & B S U7 58, BRR I P A6 B8 J5 40 B DNA 185 K/ 23 A7 1 B
100, KN AT @I & DNA v BOK/D, SR JEXF 2 FhoR/ DNA J Be (Al , 50 Mgt 22 24
220 NFETEFE N ) % E GRS . KB 100 SR TR T AT 110 240 REA I 3
FEG T 1) DNA J7 B, 17404 120 A2 AR XK E G JLEY DNA. 7KSP42 DNA i BB 4
(bp) IR/ BBl DNA B E 4 B o

[o065]  7EFE 1, Uik B BEfR M 22 i ) Lo I 1) DNA [ K /s 20 A B BR AR SR 5 16 43 3
(Chan KC et al.ClinChem 2004 ;50:88-92) , il , T A1 FH XU A RRAR FH-4 70 > 70 B i)
SE T U R LR S DNA LR DNA ( EERIE T BESE ) MR HE /oA o AT 1E B
PR A DNA [R) [ 2222 5 00 6 T LRRYE KT DNA, 166bp DNA v Bt 73 £498/)>, H. 150bp LR
&% DNA R ELAAI38 0 (Lo YM et al. Sei Transl Med 20102:61ra9l) .

[0066]  FEASCH, BATMER T A RAE S (EWIRE S — 3248 ) A sk DNA B BT K
/NG AT BTG5 B el A R A e BRI 2 i JL DNA (R EE 70 4. BRI 2 i JL DNA 3R &
I3 BRI I T EUS DNA 3R /IN I AT i . 7E— NS 297, 20 144bp DNA Jy B
23 166bp DNA ;v BURIAHXTFRE (20— 5261 ) W T KOG )L DNA (L340 7555
— ST A, KT R A SRS E A A T T i 2 DNA (R KN AT
[0067] & 2A SR TR AN A& BH Sl 77 %8, A AR AR JL DNA 3R BE 23 B P AN BE AR 1l ¢
FEdh CRRORIZE — = H ) FiJL DNA IR/ N4 1 2000 XM 44 22 0 35 A 53 1 A
JUo M6 )L DNA WREE M E R B Y QAR 121 £ S0 DNA v B T Es gl g « PN
MR B YR R — = H . M) 338 (SE4k, it JL DNA 3K 05 10% ) BA Eb M)
263 ( Mg 4k, Ifi )L DNA ¥R 53 %5 20 % ) ARG JL DNA WK FE 534, 544 263 AHELIN, 451
338 {& 166bp 4b F AT AL (1, X T 150bp BATR IIR/IMEAAR . #ref)3h Ui, 1] 263 T
T 150bp [f) DNA Jy BESE A6, 1M 338 4y 166bp [ B N FEE . XL 51K
— 3, B4 DNA Fi1%E DNA [RAHXS &0 RE5 16 )L DNA ¥R FE 73 BURH K

[oo68] &1 2B R T HRHE Ak B St 77 %2, HAA SRR JL DNA 3R B 23 B PR A BEAR LA
i CHEURIIEE A= H ) A DNA FBEI/N AR 2500 PIANFERL IR 3 A=A
A2, EPAZEWE B L. 5L DNA M 3tk B Y YL@ 7 41 4e s
J¥ DNA v Berp i B B o o R0 T2 B R 48], A1) 5415 ( jE 4, BB IR L DNA 3K
FEr 40 19% ) 1) 150bp LAF R/ HA 8L im0, 491 5166 (5546, HA 8K RING JL DNA
WPE 340 12% ) 1E 166bp Ab BA R = .

[0069]  K/NZELHIASFIME 5 G )L DNA ¥ FE 43 ZU0E B AH DG 1 B/ A6 T i R b )
A, Ihed DNA v B IR /I B HAT Jeg DNA i BORISR B IE 40 MO DNA BRI i 7 i3 DNA
FBRE S ARG BRI, TR BRI ] A s A o R R B R E A L

[0070] II. H¥:

[0071]  [AI2A DNA 7 BER/NS R340 (R B 40 be ) AH DS, S 75 48 ml A% A i2orH O 1
e 72 FE b BARSS A [ DNA (20, i JL DNA B3R B R8T ) DNA) IR EE 70 5. FLAARKRAY
%) DNA 2 Iffe RAH IR 1], R R A AR5 Ay S5 B 73 o DR, D7 325 m] 2 T4 T DNA i B
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il A A P I R AH DG DNA TR B 20 40

[0072] || 3 72 77¥2 300 (KRR ], Hpel s T AR HE A S B St 7 58 Al B A0 ot P Il PRAH
oK DNA [V FE /3 B T o AR RE A 25 I RAH G 1) DNA R At DNA. AR ] 3 AR
&L WE MR IL XN e TR0 — Sy &, g ] A S LR . B
S T SR, ARG AR RE SR T RS, 90 G, IR A3, oA BT R TR 2 DNA R BER N
TEAE (Blan, FFAEeE) « 77 300 nl AR ekt o v F EAHLR G AT, iR A SCHTIA S
fth 7 V2 BT REREAT B A

[0073]  FEJHE 310 H, P& T XA T2 R0 K/ DNA Jr B o 6 T 22 R oK/ i Aok
s, I AE R B T R BT RN 2 A DNA R BB 0 an, ] i B 140 Mgt
KRR DNA B H - P T R AF AR . AE— NS 7 &b, B Tk B AR
it 1) 22 B IR AT B R /N, FERT MR AT (9, ik B 27005 ) B0 TR AL
A7 (il Bk gk ) o Pl /Nl N T o BRI, S ] B B R e Y TR /N ) DNA
F B

[0074]  A]BEMLPkIE L Fl DNA B B, sft ik, M IEIRIZL /) — AN ok 2 S PE X s Pk ik £
DNA Bt @, nr AT R0 1) & 48, W B SCATR . E 53— S 7 S, T DA BEBEATLIN 7
(g, A FHIE T ) » I Bl A3 B 20 S0 S 0 R 5 (i, S A ZER4)
MZERZ LR . SR )G, P P8 S — AN B AN T DX 300 55 16 DNA 7 BOR T e K
/N,

[0075]  FEZANSEHE T A, K] R iU KR s A A /N 2 T DL
AT, QA SCATIR o 4920, W HEAT X0 7 A0 DNA B et , s m] 4 H ko P 4 it-2
WEEECE I DNA v B, URAE A UAE S RS i KA. g2 B 00 H 19 DNA iy B SE
#ALHE KT 100, 000 51, 000, 000 52, 000, 000, BEHARAIE (I , 3 7] Bk T BT 55 RS i

[0076]  E— NS 5 ZEHh, WG SR 15 A ) s X ) e B R k1R B0 B B T AL
FHor BT LASEEL DNA v B/ NI 3o 50, w40 B (g, i ik Bt ) ke 18 80l e 1 7 41 15
EORAF Z KA o BRI, TT A3 HT= A2 H K LK B DU 2 KN e #E— AN S0 Y, DNA
JrBE 4 B S 35 S B R0 A ik R et DNA Py B AT LUK, A8 LAt S i 77 28 T AHEAT T
AR T

[0077]  TEJ7HE 320 1, 2L F 2 F0K/N DNA B &L IF S — S80S —E. £
[, 55— S5 T AR b DNA 7 BRI Zevt 22 i (il AR D)« inid
SRR KANSHL, R I E 28 DNA R BERI /N 7 1K o

[0078] H—ZHn HA LML WESEONF 2 K/ DNA B DL BLs 4L, 3L
A MAETE I (AT A8 2540, 328 7 3RE e K/ i BRI 4B X0 B T30 3R1 . P, 248
AT AR E /N e 8 B B A B B DL S — RN B B BB E - A BRTE T R
b, USRS XS ASFIRE S 23 A DNA 7 BERIAN RIEH o ARt Al T a8 X0 B R 2 A AR
[FI%0 H 9 DNA v BECSCER, oA a8t 42 8 7 S5 ER LU A 0 BRI SR S5 3 . AR SCHig
T A A

[0079]  TEJ7HE 330 1, 343 T —ABEAHE KRR . BAE - RVERIE AT R
TR F 2 — S B0 2 (RS ) IO R AH G DNA IR BE /3 4. IR PE /3 B0 872 ks e
WP SR L o AV AT X R T A A B UHERE S i 2 15— 24 (BRI e K350
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HIE . ASHERHE ] HRAT AR 20250 (IR A SRR ) 2 R BRI ) IR HER:
B S TSR o ASHERE PP A 2D — S BT AN R VR R 3 B, H S A ] BT A R
WL

[0080]  {EZASEHE TS S, — A EE MR RTRE SO — A B HUR . AL O R
AN R BR 2, B s S A AT AT A 4L o o, e T B A E
WL /X BRI RE S K AN S0 (9, R 5 RN BRI LR B B ) 1 — IMRHE(EL R
1K o AIAEH] 22 AR B, SR RCHERE i B AN R R AE A B, AR AR i P — 28] BAY
FR TR KI5 735

[0081]1  fE—NSHt 77 & H » WIRE AR [ L 70 H1 22 A A it 0 45 RO AR )R/ S 50K 20
1 LU Ry 52 TR 70 BRI A HE SR oo 49401, i DA TR B 7 BB A o R/ N B 3R A3 K
NSHAE IR, DU 72 R s B . (R (I B A v s e ) o 25—
AT S RAT A RSB K 22 508 ] F T~ 2R 0 5

[0082]  fE—/MSCHE Ty S, JIE T 2R HERE S ) DNA 7 BERI Ko 7€ T BRI HERE
it IR AR (R K /N S R A HE AR, b mDRE BT R K/ BB R it 1K) CL SN IR B 7 B I AR
Jr R R R S B R S AU, P IR R B S 2 T TR TR A R B AR
AL K

[0083]  {EJSHE 340 1, Ke o — (i 5 2> — MHERE R EL AL, BT A Py
AT B, EEATR O S — (R 1 T U TAHE . BB s v i 2 (ki
A gl ) BB, ISR B ] e HAT 50— S50 — B R e B e B, 7RISR
—ZRUNEE X CH AU R & B DNA IR/ MIRE ) W] AR B E O 1A, Jep P
AREHERREL (i) o F OO ORI 8. IR iR 22 a [l Jon A4 X B n] g2
ANTEIERY, ATIER AL T F (O A% HH AR PR L

[0084]  {ELIR 350 1, AZWIRE it i AR AH O DNA RO BE 70 50 T U BOR A 550 A5k
Tt 7 SR W] LU E 5 — S AU (B K T T R A HE(E, AT REAF 7 1 IR A
PRI BE 7 B0 KT8 R/ T 0 LT B HEAE IR BE 2 B8 90, an SR VH SR I R R
it PR B B X, K TR HEAEL Xo, WU I (09 B 20 B PC, R E 9 KX LT X FRIVRE 73
HFCeo 1% LB AT HL T A VIRE i PR A5 A7 AE AT S ARASIN (90 dn, A I G J LR #8451 )
R IR B %K TR T [ SR B T2 5y 58 3o AEBRSR ST S8, w]
RED 7 2 MR

[0085] {5y — NSy AP, Sl A B (R AHE s EOR S I BB v e ) T L
B ERT R 15 (R i 2 B0 R A7 R0 EEBCR - S . SRR RS SRR L 7 2L
S A RS R K ) Bl H

[0086]  fE— /NSty S, Al AERE SN 2 NS B, vl E SR S5
ISR AR, R AR DNA Jy BOK/IMSKIIAS R G vt24 B 5 (B0 m] {8 DNA
Fr BURIAR TR A RN 2 BAS R R DN E o BEASSERIXE Y T ANFI A HE I £k £
AN T3 S AR ANIR] AR A7 3 55 AN R BV it 2 B, RASRAS 2 A Al S IR 7 28
SRJE AR P S s TR A Do e

[0087]  fE5)— S J7 b, WA 2 dERHiE ith 2, JLrh R AN R B S5 E A Roth i A 2
i LR P ) PR A HE BR B BRI R 0] 7 A B B RS I B BT AT 880 Y BR AR
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PhEro BRI, 75— AN 7 2, 35— R MEE R SRS ARV R o 2 4 ik B AT
P L AR BA XN T3 — (R — a2 AN S AR AR PRI 2 4 05

[oo88]  TII. Jl5E K/

[0089]  WT 5 MMl DNA [ KN o3 A1 » 48 G AEAS BT, 48 FH S B PCR. UK 0 T o £ 2
AN 75 G, BT K K B 43 7 e ) o 1 S R e R A9 R S, Rk
T PRI RS P AL UK SRRSO B B [ s R T R IR 7R S AN s, wT A RO
MR NR I L EEBK SYBR Green X DNA e, Jorbr gukel 4 & (1)t 5 DNA 4 (1K B Rl
Lot mT Lo UV 6 BRGS0 BB R 26 R IR, B e 5 A ARk o I K/
() — s DL R A5 B SR R a0 R

[0090]  A. 8 FHI P2 — i LFE S AR

[00901] 3% 1 o T LUIRJL DNA 23300 3 B4 S (s BRI P 43 B o I 2R A SR H 80 4427
H, BAWH— B IL. £1X 80 4 Z1id 7, 39 LA BTG IL, 18 B MA 21 =1k
(T21) 5L, 10 &M 18 =4k (T18) )L, H 13 B WA 13 =4k (T13) i JL. 18 Xm K
T AT U P46 72 12 DNA (RN A o BRI DNA B0 7 SCE 32 e R i i 2 (Lo YM
et al.Sci Transl Med 2010 ;2:61ra9l), & 7@t =54 PCRY™ M 6 DM IR 5|
AN BB ML SR DNA 43 1o

[0092] A FES I — IR CEIL 2 505 ) o AR LA SE T =, s £ T
AR N AN T8, 4, 6 B 12 8L 20 A4S, B E T 20 AN I SO I B R 4 4y
HrA TIx (I11umina) f# ] 36-bp X 2PE #% XM JFo HEAT T 53 4N 7 %600 7y DA 128 454 I
J7 I DNA 4§ BRSP4 A8 FE % IR L XS FE)T 2 (Short Oligonucleotide
Alignment Program 2, SOAP2) (soap. genomics. org. cn) , ¥ 36-bp W/ FHiLE SAEEE
W) (non—repeat—-masked) AZMEFELIKI4H (Hgl18) (genome. ucsc. edu) bbXt. #fisE 7 HAG H
MY R 53 B R0 (PE) 1240, AT i i B ahith (Flow cell) HIAHRIARALE Ly, HLLIE
B ) R TEAT AT A% R A e b i — 3 55 A FE IR AP () AN BN 55 o AE A St Ty v,
LU X ] BEANME — (1) HL AT SR VPR L o

[0093] AN A1 FEBAE AWK/ << 600bp [¥) PE S50 FH T 0 070 I FH X S8 b, i sz a6
Sy BT ISR DNA Fy B R /N R 36bp-600bp o &5 1) DNA v BRI R/ I B s
i 14 B¢ 4/ D PRV R 7 R AR B HE T 15K

[0094]
CHREY BR(A) I;J.":) BHREFT | gl pNA S H(%)
3 | % BGEE N B
ARG +AGER) FREE)

&4&-;{* 39 132 t 113 15.1} &7 {1.8 — 12.0} 157 {539 - 25.7)
T21 18 130 Ilz.l — 17.9} 5.2 (3.5 - 8.9} i38 (7!1 s 2?.2}
Ti8 10 133{121-142) 49 {36 ~8.2) 7.2 {(48-16.7)
T13 13 12.4(11.5-16.4) 53 (2.7 ~7.7) 7.5 (32-14.1)
,%’W- 80 131 (1131 - 17.9} 4.9 (LS -3 20 } 13.7 (3.2 o 27.2)

[0095] 3% 1 o T 2 PARSEAS TR IRASHE e o Bl A 150 5 2k s (B A ],
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U SRR A AE L, LU JL DNA 4355

[0096]  BRAA I AT 5t o i JL DNA IR B2 73 B2 SE AT TR A5 Y e P00 55 1) e 1) 1) 4
Sk (Chiu RW et al.BMJ 2011 ;342:c7401) o %A EAGHE 70— A2, Kk, %
1 A& IR G L DNA 43 20] F T PRAS A fh P 0 iG )L DNA 7 S el e L TIlCER SR
1A B B R B DA R R AV

[0097]  B. {47 FH A ] 077 () 58 i J LA R

[0098] & 2 WoR TARYEA RIS JT 52, BRI DNA FRFE 5015 B AEE ) s S RAE
WK 48 24, AWM — MR L. 151X 48 &2, 21 LR BAS ARG L, 17T 4 WA
21 =4k (T21) iRJL,9 WA 18 =1k (T18) i JL, H 1 &M 13 =4k (T13) fif)L. XLE4]
P 3% [ AT A S0 E BH S 77 S8 mT A8 BB m B AR o M2 DNA (19K /IN 43 A w4 F R K RIAS
HATI PP . A HAR S5 22 7P, 100 DNA PR K /N7 A5 m] 5 4B AS R 1 FH SEZ S PCR H
PR o3 AT 2

[0099] g 3RATAEAR DX SR A P 5, 72— SE T 2P E T Agilent SureSelect
BUFRE AR R G VOHRE SR A $5k B chr7 (0. 9Mb XI5 ) | chr13 (1. IMb X4 ) . chr18 (1. 2Mb
X35 ) I chr21 (1. 3Mb X3k ) 1) DNA 43+ ZEHREF BT, B /EBkik chr7.chr13.chr18 I
(K40 B chr2l BRHE REEEREPOE X (21922, 1-922. 3) 1EAHEAR . FI2A chrl3,
chr18 il chr21 bt chr7 BA #H/DRHNE F X, 51N T chr13.chr18 b AR N & 71X
AT chr21 | (9 S8 AE W XORSP ad 4 4 Gt pR T (A 88 1] X s S B o T f)
E4 BT XA E 120bp, W] ME—HIBRE, GC & &4 0. 5, HAE T s (o fh 355
G346

[0100] P BIR AN ZFFIES &7 X B AAFRER AT 2 Agilent eArray V& H THR%F
Wit o B 500ng )RR EEA ML DNA SCEETE 65°C T SHIRIREN P & 24h. 22585, YEM i
[5] ) DNA 73 7~ FF AR | s Ul P e 12 MR FR K PCRBEAT ™1 o A FH 50—bp X 2PE 4% 2 7E GA
[Tx (T11umina) XA #EAR & SR SCEG R S| T AT T 54N 7 5800 7 LUAE R REAS
PRI 2E DNA 43+ B SEA) . A8 A0 S IR EE AT FE ST 2 (SOAP2) (soap. genomics.
org. cn) , ¥ 50-bp JEHIE 5 AE E B HEM M AN S I HIZH (Hgl8) (genome. ucsc. edu)
XF o K ELA BRI R 51 1) PE SEECAE Vst (KA 1R A B _E BT 00, I LLIER 7 W 5 AN
PR 20 A 1 A7 B e — R 55 o ARV AN AC SR bR B B S5 DU 7 SCIE 0 R 24 P2 IH B PR
[o101] X [BIHC FEBAE AN K /<< 600bp 1 PE 35280 T3 b A1 X S bRUE, AHIF 5T A 73
FTIT L3R DNA iy B (K /NE L A 36bp—600bp o AN - -5 DNA 7 B IR /S I e B s g
B A1 T AL AT PR AL ARHE 12K o MHE Y i J LARE S ok S BE R ) ) B RSty 5 4% B Bt
(S5 2 DR BB LA B B ISR AE & A i JL DNA BRI 70 20

[0102]
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A4 A4 Z2E08) PE ¥ ¥ F(F  J5)LDNASK(%)
KR % FAEGEE) %) FAEGER)
PAEGEH)

Py 21 13.0(12.0-13.3) 2.2 (1.7-3.0) 13.5 (8.4-22.0)
T21 17 13.6 (12,6 - 20.9) 2.1 (1.5-2.7) 15.4 (8.7-22.7)
Ti8 9 12.7{11.9~13.7) 1.9{1.7-3.1) 10.5{7.2-16.3)
Ti3 1 13 1.6 9.2
BAR 48 13.1{11.9~-20.9) 2.1 ({1.5-3.1) 13.4(7.2-22.7}

[0103] 3% 2 WK T2k H 2 PR AR R AR it 038 1] I RO ERHRE

[0104]  C. JifJLAF AR HLIK

[0105] [ T A% FH CHUAR FFAT I 3, 12 DNA JK/IN 3 AR (R 40 i ml Jd ok Lk S . FEL 3K
=2 B BRI TR o AN R /N (RRIORE 28 1k A BT A (RN TR) AN [R] o BRI, A8 — AN S T
Zrp, ATREAT BRI 2R DNA W 7 ST ZE R it A4 FELUK R A 2 BR A4 2% DNA (KK /N3 A1 o

[o106] & 4 &Kl 400, 3L SR TR A S W S 77 5, A AL vk 3R 1S I BRI DNA fr)2K
N A CHEIKIE) o ORI HIKAFE ] Agilent 2100 A2 W AGHEAT o PRANFE S B0 e S J2E
1 Lk B 2R AE ] 400 o X BlAER DNA BIIA AR SR I AL IR IS RS RE, XA T DNA 7 BRI
KN Y BACERAT € IR 18] DNA Fy Bl i A ISR 2Ot B AL (FU) .

[0107]  DNA Jy B RIiAAL Bt P AL IS [RGB 5 DNA | BRI R/ IEAR R o AR o M Al i
B A INFE S s AT B R S B LK S DNA B BOR-S4) CBIL,DNA 86 ) Hia4T i R] B4,
A E Bl b I TR BE AL A B BOR o SR A R RIUASE A7 0 % DNA 0 3C JE 04T 0
¥, I Y G741 1 43550 T 2 IX L9 T R i L DNA MR B2 4345

[0108]  7EFE 400 v, S22k 410 fRRFEN: UK92797, 2L HA KM JL DNAIKE %0k 8. 3%, H.
RELL 420 FCEFE S, UK94884, HL FLAT (K iR JL DNA WK FE /3 H0 A 20. 3% o AHELFE L UK92797,
it UK94884 (IZ AT it A 2 w1 )i ) L DNA 43350 B R 5 v £ 1 L ik N ) TR) B 4 63 7 73
FB ) DNA (X I A) (X5 R T+ 200bp—267bp ) DNA K708 ), FIAH XA & 1K FL UK N TR) R 76s 1)
DNA ( X35, B) ( XM T+~ 292bp ] DNA K/ ) o

[0100]  ARHE) R JT S, # K/ A 122bp [ DNA & LA 5 420 51\ 3% DNA FH 100
S EER 3 o PRI, DXAB A S Y T~ 24 7T8bp—145bp ML DNA Jy B, H.X I8 B 4R, T4 170bp
(1M 4% DNA F B o BERUR R 38 4 T DNA SCEER R RIANIE] 5 8o B4, 7€ T11umina Bp3g
EECIN e SC 2 I AR T, B ISR ISR / S IALI 92bp S RN, XS T R AR X g
W SCEER 3% KNV 119bp.

[0110]  7E 55— SEjl 7 &, il 3% DNA Wil i AU E AR G A R H AT RS
%1 Rubicon Genomics PlasmaPlex WGA i&5f)&r (www. rubicongenomics. com/products) HE
TG AP A o B A e S o AR A ST T S b, G R e] i
>k B % i1 Caliper (www. caliperls. com/products/labchip—systems) ' HL VK 3 Ge 4T 47
Mo AEHARSER T 22, Al s 4, 2 T oK SLET A (440, 2k B Oxford Nanopore
Technologies (www. nanoporetech. com)) 8% Helico DNA Il F#1X (www. helicosbio. com) , A~
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2R WA E A HT 3% DNA RN A

[0111] V. K/NSE

[o112] G B3P, 28 SRR AL RE S DNA F B R /MEE i ge it e fE B A
A AT BT DNA v B slid — &0 70 KN E LS8, fE—ANSEiti T 2, 3t 7k
FIK: DNA F BRIAH G F2 B , HeA B 2 R DNA BT 56 B TR 5 1 R/ B8R /B

[0113] 24 T AHFUEEAR M 2Z DNA [ HE R KN o3 A e 15 v BT OB JIG )L DNA ¥R B 73 %%, 34T
T AR ZE0Ck e &R DNA AN 352, HfE T8 240 5 15 )L DNA ¥R i 73 %k
(AR AH DG o I BB R 5T () 25 RASUEFE LA R & e o T OB B9 B 11, AT i FH T e ik
2 DNA FRAHXS = B I 25045

[0114] 1. 150bp B /N DNA v Beif Eefgl, Hobnos ok CF ( K/h<< 150)) o CF 248 BRI
PRI, CF (K<< 150) 2Fa /b TEEE T 150bp 1 BL I B2 BUIUR

[0115]  ii. << 150bp [ DNA } B¢ &5 163bp—169bp DNA [ & 2 o, H kR 7x A (CF( K/
< 150)/ K/ (163-169)) ;

[0116]  iii. 140bp—146bp [ DNA i BX 5 163bp-169bp DNA [ & 2 tt, Hbrm A (KD
(140-146) / K7y (163-169)) ;

[0117]  iv. 140bp—154bp [ DNA J7 Bt 5 163bp-169bp DNA [ & 2 b, Hbrmh (KD
(140-154) / K/ (163-169)) ;F1

[0118]  v. 100bp—150bp [XJ DNA }i Bt Fil 163bp—169bp DNA [¥] & 2 tt, Hibx m A (K /D
(100-150) / K7y (163-169)) .

[o119]  SEU A SZB A FE T R AR . 76— A2 b, T 242480 #ln,
BAZEE R 4 22 5 2 b, SR JE A DA E P B o o A — S8t 7 &b, 124
X T 22 YEAHE R B AN R A B , FErbolr e o B S B0 N T A N 22 4 T E AR AR
[0120] V. K/NSIEE A EURIAH G

(01211 A FHIN 3 BT PR AN A s B At P T B BH 22 b oK/ IN S 3005 IR S 23 B AR G HE o I it T
HERE IR M. BIKEIRIE B T K/INSES W B 73 BRI AE S E

[0122] A, F—FESLEE

[0123] & 5A /2 K] 500, H BoR TR AR B S g 52, BRAR L b BA3 2 806 JL DNA 5 43
L FIFE S 1K) 150bp BEE /IS DNA 7 BT EAs o 155 80 g3 BEAAR I 2R A &, i DNA << 150bp [FJLL
RS TG )L DNA ¥R B 73 BRIl o BEAS AR MR 7R S0 R 13 = 4K (T13) HEMERIR A
L= MIB. 18 =4k (T18) HEMKRNZTLIEEE, H 21 =4k (T21) HRKRRAFE L =M
o

[0124]  XITBrAFEa, i5 )L DNA ¥ 73 % 5 DNA << 150bp [ BG4 R A7 AR IEAH SCTE (B2 /K
TAHKZRE= 0. 787) » LA /PNSEE NG )L DNA MR B 43 508 10 IEAH DG PR B AR LS
PRSI it [A) IR — B0 o X L2 B3R B /NS00 4 1 n] T A0 55 B AR i 2R A o
(K116 )L DNA WK FE 7 5. PR, B 5 Fh 3 min] FHAE 572 300 IR HESHE fio T4, T S
FERL 220 CF ( K/ << 150) #5224 30, WG JL DNA 1 73 LU w829 7% -16% . K] 5
(R R0 AT T 02 T5 BT s ) DR AR 00 sl PRI T R 2o

[0125] & 5B 42 ¥ 550, H: & 7R T << 150bp [ DNA Bt 163bp—169bp DNA [ & ) K/ EE,
P72k (CF (CR/N<S 160) / K/ (163-169) ) o £156F 80 g BEA LI AE i, K5 CF (CRK/h<< 150) /
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KA (163-169) HEAHXT T/ JL DNA W B3 BRIl X T BT IO i, 16 JL DNA WK FE 7 8 5
CF ( K/h<150) / K/ (163-169) LUIAIEAE IEAHCME (B /RBRAH G R EL= 0. 815) o 1% K/
ZHU5 G )L DNA M 3 S50 1R] 1 1EAH SS 1 A H A AN [FIIG J L3 LA £ R A IO o R) 2 — 2
i

[0126] 6A 42 & 600, £ & 78 T 140bp-146bp ) DNA F Bt 5 163bp—169bp DNA [ & ¥
KANEE, bR7R K (R (140-146) / K/ (163-169)) o EF X 80 453 B 44 1 32 4 5, K5 K/
(140-146) / K/ (163-169) ELAHXT T )L DNA IR FE /3 54E - % F AT E AL, B )L DNA ¥
FEH05 KN (140-146) / K/ (163-169) LEIRIAAAE IEAHSCME (/R ARAHE R EL= 0. 808) .
EK/DSES )L DNA W RE 53 20 1A IR IEAH S METE B ARG ) LAY G AR A TR 2 B
[ & — 2K

[0127] & 6B & ¥ 650, H .75 T 140bp-154bp 1] DNA i Bt 5 163bp—169bp DNA [] & ]
KANE, #5788 (R (140-1564) / K7 (163-169)) o £ AF 80 o B 4 i A i, K K /)
(140-154) / R/ (163-169) LLAHXT T JL DNA IR FE /3 54E . 5T Ara AL, it )L DNA 3K
B85 K/ (140-154) / K/ (163-169) LLIHIAFAE IEAH M (B /RARAH S FR S = 0. 802) .
EK/PSE5 R )L DNA W RE 53 502 1A IR IEAH S PETE B A R ) LGS B R A% TR 25 B
) 2 IA 3.

[o128] [ 7 22 B 700, H & 78 T 100bp-150bp 1] DNA 5 Bt 5 163bp—169bp DNA [1] & [§]
K/NEE, bron 2k (RN (100-150) / K/ (163-169)) o %1 X 80 4y BEAA MM 3 A% i, #4 K /)
(100-150) / K/ (163-169) ELAHXT T JL DNA IR FE 3 S4B . 5T Ara A0, i )L DNA ¥
B 5405 K/ (100-150) / K/ (163-169) Lo [RIAFAEIEARCME (B2 R BRAH G R ZL= 0. 831) .
ZNR/NSES 6 )L DNA W RE 53 5z 18] I IEAH S PEAE B AN [FI G LSSt A £ P R A A
)2 — 21 .

[0129]  B. % FEM4E

[0130] 8 f= & 800, H R R TARYE A A B St U7 58, BRI b B 280G L DNA H 4
L FIFE S 1) 150bp BEE /N DNA Fr BEIEL 1 o F AT 48 A BRI AT i, 4 DNA << 150bp 1)
LEAIAH X T JL DNA W FE 7 204 1, BT i i AR AR bR o 2 05 1EAT OB AT X i 7. 3
FEARFE R R SO 13 =48 (T13) HEmERR AL =MIE. 18 =1k (T18) FE KR
HEEEIE, B 21 =4k (T21) FERL RN R0 =M. XFBra Ee s, i )L DNA W&
53405 DNA << 150bp I ELA TR A7 A IEAH DG ( B2 R BRAH G R 3= 0. 816)  iZ K/NSH5h
JL DNA & 5273 B2 1) () IEAH G PEAE A ARG JL3Y AR A IO i[R3R0 ixge g
K R/INSEL 5 0] FH TG SRR A SR R iG ) L DNA MR 73 8

[0131] & 9A 21K 900, H: 7R T <X 150bp [ DNA H B¢ 5 163bp—169bp DNA [1 & [ K/ EE,
FrR7R A (CF(CR/N<S 150) / KN (163-169) ) o £15%F 48 41 BEAA LKA &, # CF (K<< 150) /
K/ (163-169) EEAHXS T )L DNA WK B2 73 FAE Bl 0T T BT 8 i, i )L DNA MR 73 4
CF ( K/h<150)/ K/ (163-169) EUIRIAAAE IEAH G ( B2 /RBRAH R R EL= 0. 776) o 1% K/D
45 G )L DNA ¥R FE 73 B2 18] I IEAH OGP HA ARG ) LGS (A4 A5 IR AS IO ot TR) A —
.

[0132] & 9B & ¥ 950, H & 78 T 140bp-146bp 1] DNA 5 Bt 5 163bp—169bp DNA [1] & 1]
KANEE, d57n 5 (R (140-146) / K/ (163-169)) o 1 RF 48 47 BEAA I AE 5, B K /)
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(140-146) / K/ (163-169) LA TG )L DNA W BU/ER . XS FETAFESL, ig )L DNA ¥
B 405 K/ (140-146) / K/ (163-169) LU [RIAFAEIEARCME (B2 R BRAH S R %= 0. 790) .
NN SE5 6 )L DNA W RE 43 52 18] I IEAH S PEAE B AN R LSSt A £ P RS (A
)2 — 21 .

[0133] 10A 42 & 1000, 2 & 75 7 140bp—154bp [ DNA v Bt 5 163bp—169bp DNA {] &
IR NEE, BR7R ol R/ (140-154) / K/ (163-169)) o EFX 48 43 BRI 32 FE 5, 5 K/
(140-154) / K/ (163-169) LLAHNT T-H6JL DNA IR BE A SE I . % T Ia A5, i )L DNA 3K
FEE0S KN (140-154) / K/ (163-169) LUIRIAAAE IEAHICME (B2 /R BRAHC R E= 0. 793) .
EK/DSES )L DNA W RE 53 50 A IR IEAH R METE B ARG ) LGS AR A MRS B
) 2 — 2

[0134] & 10B J2 & 1005, 3 & 7% 7 100bp—150bp [ DNA F B 5 163bp—169bp DNA ] &
[FIR/INEG, BR7R A R/ (100-150) / K/ (163-169)) o & X 48 £ BEAAR M2 A i, 5 K/
(100-150) / K/ (163-169) ELAENT T A6 )L DNA WA B/E . 4T ETA FESL, if )L DNA 3
FE 5505 K/ (100-150) / K/ (163-169) LLRIAFAE IEACME (B2 R BRAHIC R Z= 0. 798) .
EK/NSE5 6 )L DNA W RE 53 202 1A IR IEAH G HEAE B A R ) LGS (R A% 1 R3S B4
) 2 — 2 .

[0135] C. EHE

[0136] 7 [ 3T, AT AR B B4 M A 1 B AT ST 1) DNA v BE IR /N 55 /i J L DNA 9 &2
GYEAE R o AEATT R, AT T HZE R 4 b B R oA B KIS 20 B A A R RE A T Al St
KPR )L DNA B3 5. ARSI, Tedl 150 #r T it 22 LRI 2 1) Alu B DNA v B
KNI At

[0137] L1 B s TR A R B S0t 7 5, X T B K/ R o, K/ e ARXF
5L DNA 73 LU /R o i 54548 ] 100bp—150bp ) DNA Bt 5 163bp—169bp DNA [ & (1] Lt
(K7 (100-150) / K7y (163-169)) >R 5B/ ATAHX G JL DNA B 43 EEII AL o 10K/
LE 5 15 ) L DNA I B2 40 BRI A7 AR IEAHOCME (R /RARAH G R E= 0. 829) o 45 KK E R ot
(RN At o] T 7 BRARAE i R iG ) L DNA 3K 25358

[0138] [ 14 FH OB AT I, JLAth 7725 40 PCR SIS PCR FH B 1% 43 #-tha v] F T4 o BF
il EE o (B, Alu R ) KRN 75— NSl 7 2, W BRI A
W DNA JERE sk AR)E, AR —Fh Alu JR a0 Sk 5 | A0 55 — Pz Sk e S vE 5 |4 it
1T PCR. 7E PCR J&, RI 23T PCR =4 K/, 490 Gl aok v vk it BSOS AT I 7o 300K
FVFEEEUERA MR FoRYE T Alu R RFINRR/N o R0 ] T H AR FR P51 807 51 2K
%o WAL, PCR 22 JamT AT S 5K PCR, Hop J2 oy — Alu e e M5 |4, 456 A RISk e e e |
WSk P ST 1. S S PCR B B A B IS e XF AR 741 CAIEOL T A
Alu J¥H)) Wy SR ek

[0130] A HE L ST/ I — MR EATHA AR & 045 DAL, R e s ) T-304T
Gyre BN, VI REREAS AT F A/ 9 SN . T Ak, HA a4 DUE, o3 HokS i B mT R
e WEAE I ok T LB A [ B 53 o ] Be e A TR) B AN RN 45 DL

[0140] D. HLJK

[0141] & 12A 2 HLyk 1] 1200, HARHE AR BH St 77 2 n] FH T2 R/ 0T BT il
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[¥) DNA SCFE, 245 292bp ARAFAEIREE, HLJE 158 — AN 8 300bp—400bp.  HH T K/
£ N I TR AT ARk FZ DX 3% DNA F BRI AR X 5, Bl 148 FH X 45 A (200bp—267bp) 5
B (290bp—294bp) (¥ TEIAR LL 52 AT DNA H BERIARSS E R . BAT1 1 Je T sh ol ¢ ' s
(FU) HIEEZREE A 0, IR A i 1k DX S T AR

[0142] 12B J2 ] 1250, J @R 7RI AR BH S8t 77 48, REAR MR H BAT Z 00 JLDNA 5
73 ECHIFE S KT 200bp—267bp () DNA Bty 290bp—-294bp  DNA FE YK/ L CEI, FLIKIE E
EoREIXIA R B B ) o APAE—AN T13 AN, BRI 292-bp U, FUAEA 6. 1, 1
BT HA AN @R FU A = 20FU.  H K FU {52 (75 1 AR 8 ASKS i, 76 20 BT b 2008 1
ZAM o XTI AN 79 4 BER IR 5L, B X35k A F B [ TEFR ELAE XS TG )L DNA 9B 4y
FAER . X T EEHE T, 6 L DNA W0 20 5 AR A R B IR EG RIAEAE IEAH G ( 2 /R BRAH
FRH=0.723).

[0143]  VI. #fE BvESEE &

[0144] 4 bSO IR, B HEER sl L2 By e o 54, BuEE s fim] L2 oy A3k
130 54, v fa] B b DA A7 2K S MEBIHE o 10O S DL R S R B 0 B — R A AR
YEE. [RIFE, T A2 (i, B TOE s 808 A 2o MR 2 ME s ) SRR HE 2L,
Horb T s RS HEEE S 75— 2850 7 S, T AR HERE Sl A3 B0 T AR HE S

PE s
[0145] A. J5k:
[0146] P 13 MR AR BH St 77 2, FE RSV v 7= A ) & 55 S o8 RS HE BRI S )

2 1300 IR o ASHERE S AL 2 1l R AH JC 1) DNA FHEAth DNA.

[0147]  {EJ7HE 1310 /1, Bl T 2 AMAGHERE il o ASVEERE S T AR SCATR 3R A o ml i ik B ik
(1% 52 56 Bl I8 o — 6 2 2 ok B VIR S 20 vk (B, iy DNA i Bubr B 4505 ), 5l
X REANFE SEAT 43 B e 040, WK RS HERE SR T 0, 490 G, IS, o e T
DNA v BOR/INPTI 2R (B, Fea)ise ) » sofs Hazc T ik 4.

[0148]  {EJ7HE 1320 1, P T 2 AN EEHERE b RN (11 PRAH OC DNA R FE 70 4. 7E
T EE G )L DNA ¥R BE 1 224N Sl 77 G2, T A A AR IBA% 19774 8RR J LARe 57 1k R LI A% A
Yo BN, AR AL R AL T2 R 20, BB LLS G )L DNA ¥R 73 B0k
EEA R 23 B AE BRI 2R AR 21 o i) URE S PR RO I8 A s 5 A P A4S B I rh e LA
JUBAG SR 5 E DNA B IR AR XK DNA 741

[0149]  TEJ74E 1330 1, il &k B RRNMSHERE S I 2 F1OK/INME DNA B . K/l 3% AR
SCHTIRBIEEATIN R . AR NS AE T SIVEAR I B B A4 I FR 7, LASRAS A AR
RERE it /NS AR

[0150]  ZEJ5HE 1340 71, S T2 P A/ DNA B BE I &, V2 S8R . W A
FEHERE St AR o 7E— NSl 7 Sh, WA R I S50 TR HE(E . AR, SEi 7 &)
i L ASCATR 2 250 B0, /T 150 MIRFES K DNA F B 2R 50m] e, H A
A AN [FIAR B 23 B 5 rT BB AN R A E(E . mT LU & A RS VEEBSE A, L
TR HERICHR roi A B A YR A R A3 (RO o PR RS 4 X SOy s T FH T 532 300, Bl m]
FH - 52 S 2 R HESR A0 (A, G ik e 250 52 )

[0151]  {EJ7HE 1350 H, fifisE T 3L T 2 ANV EE 73 SR (MRS MEAELIP) pR 2. 9t WK 4 1k
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PR AU R AHEAE, VR IR T 73 B pR 2 B2tk pR AT i SCKE AR T732% 300 FR s FH IR HESK
i

[0152]  FE—485ji 77 S, v LLTH SRR S I 2 A SO A R . R A HE(E R] o2
X2 Yerbbr (A4 TS50 , KSR 5 HoT S R Ao Bk, 75—
SEHE T S, WK 2 YR RG22 A I 2 e N DRI, RIS i 2, oA
[ () 2 30008 ] 4 R A A\ 22 Be 08 it R FE 20 20 SRRV R 2. I L, SRR MERR EORT
7 A R BRI S R

[0153]  B. & 87 DNA ¥ &

[0154]  WI[R] BTk 1, S0t Ty S vl N FH T AE AR St b Joeg DNA RO RS . 32 T R A iy
SE I DNA [ B 43 0 S 461

[0155]  FATT AR T AR VI 2 B A Ji5 B W 28 S5 A 40 g (HCC) 1 AR 35 R4 T I 2R
FEdh o A X (PE) KR AT I P BEAT RN a0 Mo 32 5 1 BTk A4 2 B 446 1L 2% DNA [
WMFSCE (Lo YM et al.Sci Transl Med 2010 ;2:61ra91) . JTA (¥ 3C % #4388 it HiSeq
2000 (T11umina) i A 50-bp X 2PE #& X I J¥. A FH J 4% H 12 b X7 #2 /3 2 (SOAP2) (soap.
genomics. org. cn) , 4 50-bp JF LA SAE EE HE R A S E R A (Hgl8) (http://
genome. ucsc. edu) FFAT EERF o AN v BRIK /S B BERE B g o 1) de 41 T PRV RZ 17 1R () A4
PrifE Rk .

[0156] Tl Affymetrix SNP6. O TFE41 A48, AHH&H H HCC 2825 (1) ifi 48 W A e
f 1) DNA FRJIEAT S R B 43 B X851, A8 H Affymetrix Genotyping Console v4.0,
HE T SNP JE R (R AN [F] S JE R KT i BT, B T MR A 2R b R IR 2 51 25 2% (LOH) 1) X 8K
A8 FH T 2 LOH DX 35 A 485 77 Bk 2R PR R AR R 2R PR S5 2k DRI P 1) ) ) 22 5, A5 500 T PR ok
U5 DNA [ 734 (F) :F = (A-B)/A x 100%, 3P A & LOH X I #5717 4 & SNP IR ik
IR FE R e A SR B B, JF HL B R LOH X s b 485 24 & SNP [ 8 2 5 5 TR 1) 2 1)
RS E. £ 3 B T HER,

[0157]
- "oy . Mg & g DNA #
A5 BB 1] PR e iR ’%ﬁ%ﬂ% o
& 0

i B bRt 448M 51.60

iR = 486M 0.90

5 BRI aT ATOM 5.60

JiE e 540M 0.90

[0158] 3% 3 S I IMLAAE A fPJRE DNA B0 A SR A (I B 7040

[0150]  fE 5y Sl 5 S, Al AR Y F I o A2 Ak PR B o 510, PR ) e LA 4% (R (A
M — A IG I — AN DL AR S IR R B . SRS, AT A E — AN A2 G 2R R P (1
4, SNP) Kb BAT AR B A A L A 1) e 1) BB 28— £ A, LA R ok & 5 R R Al HAT B R 2547
B DA PP A SR o — 8 B Al AT EUAE (B - A) /A, REIR PR AH S DNA BRI 7340 F o5
HoEEH e .

[0160]  fE5) Sy S, AR ] — B Al A LA B o 4, ) DAR 32— MK
FERZEALE FLrp R R A0S 1, I HILh IR AP A7 AR AL IR AR . AR5, ] LA 2

21



CON 104254618 A OB B 17/22 T

—ANER ANl G I R R A HL A AR A S BE R 9 P A B R — = A I L, W DA — A
B2 AN Al L DR R Ak B AT S AR S FE R () ) S 36 — & B R LA A LU As) 2B/ (A+B)
W RAH DG DNA FIVKFE - B F b O — B S a2 . C HUR s sk Etl & (1) 5241
[0161]  IRAEHGIAUEAT A HERE S 2 I S EUE I s 2 & 1 se . 238 TR B 80 4442
E (AW A—NEMIERGIL) B 753X 80 &40, 39 L MA FA ARG )L, 13 4
WA 13 =k (T13) 5L, 10 LA 18 =& (T18) )L, H 18 &4 F 21 =1k (T21) 5L,
IXLE 2 (R P A 208 O 13 BN 1 R o MIMLZEAE SL AR EX DNA, Jf48 A 11 1umina HiSeq2000
S PITRIIE (Zheng YW et al.Clin Chem. 2012 ;58:549-58) , [ 7 WlJ7 LL 8 £t =itk
170 XFFRA DNA 437, Wi o I Rl 7 50 NMZ IR, I 5 SHAERA (hgl8) AT,
[0162] AR5 M i 55 A1 T A% 7 B2 1A AR B 4 3 0N DU 7 20 T (R /N o KRN i,
THAE R 11 TR B IR — R 5 S IE RIS 55 @ik 100bp—150bp K /MK DNA
53T I LEBIBR L 163bp—169bp K/ DNA 43 (¥ LL A8, v 5 L AR, 71 HAZ LU AERR A K/
H 0T 80 A ¥ MA SR L, B Y e pRME— X 55 17 21 S L 9 F 1 e
ALK DNA A5 IR L DNA I3 B 740

[0163] KL BEAL > K 2 41, BRI ZRAUREGUE AL o A8 LRk (BT, 26 T U 2R b O RE
LB JL DNA YR BE 43 205 K/INEL TN G R o R A G PR [R5, R N TR 5
UEZHI G )L DNA RS040 J0AIEAE R — itk

[0164] P& 14A AEARIE AR W Sl 77 5, XY ZR AL, K/ EEAHXT T L DNA 3 5 43 ) P
1400, w1 ESCHTIR, I 100bp—150bp K /N#) DNA 43— 1 E 8 i B 163bp—169bp K /M)
DNA 3 BT 8), THBE R/ EE o # RN ELER R JL DNA BRI FE 73 B50E K, anicdls A 1405 Jir
N AL FERERIELET R S0 SACKRARRAT M CIET7 B4 T13, [B2h T18, H =
TN T21) o SePEIRIUHLE 1410 H X H0H s B s B G2k 2 o ] d I AT A0 I R A, 491
U, dpe/N 3, AT BB G o R 1410 AT FH Ak 50000 st fy I AASE g AR N R LR A 1 2
BIME . 28 1410 [R50 AT 2 — IR Ao

[o165]  VII. SAuEEEE S

[o166] 41 b SCHTIAR, ASYEEIR ol vT F T 2 I R AH 5 DNA IR FE 73 3. 44, ] 14A i)
JRUEHE A 1405 w] B T4 AR @ A vE(E ) DNA MR AE 735 (&1 14A Fhbric  R/NEE ) 17E
BBl b P Y Bl o] T e MR B A BOR B K T (. AUV B, ml s AR e K/ B ik
B A B398 o 46040, AT R T 80RE S ) 1.3 RIS B o ) 2 2 SR 1 R B A3 0, 1 S AN
L 3 PR s SRR R T o AR — AN ST 2, AT s S (i, £ 1410) .
[0167] & 14B 2R ¥ A A W SE it 7 %, ME] 14A LRk pR % 1410 S (f50) IR
FOPERE T4 FH iR J LR S P 3 47000 453 (0 R 58 73 5170 PR 1450 o AT FH 22 1 S 28 I 530 e o2 1 ]
H5FE (BRI, £ 1410) , B e A8 UEAE S R/ L T4 S50 LE LA L R i L DNA ¥R 2 43
Bo 0TI 4> BON N T L3 DNA RS Y Q@R R A e (BRI, 355 Y Gtk i
ISR ) o

[0168] £k 1460 18K T ALE MM 5E RAHK . F0d 25 1455 [ 22 R ARG F IS 7S, 26
1460 b [1) s 5E 2RI o WA SCITIR, Al S0AN 06 2 58 AR %), B A P 0 RO RS T e S
N T W R R AL R 2 LU IR R AH OC DNA. 0 R B A AR A0 S50
PR MBS (IET B T13, /4 T18, H=/MTE A T21) « MA/NEEHESHIAG L
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DNA ¥R E 735005 Y B R 7 20 16 LA A5 AR B oy BRI P B 22 5 0 2. 1% . 7E 90 % 1
FEd, ZR/h T 4.9%.

[0169] % HA AFRMEHIRA R T RMELAE A . Wik 14A TR TR, KNSR
JL DNA 9 5573 B500R) ) 0% R AE BT AN RS PR A AR i T — 350y BRI, mTFE A ¢ T4
ar S RS B SE AT T AR IS B0 T » A B K/ B HE 3 HE IS )L DNA 9K B2 4328, an 18] 14B iy
Ne —AREUEM LR ] H T B AR MR A BORE & PRk, BRATTAE A St 5 R e i L
DNA ¥ B 2 B T AN 75 B AN R S A MR A

[0170]  VITI. Y%L

[0171] QA SCHTR s S 77 28 m] FH T VP Al AR A & A ded DNA R 3 4. anfRlfiR JLSE
161, FE WEAE o A e A D PRI i, 0, e o e B (s St R ) LA R BN K
/INSHE S IS R B 43 B0 (A DG T s

[0172] A, K/N5 )RS DNA 3R BE fRAH G

[0173] & 15A /2 K] 1500, H G R 1 AR A W STt 77 22, g DIk 2 BT 5 BTN 44 HCC
SR 2 R BAT 2 B0 IR DNA B 23 LERRE S 1) 150bp B /N DNA B BRI EE A9 o 156 i
JEVIbR 2 AT (L) Mz e (L) B4 HCC 3%, % DNA << 150bp (1) B AH X T
JH9BE DNA ¥R 7 B/E B . P2 B AE A B DA AR i (SEfs AR i ) o X ak
S8 LRI KNS ZU 53 BT F Tl 8 HCC 28 35 ISR S A () P83 DNA YK FE 2 4. e DBk
J& IR DNA 3 2 43 BRI << 150bp  DNA BRI ELBII8 T %, SR 1505 X T HA RS2
(1098 DNA B 73 bt (LS8R /N ) IRE o 0 R) il U, HLA B R e 1 i
HA G i e R4 DNA, L AREIAE AR LG LA 50/ Irbfeg 1 26 3 1R 82 e LU AELIR) CF (<< 150bp) o
[0174] & 15B 2 & 1550, FL 2 7R T I8 Uk 2 BTN Z 5 I 44 HCC f8 35 [ << 150bp [ DNA
B 163bp-169bp DNA FJE K/, Fr7r A4 (CF (CK/h<< 150) / K/ (163-169)) o £
XM VIR /T (S0 E ) Fz g (0D K4 HCC B35, F CF ( K< 160) / K/
(163-169) ELAHXT T B8 DNA WK EE BB . AN 2SO IR B _EAR AR BT . B )
5 J 1988 DNA Y 3 BORUR /N EE 38 T B

[0175] & 16A 2 1600, 2L E7R T 8 DIk 2 A A J5 19 4 HCC 4 1) 140bp—146bp
[¥JDNA Jy Bt 5 163bp—169bp DNA [FJ= ¥ K/INEE, FR7R K (RS (140-146) / K/ (163-169) ) o
EEXE IR DR aF (SE0E ) fiz g (0 ) P4 HCC B, K/ (140-146) / K/
(163-169) FUAHXT T8 DNA W FE 73 2B 1o hddd DITR I dgd DNA W B 73 BRI /N 3R
B& .

[0176]  [&] 16B 52 ¥ 1650, L @R T e PIBR 2 AT A2 J5 (19 44 HOC i (1) 140bp—154bp
¥ DNA 7 Bt 5 163bp—169bp ] DNA 7 & 11 K /b L, b5 7n 2 (K /D (140-154) / K /)
(163-169)) o EFXF BB DIBR 2 8 (SE0 ) Mz f5 (20 E ) I 4 HCC B3, B/
(140-154) / K/)> (163-169) LLAHXT T y8g DNA U B 40 Z04E 16l e U153 5 g DNA 3 52 7
LIS NNl N

[0177] K17 2 1700, L2 7R T I8 Ul Bk 2 a2 5 i 44 HCC #5351 100bp—150bp 1)
DNA Jy Bt 163bp—169bp DNA [ IR/, bras g (CR/h (100-150) / K7 (163-169))
EER MR DRz a0 (SE0E ) Az s (0D P4 HCC 2, 4R/ (100-150) / K/
(163-169) LLAHXS T I8 DNA B0V o g U IR S5 g DNA 9K 5 20 5505 K/ EL 3SR

23
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148

[0178]  B. JGI7 51K/ TP

[0179]  &] 18A s2 5] 1800, H R T s PIBR 2 Al A2 Jim i HOC i35 () 150bp Bl 5 /M) DNA
J BRI EG] o Sk B[R] 28 1R — XA ot 3 s DAl ik i e e 4 KU AH R A5 5 o g D
S BT E P L% DNA f#) DNA <S 150bp () B 1) 3844 R %

[0180]  VAYT HUAIIAYT Jo LU A IR TR R IE B T v8d 47 76 55 /NS EUE R AH DG o Y897 /T
AT o B 18] B mT A T80 Va7 I e D 2, 9 2, JB e i b ) 5 1 A b A, eI T
KL R EL A RT HE 7R B o A8 55— SE R, IR T BTG IS A B 22 e 5 A L A
[o181] i m]H Eufs] (BRSNS ELHIEAT SLAAE ) P TR0 i Jeg (¢ B0 o 4610 4, AT AR o8 K
INGHUFELRAE . SRS, TERR S, n] PRI 2 K/ NS HE . R K/ NS HE SR T
AR, W) RS T BEATAE B IR B A . R KNS B AR R IR AS K (]
18A KB ELHIAZ AR (BRI, BB VG ST 5 A2 AH R ) ), W] AH R 2R 2 i T oAt 2R
o B, ATFER S R E AL .

[o182] & 18B 22 & 1850, H: W7x T e VIl 2 B2 J5 ) HCC S35 << 150bp [ DNA Jv
Bt 5 163bp—169bp DNA [FJ= ¥ K /ML, FR7r A (CF (K< 150) / K/ (163-169)) o K H [F]
— e E AR I — R A SRR A I R AR T B AR RIS o B DI S PR iz K /N B 3
NG

[0183] & 19A & 1900, H S on T I8 VIR 2 Wi Al J5 1) HCC 83 1) 140bp—146bp [1] DNA
Jr Bt 163bp—169bp DNA [ 5 [ K/INEE, o iy (R (140-146) / K/ (163-169)) « >k H
(7] e SR ) — A i s T8 e R B R AR R A 5 o e IR Jm 91 )i OK /N B
BN

[0184] 19B J2 & 1950, B 7R 7 Ri bl Bk 2 AT A2 J5 189 HCC #5335 1#) 140bp—154bp K] DNA
JBL5 163bp—169bp DNA (1 & KK/, KRz ok (OR/) (140-154) / K/ (163-169)) o 2k H
[ i A ) XA o R R R 8 e AR R AT 5 o e DI BR S A8 ) 2K/ L
BB

[o185] & 20 &P 2000, H E 7R T I8 Uk 2 5 F1 2 J5 1) HCC B35 1) 100bp—150bp ¥ DNA
Jr Bt 5 163bp—169bp DNA 5 IR/, ARk (K7 (100-150) / K7/ (163-169)) « Sk H
[F]—Je e AR — XA i 1) 3R s R 1 o R i AR RN AT 5 o IR DI S 461 112K/ L
B FE

[0186] C. Jjvk

[o187] &l 21 2 Uil L R TARYE A A I STt 7 52, 20 B AR 400 AR IR AR A ot LA 72 9
WESE A R T8 21000 57 2100 W] AT Bk (i, N B2 ERE e AR A
Y5 B IE 5 40 BRI AT Bk RS E AR S 4 B DNA. TR DNA % 28 2 — 26 Sy R MR 5 b TG4
M) 77325 300 F1 1300 ()77 ] 5 7772 2100 1S5 T7 58— H .

[o188]  FEJFAE 2110 A, U &N T2 F K/ DNA J B8 o A T2 FfoK /s i Aok
/I, BT BLI &R B AR R BT BT IR KN 24 DNA v BUI &, W1 J7325 300 Brik e Brid
Z A~ DNA Jy BeaT BEMLERIE , Sk s WIS BRI 1 — N s 2 A P X ki 9, ] kAT 4
] 5 B, B RIS >k B 2k DR A R s DO e 1) e B s 4, 4904, G0 SRR I

[0189]  fEJ7HE 2120 v, J& T2 MK /IME DNA | Be &, tF R — 288 — (5. 1

24
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T BB — AR T AR b DNA B R/ M AT 2w (Bl AR ) . &
BT KNS, A NZ A DNA | B R/ K . AR SCERAIE T S 400 S ]
2250 HAEA SO P AR .

[0190]  {EJ5HE 2130 B 55 —(H 5 S L. 22 (8 1A SE A4 1E 5 A8 R0 5 1E 4 {8
A rE ey (i, RASRHEIRZE B4 ) BIRE(E . TR BARFEAD R (i, 24 20
ZAERAE RER ) ARSI E S . L, 225 (8 ] R T 24400 A 7k R e
Iy A S 2 I 3R — S0 . 7 — /NS T7 &, AR RE 3k B G IT TR ARk, B2
ERT R MNYR ST AR A HRE S A 2 15— S 4000 (e (B, o b A ) o 3 m] A Ath e e
HEWIIRIRE Sh 2 525 (H

[0191]  ZEJTHE 2140 H, £+ Frid Lu e 2 AL MR b RRE SR M v e AEZ NS T 56
W, A3 00T R BUE I SCR T BT A TR bR . 23 RO TEM R s B 1 =g 3
Al BB A A 43, FL AT Ay 28X B, 491 G, AR R T 5 e I g 2B 4 1 1) 2 HT 9 43 D
E—ASEHETT S, o BN A R R B, S e S PR . AR T — KT B,
A AR A SRR RRRE » BRI S L

[0192] WA SR, JhAE S8 4 n A B ST A7 7E R o B sl 8g K/ o 49, 56— (A
(g, KFEUNE, Bk T3 — S5 e ) 25 0] H T 2B ERIE, e b—
PRl EENE (flan, B or bbnTBerk ) o I (R (R A mT R RIS Iy mT Be ik, T S EUEH £
AN T ok, BRI R R RS Y T A (] )RR S 4, 49 2, 5 22 (1% e B35 R g
W, ST 5 ZE RS T e 4 PN B I A= 4 1 T e e S R )

[0193]  D. & & X B K /N3 AT

[0194] AR [R] At S 7 5, 55 —2H DNA 7 B N T A A FE RN AL ) — D s 2 A TIDE X
$e IR, S ] 298 DX EEAT O /IN g3 B, 49 20, o G e Ak G € R B R BE G G I
2 A X CHRITHE ) o BN, W DASREE T B AR R A il o R A O R X e B 22 1)
% 2200 Fon T A] WL T2 B SR AL (e P ) S LI g R AR . SR R e T B
HA—NEEA 758 TG ER T 15, 20O FaHe e 1 B — AN s A YR G Ak 1
7178

[0195]  ZE— NSt 77 S, ] N AEWRE S iff e JLAZH 19 DNA 7 BE. &40 DNA 5 BE ] X B
TAFEKFRE X B, 717 2200 A1 BT 7 (9 X o 38 T4 55 9 0E ASAH S I X I, 49 4m, P LA
EBHAH. T LU E X BT 2 RO/ DNA B B &, 9 HLoaT DL e B4 HoAth 4 DNA F B
(RIS HU K/ IME WA TR . R, AT LA e B A S5 ERT 2 X3 R AN TR 8 /M, Ho—4
DNA J Bt 5 25 PR 20 IR 3R] A7 AE—— R R R &R

[0196]  TDE AR K/MEE S BB HE B . 7T DU 2 X FE 1 72 DX« H A6k W K
/IMEAHLE S B IS HZ AR R ES . MBS EFEN, i@ b K/ ME S#E0E
B (0, HL A a0 A 2 TR I s 2 K G v 2 0 A, 5 188 (B bR i 22 1 L R
T TG 2 E R T . AR B S5 OB AH R BB . i, ASF)
(% DR 3T B AN RO/ TE AR

[0197]  FE—ASEHE 7 &b, AL S H M B G 2422 7 i IX 8 B nl A T4 e 70 22
1, AT DUR e %5 e JE A AR R O IMEAH LE & B 225 5 B e vk 25 25 5 10 I0E XS 2L
H o PPRHZELE 5 XS0 (8 50 b A ekm e AR AR e e SR N 73 g . W] AR T IE AR
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CN 104254618 A W M P 21/22 71
FRIRERE R & P 1R ZE 0 0 R 2

[0198] 15k 2200 Hh i 5 HH AR I, AN [R] Ry RahE 5 5 AT A AN [R] ()3 o A OG- PRI, 4]
RETAJIE S 2 5 2 5 1 DXSAE DG I, Wk B Gevt 2% 22 S I DO T 2 — sl 2 Fhoa] #g
(RREAE R AL . 9 2, T SR R ok ) e AT BE Tp B DNA F B R /IME 23R T IE R ()
g, e U A BT S B ) 45 GeR BAE AR E N, VDR 45 i B e i 1 oA ] RE PRI it o
N2 B AR B T B9 K/ ME AT AR 2 73 e —Fa b, BT A8 FH 2 AN X Bk, 72—
SEE T S ANAE BEAR O SRR R I, A S G R B Tp BOK/IMEH T e 45 B
Jee 4 ] RETRIJEEE o

[0199] IX. {FHEHLR S

[0200]  ASCHE K AT AL R G ] LS FEAT S G5 E T R R T RA L4
T 23 BT E LA 2300 o fE—S850l 7 b, IFEANLR G FE R — T AL %,
Hrh TR0 U TR & . AR sSE s Z 9, thEL RS e fEE2 R
AW ELR S (BN TRS) .

[0201] [ 23 iR F RAE L RN Lk 2375 AL ER: /A S BoRER A 2382 f 4
() HoAth R G, B AnFT EPAL 2374 B4 2378 ik 2379 WA #E2% 2376 55, AR / Hirt
(1/0) 228 (H5 1/0 #6185 2371 #4 ) v DUR ARSI O AT a2 E i F B (Bl s
iT9m 11 2377) SFREVLRGER. B, BT 0 2377 sRAMEF I 2381 (5141 Ethernet.
Wi-Fi%%) Al DLH R ENLR S 2300 5 40 Internet B9 3800 2% 1 B0 A\ 266 B B4
R, B RGLL 2375 HAH BLERE A VF P RAR AR 2373 5 & T R, FFE
kB RGAMHEAS 2372 B 2379 MRS IHAT, LA FRAZ MIE A . RGP
25 2372 1/ sRbEAE 2379 W LRI TFEALRAT A T A SCHR B AT L # mT BA F— N0
PR 2 5 — AN, T DU R 2 P

[0202]  THAEHLFRGE AT LA ] dnad o A0 S i 2381 B o NS R R 2 A
FFEERA T RS £ B, HEVLARR . FRZ K &1 LIEM S iE,
FEIXAMEOL R, — TR LR LU A A2 2 o, 1 55— S LA 4535, o e 134 m]
DI FE— T HWRE N — 0. &P un RS2 U2 A REA . T RA 6T
[0203] NI ERfR 1SR, AR B (AT 5 St 7 S 3 m] DA R A AE (49, & PR A i Bk
DT gm AT IBES ) AFEHIZ B A RS / s A B T8 ] ZR e A 2 253 v H AL
A DA Mk 2 Rl 1) 77 S . ST ARSI R A T RIS, AU B AN i
T I A A P AR AL DA R AR A R A A 1 2 ke St A R B 1) S e R 1 A g SR/ Bk
Jiihe

[0204] 2% FHAR A B i FA) A0 2 A AR B B e TS mT LA Ay Aot P 461 4 2 R BT ) % B 1
FAR AL AT A& B EALE = (B Java, C++ B Perl) 18t AbFRSSHAT IR R AL Sk
SEHE . AR AT LLZEH T AF A/ SRS T LT A R B LA — R AT A i A B
RAEAE, B 18 I TR FEREN A E DU 25 (RAM) « HSEAE B 2% (ROM) R 3R (49l 4 IR )
BEIRAL ) VBIOGEEA (FI e (CD) B DVD (B i@ ) VIR . T LT
JR] DO IE R AP B S B R A A .

[0205]  BESEFE PR AT LM IS A Tl A 46 Je2e i/ 8Os s (G sy 2 Rl B
Internet) fE4 IS TR MRS RIS o th Ik, W DU A i DE 28R e m i (0 50 15 5k A1)

26
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SRS A S ) S 77 SR R TESERL AT S/ ot o A PRSP AR BT Bl 1 ok ST RT3 A S5 ] LA
AR B B AR, 808 AR E ) HR L (BIANEN Internet T o RIS
RN ] UR + 808 A8 — BT RUR =it (Ui 25 3K ) 25  CD sl A1 55
WLARSE) W, I HAT LAAE R G &% I AS RV SRR 77 i B sz i A7 AE . THEAL
A LR LG MRS AT ENHLSOH] T 1 P SR A SO § B (A 18 6 AR F Ut 538 10 (27
#ro

[0206]  ASCHTIR IR T3] DAL HITHENL R G (B DB AN b AR ) el
S, T R G T AR B R S 22 A AP R TR, 2SS T SR LA B LR SR 1%
RGO B P A A S % A 20 BRI A% 2H 25 R (8 AN [ 3 A1 R S e A ST ik F A 7 7
EIB R RAEARSCITIRIN TP R G 5 K20 SR RO, (B2 3K 28 75 3 1) 25 BR0n] B[R I B
CAASFI O St BEAh, IX 80 BRI — 7 ] A HoA 5 35 (0 oA 22 3R 1K — o — i 4
e Be4h, DRI 0 v] DUREE R Ak, R 5 R R P R AT DUE AR
HEL I BSOH] S K 280 IR (0 LA T BOR S0

[0207]  FE AN i 8 A B S it 77 S FRKS AsORITYEL T ) 4% A1 5 o o2 ST 7 S R R AR PR A
CIAEART 538 1007 A o B, AR I FCA St 5 5] AT e 5 2% B — 10 7 T B0 28
— 7 T RS 2 A AR O AR JE S T 5

[0208] T Ui IAIHEA K H ¥, O SIAR W B BIPE Sy S 1) ik did. R T
5325 R A B BRGE T BT RORS f  20, OF HURSE _ESCRI#0T, V2 B oo fe e 2 ml e
(o JEPEFFAEIR 2 A SC 5 5 DUE S S U I AR 0 i B R TSI e B Y A A 45
HITARN T BEMEAE 2 A Sl 7 S LR S el (JLIE M+ =5 18 Ry 2 38 ) b el Hiup)
AR o

[0200]  BRARDIAAE A I U I, $ifd “ — A (a) 7% — (an) 7 8 “Prik (the) ” Bfg “—
PEEZA

[0210]  E3CHEA BT LR LA B R AR A L LA | O s S0OF AASE, H
TR ER . RS RR BN B BR,
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20q, 20p, Carcinogenesis 2004;25:
1345-1357.)

(Tsafriret al. Cancer Res
2006;.66:2129-2137)
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19, #= 20q Chromosome Canc 1998;
21 ¥77-184)
{Richard et al. Int J Cancer
2000; 89: 305-310)
{Pinkel et al. Nat Genet
1998; 20: 207-211)
{Persson et al. Gene
Chromosome Canc 1999;
250 115-122)
{Nishizaki et al. IntJ
Cancer 1997;74:513 -
517
o tq, 3q, Sp, #2 8q 3p, 64, 8p, 9p, 139, #17p | (Berriemanvetal. BritJ
Cancer 2004; 90: 900-903)
{Luk et al. Cancer Genet
Cytogen 2001; 125: 87 -
99)
(Petersen et al. Cancer Res
1997, 57:2331-2335)
{Pei etal. Gene
Chromosome Canc 2001;

31:282-287)
HCC lq, 8q, 17q #= 20q 4q, 64, 8p, 13q, 16qF= (Kusano et al. Cancer
17p 2002; 94: 746-751)
{Laurent-Puig et al.
Gastroenterology 2001;

{1200 1763-1773)
{Moinzadeh et al. BritJ
Cancer 2005; 92: 935-941)
Jp g 20g, 3q, 1q, 8q, 12p, tlg, Xp, 18g,4q, 9p, F= 13q | (Taetle et al. Gene

A 17q : | Chromosome Canc 1999;
25:290-300)
{Schraml et al. Am J
Pathol 2003; 163:985 -
9923
{Sonoda et al: Gene
Chromosome Canc 1997;
20: 320-328)
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