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Lo P HY 0 R BRAE: b K AR (0 T 3% TR U5 R A G SR R R A At K — D i A
i 73s b BE R RIS AR QB AR (0 STHRANAH S5, R TN AZ IRAE: it (K — A~ B2 A>3 23 v ORI )
ANECE AP BN Z TR AN 5 56T B el R AN T4 00 5 P ik A R A i PR B AR TR
- BOREESR 17k, Ferp BT R e wh ok B B DA R A B
- BOREESR 2 197735, Serp Brid S 40Kk B — A s A
- BORIEER 3 17715, Je prik — A s A4 8 20 10-100 4.
- BORIEER 1T, S B R R ok B SL B
- BORIEER 5 17715, Fe Bk Lo Ao
- BOMER LI T53, Hop prid BER SR QR Rk B B HIR 2 A0 95 DAL
H 22 5 R L 25k PRI 20 43T AN AR B ZH R R ) — 2 R 3 7 471

8. BUFMER 1 7k, L BER NS AR YL ORI BT AR TS srpik B AGRR T 101 LB
RN =R

9. BUMESR 17k, Horh Brids AR AR 8 1 9 AT I 7E

10. BOMZR 11735, Fo prid AR A 2R 00 e BRI T I 52

UL BURIEESR 175, e rp B adt 0 44 20 0 1o A 4l A7) B St ) 2 PR o3 28 5 AR kA T 0

-~ O O1 =~ W N

12. BOMZR 17, b prids s R AU J i e 1250 Bl e S BEEAT 0 E o

13, —Ffrifill 5% 1 SR R AR 8 3 (K 538 Pk 5 A A4

a) SR EIIFE L A RAR A — € EUB I BER RS R G AR L 73 RIRZ IR AT it AT

b) FEZAEY, Hh A s AR S e B EER AT R QB AR A 7Y, o
PITid e L BIBEAS AN TR] X6 B A AR B A5, AN ol 8 FH = S AR RS0 5 F) 08 2

4. BUREER 13 778, SLrp B = A A A& 1) 228 20 P I — A B AN A8 2 A ik
I ATEER I RQEARA T

15. BOMER 13 17735, Hoh prid = AR RS AE P iR 2 A8 20 1) — A s A i h 22 5+
T P AE B 2R B R B B AR 7 P I el il

16. BUFZER 13 (7735, Horp prik = AR B AE TR 2 A K — e A &
P 38 B R BOCR GO AR 7 IRl

17, BORIEESR 13 [J735, Jp i iE e ok FIR #3040 o

18. BURESR 17 {757, HA i sLshy o N

19. BUMER 13 (7535, Herp Brid iz IR AT itk B 2 4 L.

20. BURESR 19 153k, Fob prik 2 A4 e o A RB 1

21, BURESR 19 197735, Hoh Brik 2 44 o 25 5- 29 300 i L.

22. BURESR 19 1J7i%, Hoh ik 2 A4 o 2 10- 25 100 4.

23, — P T RFE R RTE I 2 ARSI E SRR ik, BT T iR

a) $RHER BBOMER 13 — D EZ A a7,

b) HPri&— s A — A,

c) RFHTIR 2 A O 1 P AR I A I PR 1

d) AR I BE 22 7 U OS2 P A1 AR R

24, BURESR 23 W75, Jeh Brid oG KA~ s 2 AP (e Rl — Se e fk b

2

3w
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25. BUFEESR 23 177745, Horp BTl -y P 8l B8 2 A e AU T [R] — G AR 1 R A B

EEE 2 NCE A
26. BURIESR 24 1757k, b R — Qe AR B A~ BOE 2 AN R e 222> 10000 %
HIR DI

27. BURE K 24 (7785, Horp ik A~ 85E 2 DA A A TR— etk b, IF i 2
/b 100000 MZFFER 73 FF o

28. BURE K 24 {7775, o i AN 8B 2 AN AR b TR — e etk b, A
/1> 100000000 MR 4 FF -

29. BRI R 24 (07775, Horb ik AN 808 2 A A FR— 4tk B, IRl 2
b 200000000 MZFER 73 T -

30. BORIZEESK 23 17535, b ik —AN B2 50k B MEED)

31. BORIEESK 23 17535, Hoh ik — AN B 50k B ELa)

32. BUFIEESK 23 B 7535, b ik — A s Mk B A

33. BURELR 23 (7515, FTid 7 — D AR 0 IR b) 2wl B R A R YL O R 1)
Lt

3

o~

- BURVESR 23 1971k, Sorp B i 5 0 PR R A5 5 (0 5 20 A BB S . 23 A

35. BOMIEESK 23 BT7i%, Horb Frak ) s B a4 R AL A8 03 A 41) 23 A

36. BUNEESR 23 {19759k, Kb prik il e SR R AL R0 22 AN 5 e 4] b B — il
FTE R 22 57 5 VC e B AT ARABUR S0 SR ) S (9 77 410, I T B UG e 19 S 1 270 0
SE AR

37. BURNIESR 23§53k, Job prik nl R I i 15 5 0 90t

38. BUMELR 36 197595, Horb Brid nl R N i 15 5 24 7t

39. BURIEK 23 {17535, Horp Brid A~ slCE 24N S (K P41 i B S5 056 AL SR A% 1R
2 A E 5 VUK A2 5 A FE D R A RIS R 4L R 2K

o Ol

40. BURIEESR 23 17715, o Bk dr i A A% BRI P43 oR

Al BORIEER 23 197735, o B der i A 5 AE TR 27 B St ) 2 DR 20 B AR

A2. BUORIEESR 23 17735, o B der i A 6 e 5 28 5 B S 2 DR 7 AR

A3, BURIEESR 40 17735, F B i I P B ARSI B 224> 00 e 1 I SRS B B 2 A
SRV A (R BRSO H IR 22 48

A4, BURIESR A3 17715, FeA s i e S A A SRl 22 A~ S i e 81 = AL I e e 5
HI%H .

45, — N E 2 AL R SR FE DR R BORR (189 77 4% » T ik 75 A 4

a) $ROUZIR > T AT RR 7 AT, Heh AR FR o At 2 A8, Horp Al i 5 5
PLIEA 2 4075 D1, AL AN o A & A RIS R S A7 2R A

b) X AFAE T — A A P RZIR 7> 175 VP IS5 A 5

) PIAEALE T A5 SRR A 20 Hh SR A R AN RIS A

d)  HERALIE IR R DX 73 A AN RIS R S50 25 AT R PP A B 2 227 e PR S5 87 56 DAL R

46. BUFIEER 45 17735, Forb Bk vPO A 554600 B 12 U T R 22 ML s 1 25 55 A
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(196 PPt O B 221

AT, BURIEESR 45 (75, b Brid i oy 1ok B MR

48. BURESR 45 171k, Fo b BT AN [ 55 i P AN B 45 00 52 22 A7 s (R S5 6 5 AT T B
Bl

49. BURESR 45 17715, Fo b B S 55 DA 0 DX 2 A I 52 A7 48 T 2 ML i — A s
LN EHIRIF .

50. BUAESR 45 117715, 2o il S5 25 DR ) D7 B AZ BRI Bk

51, BUMIELR 45 (1977 1%, Hor BTk S5 A7 5 DR A DX A0 R AR R 41) b St ) 2k B 23 2R 4

Ao

52. BURIELK 45 177, Horr Fridk 2 A7 s 6 F [l — ek b, FF B 222> 10000 M FF
' 5y o

53. BURIELR 45 7718, LA Bk 2 A0 s for TR — G Ak b, I 22 /b 100000 %
IR I -

54. BURIELR 45 107515, oAb BTk 2 A7 A T [F — G o fk L, I F 222D 100000000 4
AR I -

55. BURIELR 45 (175145, LA BTk 2 A7 A T [F— Gt fk L, I | 222D 200000000 4
AR 5 IF o

56. — it FH 00 B AR R (A% R 8 5 G rp BT R A R S A 5 AN KRR ML 23 AT ) B ZR AT
AR GEOARA 7y, T BTk ASXEFR 7041 i) e AR 4L 00 O fi e ELA 1) BER 5 AR Qe (B AR 2
3 XA A EEAIAN [R] 5 XA AR RAR KT EL A1
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AT RN E T EMRLGE

[0001]  ASHITEZESR 2011 4F 2 F 25 HIBAZ R 3L EIfE &) il R 5145 61/446890 Fl 2011
SE6 H 20 HihAs i3 EIE I T A il 255 61/509960 FIL A, HH & B 5] A AL 4
kA BRI,
[0002] 7y=

NBEFER AT RIS ) RE T 58 Rl B N st A 2500 1R o 1o 90 s A vy o 2 0
FRBE— D N R AW TAEIEEAW AT H . HapMap (AR ) &I (HapMap
(Haplotype Map) Project) Aif i BB FEE 5 I N 5 B Pl 5 1 B ) 2%
DRI S A5 R B S B0 (K BE IR A8 S 1 A BRI IO RF 22 5% ) o S5 JE AL, X6 T4 2 JE A 1)
DNA [ A B —Fh B 2 R X, AT & A — AN B AN AN ] 1022 R A% S R U 0 B AR R, B R o
Yett Ak b AN R B BT A SR FE R K 4154 HapMap 111 (HapMap Project) {32 4R
o PTHRA R SL TR PR A AN [ (1) SR AR AT 8 45 5 | B (1) 6 R S 5 1 67 B2 AH 0% o 3X ¥, HapMap
S5 UG B THEIRAE N R RIAR S WA DL SO 640 S 2 A v A0 b 5 i A O
[0003]  MIX 5% T3 IRAT HIME B, BIAE P51 2 AN 58 B0, H HAFAE 22 FEAIA I R R 0, 7E
5 AR PR s R R 8 i I A 2y AR A ME R TR . Asath, ST IR RSN 7
(1) AT SR AE & ey FF HAR A B RN IS BA L G B e (5 A B0 £ 1 4 280 S5 07 6 PR B
IS FE U (phasing) A MEZINT . I 77 22 12 MR BRI A B 245 B 53 ) T
HFHA,
[0004]  MEA

H T2 R 2 R R AT 25 0 U R A 2 i RS R A . AR, D% TR 7 (EFI AT
JEIK T B R AR B, 30T BRI R E — A Gt fk BT A e A T 55— e ik b
(I AH AR B AR T R B L6 540 BEAR AR BR AR . P 2 28491 5t BH — A R 5%, e A2 38 () 5 AT Y
AT AN 5 S AR I S IR A (BN ZEAL IR IR AT IR 2 A& ME (SNP) J#% IBH AR
A (ONV) (EEERHE N BB (N / B2k (indel) 25) 1AL T 55— RVER 5 A A
gtk BRI RIS BA R . B, XFR B2 R E PR R E AR AR (B
2A) , T LLRE [ B 5 71 1k R BE DR 8 (] 2B) o SR, 6o T 5 2 e 5 o7 65 R ] 7 4
Bk EASE R CBREARSED) IREMEREAR. B, ARG EAA (P,) $2HE5AL
B o Foy L BEAB (P) BRMEEEAER o v (B 20), B AT M NRER (K
2D) o IS LESE B FE G AR A% AR AR 120 BT 28 ity BTSRRI, B 2 B X LA s AR A 5
TP HEAE T AR R G G R b, DT s G 68 1 () 1 B e 200 B S5 2 PRI A
[0005] A/ FF (Sl 7 42 L 00 e BUAH Y (phased) S 55 PRI AN LAY IE7E 4L
f ERArE (i sl ) IR IR P TT 58 o TRET R U5 BT (R SR A5 1R 23 B BRI 5
56 A 1R) , % R4 LS5 A0 TR ) AN ST 487 BRAS KRR 40 A X T 521838 [ vEAf A% 1R 40 Y ) R 42
PE—FPBr IR T %o TEASTHT A0 S5 15 | P AT 8 2R . AR AR
THREE IHLE . AR, BEAETLE TS BoA R W2 I BB HA2, BB T AP
YR Z 0 H (differential amplification), I #9155 5% B & Gy o AR AR, 43
W, AN RV SRR FE R 5 0 LA 5 W — A7 A T S e (o pk b, DT 5 AR R ECRH 1) 04
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Ao P 3 284 U B IR R B S T o JRARFEA AT AN AT Qe 3B A 3D T L) 4R A
I HZESY MEIESE, a G4 IERIUAHER S P, 1) v 7 S EERIA A&, M o« 7 fEP, b
BAH, 5 v A6 (3E) o JE—20 M, SO 77 AR T HRASAFEA, A2 24K A e
A (IR R e a4k L DNA 3 N YACs. BACs KL F Rk (fosmids) 46 ) BREAfSAAREA
CHank ERS B0+ Se BRI FE iR H (hydatiform mole) S5 [JEtfk BARN ) INH 2L,
[0006]  J& F A I iok S B A SCHIA 16 77 VB A3 10 22 R 28 A (10 S5 A7 36 DR AR R 115 5, 7
— WP RN R IR 4% T LR A A YA R T B RS A HE % SO 19 HLA AH 28 PE 1
B e O g T A . 9, AN s AR R 58 AR | 25900 IR 50 IR A T E
BRI AR S 5 N P AR R He 2 i /D B K A PR 16 AR AR E RIAH O o IR, % TN
) B AR, — B2 B N BRART S EL40, B4 52 3838 114 52 50 A S TE RyR o7 e 8
AL AT e v, LA R T IR S iR 1 7R 2

[0007]  ANFFI— A58 7 R Tl 3R U B i (TERZBRAFE S P A 3 DR 1)
PR BXCEE 22 N7 4 2 T ARSI AN T8 ) 5 225 BT R m RS D00 (AN T~ 4 0 5 e BR A o [1)
PRTAY, I T2 A% FRAE o O R TR IR 7 v AE — 285 7 S, I IRAE ok B SE R 2 sl Ly B
HoA TR EE R A T — s AN, B2 1-100 AN . 76— 8852 77 2, A% R FE
Sk BIEFLA, Ltk BN o R H S ISt 7y 58, B BER AR ok H AR AR FL B i B
TR 10— S5 7 S, IZBRAE L OGTE B P A I T A B e 4 i A R ) S 5
R L DT R F A S 7 41 o FE— S8 7 e, SRR R A AL R — A
74 B Y AR B P VR O 5 — AN R A AR S e A B e o FE— 2850t T b, B R F
FIIE H BRI IR 2 A 45 VI B AR R AR R A AR R ok . E— 2880t 77 %2,
P i R DRV 1R A BRCBE 22 A T 471 22 TR) RS ) AN P48 18 e 9O i AT I 5 o 7E—SUS T &
Hh R DR R PR AN BRCSE 22 AN 7 471 22 1) ] RS I 1) A P 48 1 s A BRI B A | a4 an A
T 2 271 SIZ e P 22 (8] 3 PR R o ok 2 o 5 B S N AT 2

[0008] AN FF () — A5l 75 S A0 ) 4 1 B AR R a2 10 23 B T i BT T A R A
BEAL S Y AR L I (IAZ R S, FEHE G AR L o ASKERR s o3 A 22 A8 53 » AT i) 4%
BRI 5 (R348 o AE—HESI 7 b, JeERL 2 AN KRR 2 A B A S B e ik
Py IBIE R L NP IAFER S fE— 2527 9, ASTRRHL o A0 (1) G 0 PR 20 53 11
LE 11 55 40046 4 B A A A (R s AR 2 23 IR B A AS TR o 0 — 285 T S v, e AR 2l 3 IR AN
PR3 A AFELE 2 AN 55 TR AN RIS 7 o 22 S P b B i s (AR 20 53 o B — BB Sty 2,
AR S A KIFR > A AL Z A0 PR A b 2= e S gL e fR 2 4y o /548
SEHE T S AL TR AR B TLEh A, R IE R B FEILE R SERE T S, IR AR B
ENHFLENY) SO EE . AE— LSl 7 9, IR Ak B 2 A4 g, 1 dn 2y 5-300
B2y 10-100 DML, 7E— LSt 7 S, 240 M8 th i R E 1, AR e S Ty
i, 2N A R EIRD I 2E—SUST SE G ARl o8 AEAS [RIAL s P A R
B IE , HA IR S FE R 3 — 0 B O I — AN NP

[0009] A FF—AN St 7 S B 6 100 e R I N B 2 AP A1 [ EUHE (phasing)
() 754 BT I J5 v A A B AR I v 7 i 3 38 40 v 1R % AR 2 43 AN KRR b 43 A0 IR 43, T Ik
A3 AN T AN, 0 PR R G R A B 22 AN P SRS I R RSN (4% 5, FR 3R T TR 15
5 b BT IR 22 S I D PR AN BRCE 2 AN S U . 7E— S8 S 7 S, ARSI 1S S
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NPT T o B2l Ty S, JF WA BOE 2N PPN TR — Stk b, IF Bt — 28
AT T B Y AR A B8R 2 AN EA S . A28zl 7 &b, A7 T [E)— S AR i
AR 2 ANANFIAL 5 22 20 100004 222> 100000, 25 2> 100000000 5522 /5> 200000000 4%
FRRG T o AE—SUSli Ty S, Frak i ok B AR A o A8 — LSt 7 S, Bkl 3>k A i
FLE, BNk N o 7S IS 7 22, Bkl 7>k B HE AN FL3 ) AV B EE . £
s it 7 P, ZESR AL AR R o B T AR 2 2 R, I AR 4 e ST AN BUE 24
FN2Z TR ANXI R EE o E— S8 Sl 77 Z8 0, I3 AN PR S AL 456 ik 38 40 1) 0 52 3R A ik e .
IYNT e FE—RESHE 7 S, W58 ASKEFR B ALEE BT i 2 IR 51 o0 AT o AE— B8 Sl 77
I AN KR B AL A8 5 P i 3073 Hh OV E PR A BUE 2 AN 74 2 RS M LG o 75— 285t Ty
S, BT R4 H ST AN B 24N 71 2 (R (5 e b K F IR e b i E e Le . 75—
sty R, 15 R LU I 5% YRS IR 5
[0010] A FF I — A5 i 75 2 B0 48 F 100 5 A BCE 2 AN AN [RIE A 1) 55 57 225 BR1 A A 1)
Ji i Pl T i ARG HEAE AN B 2 AN A R A i A B 55 67 55 R A R 4 1 I AN R 40
A FeA RS BR AL & 2 AN 0, Ho TR 35 ST R o A B S R IR 2 40 B DL, R %
MT I 53 A B AN R B R S R R, IR A7 AE T — AN B N7 B0 43 T AL R 7 1 45
ULA 27 FE R, PR A AE T A8 AT B384 P IS A2 1 S R 1A, O Bk T
PR BYCBE 22 AN AN TR o 1 S 2 R B 2 o7 22 TR 119 IX 43 AR A [R]85 1) S5 A7 225 B T P
SEHUH o AE— 2852 77 S, PR AL RS RS I I A~ B35 22 AN R 1R 5567 2 B A 1 U 2
25 PR A BCE 2N AN R R R S8 ZE DR ) 5 OGN P e U B B 28 78— S8t 7 &
KRR AT WL IR 731K AR A . 76— 2850 77 S, VPN SR AL R I AN R B A 4
I AN B 22 AN AN [R) A7 s (R S A SRR R L) o 7 — 285t 7 b, PR AS [R5 E A A o
B B 2 AN R S SR SR R o AE— RSt 7 R, X 23 S 56 R A R A R I P
A T AE L& B S 7 28, D0 S A 35 [R5 6 ol MR 1) A S T PRI R R TR R o e IR A
BT s IS A AZ BN 7 R AR NS T A IR R A R R o fE— 28 Sit 7 b, AN R 2 A4
ANFIL S AE A — G ik b 22 /D 10000 MZHER 5 IF. (B2l &b, AL T [/ — G
EARE A BE 2 AN EAT A 220 100000 227 100000000 58470 200000000 MZH IR
I3 I o
[o011] & X

ARSCASE FH B TE “ BRI i 1) A2 R AR I DRI 2R L 7B G (8 AR R AN [R) A 2 BT s R IR ) 25
A7 PR B DNA J3 471 (R 46 B, HG3d 5 A 8 — A SR AL I A% ARV WA B fr S 1) e
¥eo BORRURTERHEA PRI RE B AR S . BT R AR TE 25 i 2 B i 2 TR R AR [ S 2
(R T e AT — AL R LA R BN G AR AT I o S FEDR B DNA R4 AR T
PRI E 2R AL, BALHR A e R P4 (RIAER SRR ) B8 R 2R EF5). )
FRAFIRZ 5 (SNPs) R IBEE 741 (STRs) 5 n] #l2 E N8 SR FE R P41 . RTE“H
FH S FE R 7 F R A2 7 SR G AR b PR v S 5 JE DR () 20 A o TR, P S S 57 5 1R 1) “ AR
A FE R S 5 S B PR A T A g Ak b, I AL TR AL e ik (9 i RE R B
R EIR) b BRAESVEULEE, “ SR F0“HUAH RSS2 TR AN A2 (7] 3]
[0012]  ASCAE TS “ 3 BS i ™. “alifb i) ” B “ 4lifb” FR 2 B AR LR A sy (s
Gy ) B EAT R o I, AR IR I 2 s e A e e B i T H AR R

7
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5377 BSZ IR I ER B G2 )56 A0 B B0 1 s ) A A i gy B
[0013]  ASCATHIIATE “Feit” 5 HALEY) = N2 U & B AT . R
B E, HETa AR B MEATRYE L an A AR EERE 5L A3 B A S S - R . A
VIR RIS B30, ik s AR EARR T A 3R N R KRB AEE NS, IrikdE N3
FLAEEA PR T HES YD L An w8 2090 47 26 A BL A IR 23 2R3 L B
KRB R S5 o AR B R R AN BR300 A b i 3 il & A 2R A e S . AR
YIRE AT 3 — 20 8 TR IR, BB R B SO0 A ) P B S ) BN EOR
A, AFEHAPR T AN ALY SO v BAE A S . REERE ] R 40 R 0 B LR SRR
USRI PUIERIRE S B AU o A b, BIF 0 1 I 2 BSURE 3 57 265 IR Hp O3 4T
AP IRAE RIS T AR B . FER TG AR . IR AT AE B0 b b
P HE I DL Bk 27 ok K R R AL FE AR Y o
[0014]  ASAFHIATE “BIR” HIUm A EFRINE SR EZ Z TR 2GR H TR
SERST TR RIS o FEIR ] N BREBONUEE , HnT 46 b DX R 25 B il oA 1 DX 8 HE
Gl X EEA YOk o B A L BRI AR AR
[0015]  ASCAE FH IR TE “ ASKIRRIG 7S AT 7 AR B8 A A7, S THES
AT E 1 7 AT, B A A (R Sia], BRAE D3 400k B o BT RSB R 12 FAL 00 B 491 0 G (4 {4 5k
Yot R gl 4y ISR A, HoEs 2 8000 S5 0 BRE L YU 41 25 0 A , AT A5 A6 0 AN B 22 AN IST 119 356
SIAFAEANFEE R BIE o 24885 RS BCE 2 M7 K8 T R R E o 28
1M, A2 A PP E R fr LA IE, AR — B A5 55 B 4L 55 m]
REW A TNH o FUSZIIH S 0 TAEAE I H w] 2 X500, 808 4F R ik Bl AR M7 1K 38 73 47 4E
WHKABZ SRS AT S — P M AR H — B2 D RRIE . R0 E A 2k
A b RALBAH [F] ) o 9, A0 B W] o B 3G Fe ) i g ik B 3 e o e (AR
F B BRI R R AR 22D — 87 185 DR G e A e R . R0
T H AR RRBAS 745 i m JE ek 4 o 2 S L 20 43 1) B A9 S5 0 A R ) B A9 AN A
3107 5 w7 = Y e R i - S [V B W B R AP 718 e K R e < AV SR E N o
(R 534 CH T — > BRJE G AR — N SQUE R R ), X Bl 20 A0 T 30 4 rh A S AR g
DURR I AAHZE A A0 0. 5:1.1:1.5.1:2,1:3.2: 3 Z6 L0l o &80 5 7 UFE L 2 55 m] hy 9
WA L (HIANTER SR A ) 7 (R R AT 2 1T BEEE JEC FR BRE Ad  BR BRIk 55 o
[0016] AV ZZFHAE, A i (R AS KSR« AN 487 53000 e ] DA AR SRR AT, B0 mT DUAH E % 7 200
SE o AN, B ] B G E AR B R A S AN KRR AN T B AR, FLREAE A e (A AR B
AR 53 I AN TAEAE T Il A S B A 20 2R sl 40 i 1) e €0 A s s (0 AR 20 43 1)
o IXFE, AZIRMRE, FE SR IR B R 2 B fun] B 2 b Pl e R e A R 2 4 2R
B K RIRAEAEIA KPR AN P18 8w feg 04 o mT dmi ey LA 28 /b — P e (A A sl g (i 41
I3 B I HE R ARAFAE A FR AP B2 o
[0017] KR

Bl 1 B 7= A S AN T o A R S ZR A RE ZR G AR 20 43 1R 88 A% A0 B 1) St
%o
[o018] & 2 SR>k B ACREM I YL (AR VR A FE 1A 1 S48 R0 52 VRS -6 A AR 1) B A R 1) Bk
% o
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[0019] || 3 S fhi) 14 1) 4% (o A4 T Ak B LA I o2 SR AR 28 77 1T P P 3
[0020] & 4 §IE S T 5 B AR SCREIR 1R 5 50T A5 31 14 TR AR A T AN S 4T 43 AT 1 s 18
PEFER 2 U5 B o
[0021] [ 5 UESE Y H 45 @ BRS04 G BRI RT Refth CRIAT & 22 5 2 ) AH LU
(R T g 1 23 2 (U B b 720 H /IR FLEALE x 100) .
[0022] V& 6 LESEH T 7= A BA W MR P S50 Z5 DR B A7 2R ] A RS540 ZE KT B (1845 4)
SR ANT 487 53 AT B Fr 4 8 7V St 7 56
[0023] & 7 RS T AR agt A4 o AN YA AT 43 AT RIS AR i 2 P g 1100 75 V5 ) S5 461 o
[0024] &l 8 WESEH 7= A HA PRI M I S5 07 225 PR R S5 (67 JE T A FH S5 2K (R B (19845
W) T PRT AN 3 AT PR D ey AR A28 1) 7 2 Y SIS it 7 2
[0025] ]9 BIRIEH A5 MR 2O IR G (raw intensities) K71 MBS A
ASHER I AT A SNPs $7 5 g AR 4 4 I B
[o026] & 10 o~ IR E B 9 [ AFARFE S 6 A 12 B A TR e e A (FEY 3
MIB (FE X Bl BIPRAAL R B0 ah 9 B 1 — ZR 417 P B
[0027] K11 Wk @ AT (top panel) HJAHMIHGO1377 (Ti#ES) FINALS8S07 (JiKH))
FET MR (bottom panel) [IEEA KA (blocks) (434514 HGO1377 1 NA28507)
AP IRA Futh T EE X X BE (aligned segments) o
[0028] & 12 o2k H 40 NA18506  ( THITHIAR ) FHJE TR 1 & FF B AR RS T A8 1 1B
AR A N PRV AN 282 A4 ot () D P B o
[0029]  SEjii 7 EIIFA

AT SR T S B 10058 A B AR B R 7V R R G o R 1RSI Tl 77 SR 4
Ft TR R A R R A A 7 U 70 o B A 280 6 DR A ) B 1A a0 ) T B B
ANPEA I A LR 3R 40 LA B T D Ik B R AL 2R RS R U 1 B VR 1R R S
[0030]  HRRAFEIE 2 BY 7y (BB A1) I PCR 2% ) E 52 B e (o AR 1) B Ak A v
A O T A T G A b B R Ak B T I PRI o 48 2, SR 7 R0 PCR A H
BT S5 B A — A FR AL AR 2 UG B, HOR P A AR BAEAE . S — R P R
B HTSE BB, B AR T A K 81 43 B 7325, T LA BB A AR FR e T A I A v 451 4
1000bp B 52 /DS [ P S BRIP4 — AR B A1 SE BRI RE, Y& 75 90 T i
BARTII T — AR (NGS) 532 ] 52 I 2 TR) AR Ak, 048 52 B AF A R R0 152 B (491
WK R G 2 JLE AMRIEXT ) BRI AR SRR 9 5 e 77 400 1 7 28 PR 40 P 4 A 21 33
ity 2 ity e o 55 2 IR P B, SECR I i e DL 3R R R B R 3 1 o A, A SCHE IR
(S 5 SR S A 128 e R R A, IR e T R R R IS A T e HA K TR
A5 FH PRI RE S AR I (A% R v B R IR [ ) SR AR B o 4 G, AR SC IR () 77 V2 R 2 T NGS
() St 77 22 m] T 2% 5 HLA KT IS FH IR NGS A (12 K (49 91 BB A B A28, o TR
1ok S B A SCHEIR 1 77 V2 3R A R EOORH S5 07 225 BRI SR A 15 JS 5 78 18] g S I AR A Ak 1) 1 2R
frfid (PHC) Ty 1 BA & 0 an R I SR AR B m B 5 250 AR 29900 A I~ 0 i DR A  Je i
SRR R AR R SO B ARG S AH G o BRI, 5% TN THRAR I AR ORAd, — B2 183 1R EOAH ()
PRI g L0, B4 52 R 3 (R 52 P A DS P R A T IR B v HAT T 1) v, DAY 2 T id 23k
BT
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[0031] AR SCHER ()50 77 %25 How FH T S5 06 3 B 7 A AH LR SE ik 8 o A
FFEE AL G B A8 3 G T ol i A R A R Sz R S R R B 1 7 v, T AN
FE AN AR RIS AR AR, AU RE SO T O I S 7 SE R 45 I IR 2 24 A 1

[0032]  FEWE] 1 P24 i BH = A2 B 1 B R R0 a2 (R A5 4 S0 1R St 7y 22 o 7 AR TR K
— B FE R B A, B AP 70 AT I B R AR G (AR AL 53 (R AR ) BTt 1 7 V23 1)
— AN T SEAFER FHIARABEALYE (Poisson randomness) , EL= AL I AL40) S5 I ASAH 56 73 AT
(ZE873k) o Bltm, IEH 1K) DNA BES A 11 BB BER « RGO AR . 2R S ] i i s 2%
KN T TTES T, V=B T 11 el 2 oM in a2/ 1:0.5. 2220 1:2, 870 1:3,. 2/
1:4.2 /0 2: 1. 8/0 2:3 FHMRER « RARPEM (BURZINR ), B AT H A4
s

[0033]  7EWE 2 1 3 w2546 U B AL FE R F AR BEATLYE » DL A5 ANAH 5500 A I8 AR 400 T A
NI 7 5o PRI 43 RUFEAR] ik F RCE R & M EARPR A B (B 28)
JUERTREXS A e SR R (] 2B) 5 IR PRI 43 Bl AN s 4% MR S 2 TR e 7E 4
ek BAE— . TS, AHSER A (Parent A) EETEIER o 1y FR{LREIME
(1) (—) SIS, FISEAC B (Parent B) $RULRBIMEN (1) 4756 (B 20), 8 &
EATMRER (K 2D) o e SRR ) —Fh 7 et — M ek 338 g CiE s
(& 3D) , ke FLAE A B R A AL B o SR, B — MR B AR T B SR AL R R R 45 1, ERL A
INAERS B AR IR — N UL AR, T VERI AR A A7 AV 2 2 (1R B FL
(B30 (BRI, 25 FLAE T FAE A R 38 e BT 5B R ), 9F Hok B HA sy ki FLIT
1555 AT BEARAR o A ST LI B 7 V25 UG Fo I S T AS O R 20 A 8 0 8380 23 3 3L DL 20 B ik 36
FLER EAFAEM G PR o VB0 G 5 B s AH S 20 H SRR IR 11 1] 3A T XS L, A7
TER A REE AL H 3 ek (BRI TR ERRP 5 %R +) (EI3B), K
B EA SR H B S AR SRR IR R AT 2 S A 5 (BN 9ot &OESE ) IEH
T AH FLORIBE, S VFIN e AN R Qe e R 1 R Y (& 3E)

[0034]  T] LTI 1) A2 S B AN 43 F 119 2 A4 V2 B Al v 1 e rT S 30 IR R A B R
TN BB A 2-3x Rk B 25 2 A s T A 4 5-6x (1 4 A1 5) o i, & 4A
ESE R H AR R BRI 2 15 B S5 R L 23 U5 B AR BT, Sorp e B ARAE I e h i R 2 i
I3 TRV o AE HAAFE— DG B PR R IR LR 50 FL K ER A H s, 491 P =1, P,=0 8%
2R o A A AT JE R K R i ER] - S BR A SCHEIR 18 77 v 0 S it 77 %8 TR A 5 491
ut, WAE AT S H g ek /) RRARAR, RN AN R S 57 S5 DR 1) (A ) 22 S K
W{E 0 (theta) (& 4B).

[0035] [ 4y S R T A B9 5 32 PRSI ity 28 mT S B8O 145 02 25 B IR 20 In 28058 B SR
REARRR B 7 7= AR B R R B v, SR iR (RIS fi AR IR R 4L ) (078 s [l S se gk e 7y
EHU 0-1 M REEAHEC N B v (K] B) o 84D, WIAE 24% N R T 0 B8 L AR 0
T (ol tran e ) 5A Hh 2R B SRR ) IR ORAE, DA 36% RIS FL 7 A A FH RS . BR
s B BB AIESE, AN A ST A FF A X BRI Z 7 v T 42 A e 2 100% 4, 76% R fL= A
AR . 75 18 BRI 2R 400 43 1% 20 B R B0 R 50 ) 75 B2 4 (16 A 258 i e 3 o 2 H
HArr 7 (BRG ik 2 ) SARREA G iR e iR 7 B sa B I L RS AN e
BACs+ YACs+ MACs. F Rk Kk S8 HRUR IR AR L . F— Db, BT AT 7755 0-1 MRiAAH
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LLAS, PIA b 4 5 T 4 ] 25 28 i Y0 1 P B A

[0036]  {E— ANt 7 S0, D AN T4 47 0 5 v A F T G S A BE L, HoA AN A
ARS8y G %A, A A5 — AHLEDURH ) 5567 55 ERLAE 4 15 R A4 mh o2& m] DXl 18, 2% 1
M TP g e R IAE- oA CEL L, IRV SR ) o A far AT T 5 B 4 e 1) 5K
AP ) ZR A B E S N (PCR) , R IE 49 Wi BH I (5534 ) Horp — AN SRR 9 5, T
7 A PRAS ST B R R AN 48 2 AT o 90 G — AN St 7 SR AL A BEL TR, LE AR Rex et
al. (2009, J. Virol. Meth. 158:24-29) fl Senescau et al. (2005, J. Clin. Micro.
43:3304-3308) AR EREN (HPE L I DA MEE G RIA S ) o 1l BHETERET
A H AR —ANGEA LR A (B 6A, Tism e . ; PHWHRET oRisii A 1R ), B S
PCR (I 4E(HIRSE (extension temperature) JEECHY Tm, F1EA [ 1EH @ i DNA 2B ALK
[#) 37 BHITIEA] . — H DNA ARG (HlandEsEEH (hon-strand displacing)) EFIHRE,
WA (strand elongation) {51k, FEUERZA PCR = YNE G P B — A58 A7 Z5 A R I AT ok
Do FH B B S A FE DR B KK AN 2 ] TP AE BRI BT 52 B BHLAS , AT 3 B0 2 PCR 7
YIRS D) Bk SR R IR IS 1R, ATAE & PCR 7 YRGS W I — AN SRR R R )
PRt (1 6A, SEASEER B EEARAIIERI A BEZ )

[0037] {555 — AL U7 Z T, Mg BRSP4 A 1S 07 VAR FARRE 1 MutS B 3 AEE
P FE PR — R S MR L, 9 G S5 o7 ik DR S 0k BEL IR BR AT X R R BT AR 3 SO A e AR AN
S (K AL ) it (B 6B) o MutS O DNA #5454 & (1, e Me™ 17 4E PRI &4
SR O BE DNA (Lishanski et al., 1994, Proc. Natl. Acad. Sci. 91:2674-2678;
Stanislawska—Sachadyn and Sachadyn, 2005, Acta Biochim. Pol. 52:575-583; HH
GG | H L ARG RIA ST ) o 5140, A — A>3 55 BB R4 () 55 A7 55 ALKy S PR BH
W R BT AT AR K BLE B DNA 73 1456, B PR AN S8 2k DRSO R [ 500U DNA A0 e Y5 XU
DNA i o MutS IR SE45 6 T O 5 4ERMA S A 2 R BT B BT 2R (1] 6B Tl S MY 57 5
KUHETE S 7S AF B 57 JE IR T MutS G55 4 R T /s 28 i S i ) o T8 0 A5 HH e 4
DNA 584 (%140 phi29 DNA 84 BST DNA B4 KB, Vent® (4h -) DNA 5841
Deep Vent® (4 -) DNA ZEAGHEON, DNA ZEAHSE ), W] PR MutS &5& HHRE (4
WiE A BT -MutS FIBHEPUARIE RS ) , DLV 58 36 DL B R B 4+ I B ZE K, 1T MutS— &
H FITREHHCRAZAE THE S AL, T 1B EL AR 73+ I RE <, AR S 24 iR &
Wb e A S AL R R AT R ILEE (K] 6B, SEArZED A LEEfI R B B Z ),

[0038]  {F 55— ANSKHt T S, M far A48 (4 3 7 VA E a1 6C 2845 Ui I« 72 6C (Tl
TR A IR ) o, FARE W 258 AT R0 o 6 T8 S8 DU ey o S5 A7 R R
BE, AT R AEEREF RE PR B . SR, PR RIS JE PR A AR [FIVE I, e SfA AR TR 1) 0
ANGEARANIER: (R B TREE SR ) o« EREPFER S, nl T SR, 15 O
T B RIS SO PR BT DR FF 22T R B, T VA S 1 R R B BEARORE IS (B8 =2 S5
) o AT FHZEAR R BRER W AT R R ASAR , AT BELIT PCR 4738, S8 AN R L 7 — A5
Z ({ERXPGOLT, A EER B LU R A B2 ) .

[0030] 75— AT S, e AN P4 i 15 75 vkl 1 6D 286 Ui . &l 6D o
S FE AR MR PCR BAE A, Hrp 512 —fEAEiE 2 TR AL s (BRI SNP sl e 2 MR
PrE ) TI03 RumiR Ko RIS A 51 R S, my VSRR 5 195 m) LA ), XA S 2

11
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MNEERFER LA — L (K 6D, S5 3E A LT R B 52 ) (Newton, 1989, Nucl.
Acid. Res. 17:2503-2516; iHid 5| LIRS SRR ).

[0040]  {E—ANSEH Ty G, P AEIEAR Y TR AN 145 O3 A B S Ao FE DR i 25 Pt (I 1,
AETR ) o B, BT LE S I T RPN R CBIInoR B A7 f B AR ATACC # TTGTC) B
TEEAL LR — 5 S AL B AL, AR — AL EE ] (B An AR AL R S R B ) 73, JF
Hy a5k b 0P S0 28 R R AL == AR R A CEI 7)o ATHEAE S 20 B LA 3053 (A
BN C) o —HEf] S AESEALIERIAERR (A FG) AZA1 (TA) , A 7E P2 5 A B B Ay
I AR B — AR R AL 5 (AR S AL s TTGTC FEEALEE R G) , AT AR V/F X S )
JIT A A0 25 (R TE A9 A 0 B ) S I 2 5 LR J HUAH . — 6457 s 7E S8 7 R PR B AR (R fr
FEDRLT) AZEA T (1 7B F1C) , B 7R A B A AR G (AR DT R 1) A= [R5 4 1 IR 4
(TB) BFERDHSBATY M (7C, SFLIEE C)

[0041] K& 8 UESE H T e P 7 VA B LA s 9 M SE 77 5o VR B 6B 73 115405, &
SAIIESE, 584 VCHC XU 73— AT A G XURE R, ¢ 1A% TR I DSN B 2 P BB IR , T MutS— 455
(VRS ECOSUBE Y DR TP e T 208 . B SA IESE AR E I MutS SR (R ) SR R PRy e R
MR S AL TR (BY ) ) B4, G A SOURERE S PR A R I P 0T 5507 6 1R B R I 0 557
FEERL A Ry e 4 38 2R A2 [ J50URE DNA

[0042] {55 —ANSEHi 77 S, ey P i 07 VA B 48 X T SR IR A G B A 2 X AR AR A7 A
6 ] VR R Mu %% )82 7 (Yanagihara and Mizuuchi, 2002, Proc. Natl. Acad. Sci.
99:11317-11321; L5 HAILAE L& BIA S ) PSR FE PR e PEEREE . Mu A< B m]
e Bt B AR S48 AN S 0URE DNA A, 443 2049 o e ol 46 7 S 7 i Al ag (&1 8B, AR 415
T 7 () Mu B JE - ) AT FH T s 1 S8 A7 255 AL FRUASEAR 7~ A2, 1T 56 56 DG P 1R A5 o 5k PR g A
W53 R 5o IF A PCR 4 3G ASIAR, AT 7= A D 12 BCANSF- 457 £ 25k BT b T S AR 00 5
(K 8B, ZE{7FE[E A LA FERI B L ).

[0043]  7F 55— ALt Ty Z b, A AP )4 3 D7 i it ) 8C 245 1 B, 4 1] 8B I
1. 7EFE 8C H, AL Z AL IS ZE AR S MERRER (X T B) #f B R 2448 THIMR DNA, B
WA ERE RS EA (HnfEk 8 Epicentre Biotechnologies [t NextEra DNA ¥
i il & AR B A 2845 U BH 16 R 5 19 Mu #5861 ) nl il SR biAE & - B E
VR 348 B RURE A AT A7 mii, AT 3 35056 26 DT e 1) 5 o7 255 ERL A SR — AN S A6 JE T L ) — AN B
% (K 8C, “EArFEK B LLSETFEKI A L ),

[0044]  7E 5 — ST &, A A B AR 7 R AT LR R fil Ve Y UIAZ R i, an{E 1 8D rhiiksE
[RIRHE o 40, W e —Fh el 2 Fh BRI N UL B2 B, AT AP R 29— DRI 2L/ A 1
TR (@ e ) AR A A A BB S T I KNS T ) o B AR AL
P1G 1Rl PR (RIS AR T FE i ) R M N DI AZ R e 52 B PR ) , 54347 38 8 A rT e
(Ko RIGAIIZERLIERI AT ORSE 43, 7 A R IR AN S5 B S A JE R FH T R A s (15 8D, 4%
PrEEP A LEEAT IR B L ) o

[0045] AN FFHEHEH] TIE FE A W BBAR R 7. AE— AN SEETT B, AN T
H 32 B A R R AR L R A o AR AR ot (RIS AR 73 ) BIAN AT o0 A o HH
PRUETTE (AN B 20 I >« PCR 226 T BRI S5 ) 6 ANSF i R0 38 A% 4 B i AT 2k PR 2 3 Y,
15 B8 0 X T 0 FE R A 3 ZRAE K 5 DR AL DX S o AR A8 g, =500 T I AR M i A

12
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X TR B AN P15 73 A1 SR P AS SCHEIA 1 77 725 FH T S 14 4 RIS, 4n SRR 5 2k BRL A DX 3t S 1)
—H G| AN — ARG G E SR A Bx) (s 4 ) sl E £
(3x)  CHUFE ) 5 2 AT I A AH R KT 26 B 1 PR AN AN [R] B SRR 2R o ANSP-467 (K845 4 o it
KFE A5 e A AR E— BGE, 5 8 1T A5 ATk R 4 B0 8 0 1E 3 S5 DR 2 90
JE IR BT LA, AT & 52380 S I e IR

[0046] A/ FFHRALALFRE S RIAAH S5 AN PA A 27 BOAS KRR 20 A, BT S R A0 e 1 7
o ANFHEE 73 AT ] A A0 R A ANXTHR PCRBEFR PR MRS 45 SR o e R A SCREIR 1) 5 e
J7 RAE Aoy L 2 R B IAAAL . (iR B fL 3 BRI XS, 2 AN B s
o/ ERALEE ) 2 AR AT AR B 2R E IR A . ARSI T =, B
BARY) AN S o3 A AR AL T IS b — D AN IR B IR BRI A AR HE—
LR AL B AN S B ALY T, FF HOR X L6 47 B 7E WIE B 3C A 2845 13 BH 19 3R 56 4 2 B 1
XT RN B I8 o FE AR AR AN R T Ve 41 J5 i B dn — A Ak B 35 R SR g L
B L U1 96,384 1536 LI 2 # « B 40 ) ot FH T30 PCR (B 4078 L R 1 v B A 4%
(#1 Douglas Scientific ) Array Tape™ )  Bfbi KRR &5 0 A SCHER I A ZAE
He B e S e I 3 R 2R S R PR 7

[0047]  ASSCHEIR (1) 77 325 (R 28 S 77 28 mT T80 4 )5 s i b A8 sk v A0 v 1 5
(IR P AN AR 5 O B P A AN AT T e a8 TR 25 0 T, 490 A Sy 16 e 1) ] A
Ok OB AH S BE 1T Im 0 o AH I, 75 R8T (R e 1 AR B (B4 bR A b e i 43 15 1 e
R0 R, S B AR ST I 1) Sl 77 58 70 D0 5 S A AR R IS m] A e o) & 000 o SRV I 7471
ZR) B PR B AN T SRR ek 7542 490 an S E 1 e A1) A] e 42 2D 100,200,300,400,500, 750 B
22/0 1000 MHEFEXS 73 FF o SR, SEHE T 58 I, 24 0S7E I F AR G (AR L TR RS B AR i,
I H i) 1 252> 10000+ 27> 100000, 75 1000000, %2> 10000000, %271 100000000, 4 />
150000000+ £ /> 200000000 227> 247000000 53 5 2 AHEFE X 53 FF B, X I 2 L B AR Rk
A o IXAE, ASCREIR IR St 7 28 mT FR AR 18 & T AN A 2k DR 2 e A A A 23 B
5 MANE B AE ) 00 52 A 2 A AR A A 1A

[0048]  FEAS 23 FF W SK i 7 b, SR A0 A 100052 SR AR 28, R R A6 T S e Ak e ) ) OC v
JEANI T2 0 76— SESLi Ty S8 rh, R P 98 S TR 2 251, B SNPs o 78— 2850t 7 2
th, SNPs A8z EAH &R () BRI 1R, T A8 HE B (1) S 77 S8, SNPs A8z B 43 1R sz FE (1) o
TE— SOl 77 2, S B A1) o SRR AL A e A R N B8k 2k, BB AN/ R (indels)
TE—SE S 77 2, R P AN SRR AL 85 DU H AL S, 8% CNVs. 7EH B S 77 7,
PSR )Ry R v v e 2 A S SR N o S ek VA= 1B PN I A 1K = X A s W =
i T7 G, SR R PR A B AR A s E S (RR P A, TR S IS T S, AL SRR B
RUAH LB nT B BE — AN 2 AR, LL 4 SNPs. CNVs JR N / k5%

[0049]  IXFEASAR MM 2 N 5 IR OIR A L A iE B AL 0 25 ELRE AN G . SRAR AT
TR T B & X, FF B8R B AR 20 F 1) SE il 07 28] AEATAS i 90 38 Be RS 9T S5
T [R5 A0 R LB AR A Ty TR A O ) T H o SRR AR 52 UMK A5 RS R 21 R R 40
FTT TR A ER . SRS RS BUE 0] S ECE 2 (W, IF ARV 2 R S R I
HE A &, XU R AN BR T 25 A 259 R I AP DA ORI B
L D) AF A8 A% 2 1 HLA 73 8 SR % 3 B0 a8 A N IS 2% 5 i RIS o 1) s 2 T A 2 L
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3k R L8 Y295 10 465 A AR A S5 2 R PR S 1 R TS RHAG T B 2 5457 325 PRI RS S 1k AR R A =X
LLK SEARFERIZE (de novo genome) 2%, 4T B A5 A 43 AU () S I 5 6 JE R R B /N
5 DR 20 DR S5 I, /0, 455l 2 97 8 R iy AR 1100 S it 77 G A e Sl ) ) o XA I R R P L 2
W LT AN IR B — AN 302 A DR 2 X s 1 B A S 0 52 149 HLA 5 PR AR 43 79 (45
HLA-A.HLA-B.HLA-C.HLA-DRB1.HLA-DQB1.HLA-DQA1 %5 ) , Y i} K M43 25 TS Bk A SC A TR 1K)
ik

[0050] 4SS4T RI Ar BB G ik (BRI BRAR A3 ) B8 5K, PR A G mT 48] du i aok $2 it
KT R A A 2 FARE BB SR AR DI 5 B o XA B T8 5 | B 1 5
R (P B AT g EE R, R T B T S AN T, sl SR A 2 S I AE AR 2 ]
IS E ORI , A i 2 R 20 )32 1503 DR R MEATE S I — P O Bl Re 2 o 48 2, W SR PR 22 285
PEZ R OREME CRUEBIA T ) &, CAn—Ph 2250 (BP SNP) 25 R nl A B+ Tl 7
— PP ZA&PE (BRI SNP) RUSEERIAY . J8 et I e L AR A B SE A DU N T4 Mo Jst (HLA) (1) R
T1HAR R Hh SEE ) R fE B 32 IR 45 5 (Crawford and Nickerson, 2004, Ann. Rev.
Med. 56:303-320, M5 AR S BIARICA) 0, @ik LA ST AT T, B
W52 8 FIV AR vy LB A S B A X 2 AP id g T 2 B AL 43 8, F 0] H 7~
AR R o AR T o SR DG AR S0 ] LT AR SC A TR St o S A IR DG i ] 4 i
BB 500 2 8] = B MERA K HLA UCRC, S 8L AS 2 a0 ShICEL i 8 3 5085 i A%
R T

[0051] 540, A7 A0 — LU , o rh B A 20 Ty AN A2 5 R o A A P 22 R 28R ol v Py e o
P, X FEAER 1) B AR B AU T2 B RS 5 i e m= v B iz A&, i B et
LIRS AT T2 Wi A/ BOUG B e AA aT7 IR B 7 T A5 S RS AS IR ¥R 7 e ]
RE 5 ANF FPORIR AR / B0 B ACEA DG . B0, 5 SRR gl ie e 73 . B - BRER 4
S SRR TR 55 AN O (R R 40 Lt B2 A 0K, IR HL IL10 J8 31 X A R 5 R A Bl
T = R4 52 40 MR A ) AR JE T B R A BB O o IXFE, SR AL SR DRI AL A ot 1 B A% A 4
TR 43 54 R A T A S PR (R BIF 5 0 9 12 W RH L S B DA R AT T RGN AR K
SO o SR, B2 AR AR AR MR e (7] 25 ATk B o e S, R A1) o L 0 B )
(131 AT BE -5 B0 BORE A R s B R A DG I D R R AR B 7 T

[0052] AR SCHEEARE A SE i 7 SR H 00 e B T O PSS SR R 7. B, FE AL
FEMZIRAE o (E—SESIl 77 2 b, BB AR R TR, ke B 32 R B I R PRV
FREW S (EH IS T &, ARWFE I8 T A, g ek B 23R8 # AR GEAR Y A
2T 40 M L 40 R 2 B A . R NS T SR, AR A D Ak B R G AR
B B, BB W AE R R FORRE L SORL B RN TSk (YAC) <4 AN T4k (BAC)
I N T4tk MAC) MY e lE RS (BRI & (Ugrobacterium tumefacians)
T-DNA 3% R4 NUCE A U E RS ) 8O BUh Y DNA NS 7EARIE Sty &,
AR A AE— P B2 Pl i & B A5 7K DNA FE o BRT , AR SCHER 9 7 3 1) S5 e
7 AR T ZARRRE S, BN SBAR AR (Y8 1 50 7 R 7 KIEFEAR B (hydatiform
mole) WIRXER, FIALIK 73 HFF / BLAr B M et H v B Sl 1) DNA v Be &) TR 15K
BRASCRER 1) 1

[0053]  FE—ANSEHE 7 S, FEON A0 MORE B AR . A B B2 236 ATk BT AR

14
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Uk, 0 e A AL R K 4 L R ) VR L AR VR R A R B A A A A K 4 ok E
AE NS4k AR A 05 o ARG IR STt T S8, 40 1 A T L sh A VR 1), Pk
g NIRRT o SR, ASSCHREIR I T2 AN B T 40 oA St (R oY o 78— 285 7 2, T
SR AR ORI K T R B R R M RHE T 2 . 78— 28Tty &b, 240900k 2 /0
2-1000 M4l 7] F2 71> 5-500 A0 -z 7] A2 /b 10-300 440 iz 7] 2275 10-100 44
Z 08 o BRAEREIAH B HFE H 5 S5 B AR SR 1) 77 2R R AR S A Bl P 1R B2 L iz
EHED A Gy 1 AR AR DNA B HR I LTV IR RAE LR SR P AF B 5 40
Ui 2 W40 1995, Ausubel et al., ¥4 F Y2452 e (Short Protocols in
Molecular Biology), (#E3f), Wiley & Sons: 2001, Sambrook and Russell, 4317
%« S286 = T Molecular Cloning: A Laboratory Manual) (Z83Rk): 1982, Maniatus
et al., T oilE : L= T Molecular Cloning: A Laboratory Manual): DNA 7%
&« —FpscH 777 (DNA Cloning: A Practical Approach), B I A1 114 (D. Glover 4a
W) 1984, EMERE K (Oligonucleotide Synthesis) (N. GaitZm%E); 1985, &
Z8%45 (Nucleic Acid Hybridization) (B. Hames F1S. Higgins Zw%H ) ; 1986, zh4m4nfiy
¥7% (Animal Cell Culture) (R. Freshney 4w# ): 1984, Perbal, 431 iul#HIsZHYg
B (A Practical Guide to Molecular Cloning) . ZERIZHM R} m] 8 ok A4 sk 40 1 7 VAR
B, I HASCHREIR ) 7 EA — € R T H T-5 B SE R BHRATAT AR T v BOR N By 3
filt, 0 TIX A AT AL R BRI TTE M E 1 (homebrew) B4

[0054]  {fE— SR 77 S, R SR T AR BURIAE o 323 ] R X Ay B2
&R H PTIR SR ) AT BRI 5T O AT AT A SEAA o IZAE, FE IR B A — 2 TR
THEE SR, I H A2 iR ] B insh P sl g s i o 0, SRR 1 5218 v A 3h )
CABEEN) BUEY), 51 WA R LG EM S . AEPLE I SEE 7 =, iR E N fEHE
IR SEHE T 2P, 2R ALV RS S AT B o AR WSt 77 b, il & A
28T AH K A B AT A o

[0055] I8 S B AR 28 FF ) 5 VR SR AL AN KRR 2 A0 A 2 T T R . A2
ST ZE T, F5 PR AR B B A A O B AR RN 2 HIN A e S S W AR . AR
LBt 7 2, ANKERR A AT BRE i 5 0 AR G 7 Tl B AR (clustering) #HEATT
—ARI 7 DNA JZE . iAo 7 Nextera™ DNA #E /527 & (Nextera™ DNA Sample
Prep Kit) (Epicentre® Biotechnologies, Madison WI). GL FLX &K HI4 A5 & (GL
FLX Titanium Library Preparation Kit) (454 Life Sciences, Branford CT).SOLiD™
FE ) 2% X 5 & (SOLiD™ Library Preparation Kits) (Applied Biosystems ™ Life
Technologies, Carlsbad CA) 55Kl 3R I 72 AEIX M ZE o AR SCHEIR BRI it —
kgl tn 2 EREE #Y I (MDA) BERBATE— D 5 H 100 R s 20 53 M o X T MDA S
e, 490 o ABAE RO PR &R & (Mate Pair Library Prep kit) (ZEEAIZH DNA £
it il 871 & (Genomic DNA Sample Prep kits) 5 TruSeq ™ il & sl4h 14 & 41X
F& (TruSeq™ Sample Preparation or Exome Enrichment kits) (I1lumina®, Inc.,
San Diego CA) 4= T4l ik i DNA JZ2, il & 4 ¥E HOAE e A B BESE S 1 (cluster
amplification) J7 ViR AEM] w1 3& H L HI5E 5641658 526 H LA A5 2002/0055100,
FE LA 7115400 5 3 EH LR A A5 2004/0096853 3 [H L F 245 5 2004/0002090.
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% E TR A A5 2007/0128624 F1 3k EH £ H] A A5 2008/0009420 v, HAg—ANE L 51 H
AH A EE GBS . 3 — R TAER I AL IR A H 72 8 B anfe Lizardi et
al., Nat. Genet. 19:225-232 (1998) F1US 2007/0099208 F ik (IR 18 (RCA), I
Tp— NI 5 H UL TSGR A . FLHE PCR Tk 2 a I, - P 7 i a ik 1
Dressman et al., Proc. Natl. Acad. Sci. USA 100:8817-8822 (2003). WO 05/010145
B 25 [H LA A AT S 2005/0130173 B 2005/0064460 1, FoAg— ANl 5] FH LI 4B 454 3
AL o AT TTIEA 8 52 BT EL AR 1) 26 1l 26 B 38 07 VR ) R whl, BRI R 2% B8 A SR
IR IR AN KRR 49 A5 38 T A A8 L 40 A0/ sonf b B 10 17 85 ] 45 31 1 & Fh 5 v IR T
A —Ffr

[0056] 5] 41, A2 AN - 487 3 A 1 35 £ 40 SIS DNA J2E ] 4 [ 5 76 5 i bb Wit shits &, JF
FEXS A9 40 38 kA B 7 1 2545 BT A0 AT I 2 BN [ e A1) 2 % R S A X 1
(bridge amplification). FEMFF Y, BRI ZAZETR (02K B DNA ) #5448
2 EEARIERZ TR Y. e 2R+ 1 37 Rumde (25 Btk 5 8 2 46 1 4%
TR S AR, -5 B A AL IR, BIRSOE ] RS SN (a5 [ e 1 ) o AE B XURE ™
ORI, I AR IE R T-8UE (support) o 78~ — AN A, 72 AL e T
[T A PR B — % R (T A IS TARCR e A () 5 1 40 9 ) 7R MR B s A [ e A ) ]
HER T8 05 | R . ERIL, 38 —FEE 3 or ml 4 38, L= 2 M. R
CREARY N CAEVR A HHRATH, JF HARK S IR A/ BB S T AR R MA T 2 A4
Ulo J0FH, BHEER SRR/ sl i H 57 Rt E TR sMA 245 0. 7R
A5 1 A 38 R 4 7 V2 2 AR IR A2 45 4 18] 5 & R 3 AT 5 WO00/18957 AT W098/44151 36
[ &H) 2 5641658 ‘5 S HEH) A A5 2002/0055100. S [H L F) 2 7115400 5 SEEH LA
A5 2004/0096853 . 3 [H L HF) /> 475 2005/0100900. 3 [H & F) A 465 2004/0002090 ., 3 [H
LR AAS 2007/0128624 13k [H L H| A4 5 2008/0009420 H1, HoAp—A@ i 51 H LA A
A BIA S o ARSCHEA LG MR 7R R S B st i@ o & o 154453 3
()77 5 R A T

[0057]1  F T-7E)JF 2 BT B0 R (0 LI PCR 77Vt 1] 5 A SC R 10 77 v FI R4 40 &4
F o LY PCR ALFE A4 -0l 10 55 48 DNA FELE ALK FLI I PCR F7 15 . PCR A Z 154 PCR,
UE RGP PCRGIPIH I — DR THEER (microscale beads) R (57 B ) .
RO B S BAFEAZ T — MR+, A R ZEERR L. B4 LI
W CH A TR BRI 53+ 9 I FLIE ) A, PCR 47 38+ ml gl dri 3R T BRRL i R 11
TEREELE, vk e R a7 S Bk . A e B B I Bk R LR A
X R T2k B AR 2 ) 5573 -4 38 1) PCR 74 FLE PCR J7 VA1) 25 i S5 e 7 ZE 408 19k 146 4
Dressman et al., Proc. Natl. Acad. Sci. USA 100:8817-8822 (2003) . [H rER| AT
5 W0 05/010145 EHE R A5 2005/0130173.2005/0064460 FI US2005,/0042648 1, H
Ay | U RS G 2.

[0058]  DNA 4 KER 1] 5 A SCHIR W HIEMBRAAGEH AR EHH T EZEE
ZH I J7 () DNA 28 2K BK 1% 75 v w] WL T 461 an 36 [ &R R H AR 4 7910354,2009/0264299
2009/0011943.2009/0005252,2009/0155781.2009,/0118488, LA & 41 7 5] & Drmanac et
al., 2010, Science 327(5961): 78-81 FPHiiRIIREE, Haap@d 5| H LA A 443
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RICH, 65, fERTH FIERIZERI 2 DNA B Sk Bl 5, 3 B RTEAL S 2 e o
FUBEDNA (i ok F [ TR 1Bl (circle ligase) ¥EHE) MR IE (H4nUnfE Lizardi
et al., Nat. Genet. 19:225-232 (1998) 1 US 2007/0099208 Al "PHiik (K RAE, Hifg—
ANEE UL A BIAR SO ) [ [3 B2 R 2 DNA B / #7292 A48 DL
FRAHBEIC BRI AR . I BB IBCAAR IR 4T 41 5 M) (L B DNA R B8, T 7™ A 55 %55 (1) DNA 4
KEK. DNA GKER AT 38 T 228K b, Ak ™ A e sl B HE, A 18R el — g oK Bk
Z IR PR B, AN ASAS BRAE -4 S Bk ) DNA ZKaki 7.

[0059]  7E— 85 7y S rh, — HANXIRR 2 A AL i 45 B8k — 0 AR 3, A FL R A 1000
T B2 o3 B DR 2R oy AR B & R U R o A8 A, I T e B R 1 T 56, TE R A L
F I1lumina, Inc. (HiSeq 1000, HiSeq 2000, &K 4% #74% (Genome Analyzers),
MiSeq, HiScan, systems (%&%;)).454 Life Sciences (FLXZERZLIM 1Y (FLX Genome
Sequencer), GS Junior). Applied Biosystems™ Life Technologies (ABI PRISM® JF&
B K & 48 (Sequence detection systems), SOLiD™ System). Ion Torrent® Life
Technologies (/> AFEHRANLMI A1 (Personal Genome Machine sequencer)) 2t
[ 26 1 4\ 1 — A G 149 4 38 [ & M) & B 13 5888737.6175002.5695934.6140489
5863722.2007/007991.2009/0247414.2010/0111768 F1 PCT HiE 5 W02007/123744 iR
IR 2R 4 b kAT, Hofg— 1l 5 | LA E5 4 21 A0,

[0060]  7F LSt 7y ZE i, AR A SCHE A 1 T 00 5 BB AR B 1K) D v AE T INR, A
BT (SBS) BRI HA R &, & )78 & L F A H R G KPR — A el 2
MRICHZ R, DA Z I REEE 5 £ 37 AR, W2 EREE S TS T
i (s S B 5 ) B IEEE S R E AR AR BoAb . T SBS HIARICH]
WA BR P ELAE & AP 52 6 A BT E bR W] R AR i B e 2R ARl AR AT — b
T SBS WA ek A% 1 8 ] A FE W0 1R 48 B A AR A SBS RIS — ML TR -
TE P 4 6 IR F IR AR U 2 5 mT I N 0, DABR AR AN V38 & TR B S IO 24 rh 2 )
ATFIR . SBS JiiEn THZRAE T AN [F P90 v B~ PAT 0 ARl A FH o B ansi e 50T 3k
T 8CE B2 AN ) A BOAT A 4010 SBS FARAE 8 — L i B[R B 3T IR o 7P
(R0 P2 7 A R T 40 Bentley et al., Nature 456:53-59 (2008) WO 04/018497.US
7057026, W0 91/06678.WO 07/123744,US 7329492,US 7211414.,US 7315019, US 7405281
HMIUS 2008/0108082 7, Hog— Al 5| FH LA HA R 456 B A ST .

[00611 3 J T Fir 28 FF 10 FH T30 58 B 4R 280 ) g A e T 30 s 2 as N el He e
WP AR B M. a0 BN e 7525 A N A R4 A\ 1 (Applied
Biosystems” ) SOLiD ™jll/F 24K HH — otk gmbd (Blant = miF ) (Voelkerding
et al., 2009, Clin Chem 55:641-658; Mid5|H AL EGRIAH ),

[0062]  FH T-AXSC I BRA% A4 43 U 5 b T B A HR H T 7 o 2 s g6 A8 A
[ HC AN 73 R i B FRIE 1) H FR DNA 1 — 2851 5 3 41 (A% P IR BT (4 t, Wi/E Drmanac
et al., 2002, Adv Biochem Eng Biotechnol 77:75-101; Lizardi et al., 2008, Nat
Biotech 26:649-650, ZE LM 7071324 Ay ; Wik 5| HULHAFR LG RASCH ) .
X A8 I e (R 33— 8 et mg L T4 o 56 [ L ) B ) 2007/0178516.,2010/0063264
A1 2006/0287833 (LTI H A AEE G RIAI ) o G608 SERE AL 7
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707 1 CAF B I R A RDAL, et e B Qe AR A, & 5 B2 (Complete Genomics,
Mountain View), CA) SEBEHIFERIZH M FHA . #1140, -6 BKIEREN - i € e 2 iE 8 07 1%
8¢ cPAL™ (Drmanac et al., 2010, Science 327(5961): 78-81) ¥ FHiEREAMILE,
[ IR FH 28 A8 00 P (AR e B3 I P B A, 49 Gn WIFE Pushkarev et al. (2009, Nat.
Biotechnol. 27:847-52; i#il5|HULH 4G RIA S ) HiAB F A1 H HeliScope ME
o FIF4s (Helicos, Cambridge, MA) SEREIIER A>T FH A, to ] F FH BT A& I 7514k
P T e AR,
[0063]  ASCHEIA K T7 VAN 52 BT AATHRE 2 WU e 5 ot il &6 7 VR IO BRI, I HLAS 18 T iR
N A2 T 5 W, 25 ETEAR AT RITEE N o SR, RIRAEA ST 71 N T B
SEE N HA R R & - e anmsh it R 51, S0 T S A Bl 7 5 325 2 B AL e AE SR
P A, Lb BB S BEMFH A (polony sequencing technology) (Dover Systems) it
ZAT G E S M (Complete Genomics) . sTOP #i A (Industrial Technology Research
Institute) FI-G R (T11umina, Life Technologies) T —Fial 22 Fb i i g R L8300
HAR.
[0064]  7E— LNl 7 &, Z!ii%ﬁlﬁﬁfﬁﬁﬁﬁj\ﬁ‘ﬁﬁ’]ﬁ 28 MDA Ak B, AT 23— 2P
AEEFH TR BE AR/ B R o e . B, 7E— 2B S T e, R A E & PCR
(gqPCR) AbZH, LME mtbi%ﬁ%ﬁﬂ/\ji£/\tﬁﬁ (@K Eco PCR &4t (I11umina®,
Inc.)) o XFPRAELEE X H U7 B 51) 73 A 7058 1 g i R 236 )R] S 480 ()80 73
BCEE AR T e A I AE— 288t 7 S, AT UE— 20 AL B A T 51 3 A 22 A o)
o BT, KRR A HIRE L AR MDA B8R / 8045 oPCR RAEZ 5 AT %%, I T4 %
TIEAT A E S 23 A7 5 T IR T3 AR AEAN R T LA 0 EAE i i) 28 S T AR i A L
[o065] A FH I/ UM ) A FE(HAN PR T 7143 H T1lumina®, Inc. (San Diego, CA) ]
Sentrix® Array 8 Sentrix® BeadChip Array, s H e LA 603 BRRL B 41, B 4n £ 45
56 [ & F) 5 6266459 .6355431.6770441 Fil 6859570 51 PCT /A A4ii 5 WO 00/63437 ( HoAf
—AMid T%‘Iﬂ% LA S A RIA SR ) il (R L5 [ 41
[oo66] e i b B A Uk (1) B A1) AL K5 R US 2005/0227252, US  2006/0023310+ US
2006,/006327.US 2006/0071075.US 2006/0119913.US 6489606.US 7106513.US 7126755,
US 7164533, WO 05/033681 FIWO 04/024328 ( HAF—ANH k5] H LA HA L4 B4
o) o AR (R LR B o FH T IR T8 e S B AR 2 T IR 7 VR AR AN KRR 3 AT R i 1
— RANER AT 2R (Fluid format) , Lo Ay =40 jE 73 B A s AR B it .
T X A3 BRRL I T 65 ] 45 B a4 AR W A 15K B Luminex [ XMAP™ Hi AR 85K B Lynx
Therapeutics [ MPSS™ J5 V2 B IR LL 37 5% 2 o
[0067] W] 58 il S B A A T 7 VAR BE AR S — AT A 1), T RIS B IR A e
S A G0 Affymetrix® GeneChip® Tl M A1), B2 M 4n 44 75 LA SCHRH I 11 I
A VLSIPS ™  (#% KR ERIE A 56 (Very Large Scale Immobilized Polymer
Synthesis)) £ A B R G pl i H & M 4« 36 H £ F) 58 5324633.5744305.5451683
5482867.5491074.5624711.5795716.5831070.5856101.,5858659.,5874219.5968740.
5974164.5981185.5981956.6025601.6033860.6090555.6136269.6022963.6083697 .
6291183.6309831.6416949.6428752 il 6482591 ( HAF— il 5] H LLH A3 45 4 B A S
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).

[0068]  fiAEAd MEA AR T] b i I SE AR 2 HF B 7 1SR A (R i — AR AT o A8 P 1) A
W) ] 15 8 Z 3PP 2y 7] (Amersham Biosciences) ) CodeLink™ Array ([&%1) )
A 55— BB 20 Ay A FH st 55 BRIV B anm] 73 3 22 4846 B (Agilent Technologies)
[¥] SurePrint™ Technology Hil{E MITHIES . RIAHH 12 B0 M 51 AL FE (HASFR T4E Butte,
2002, Nature Reviews Drug Discov. 1:951-60 8% & & F) 5 5429807.5436327,
5561071.5583211.5658734.5837858.5919523.6287768.6287776.6288220.6297006.
6291193 F1 6514751 5 F WO 93/17126 FIWO 95/35505 (HA—llg|HULESEH LG
AT ) PRER B LSS

[0069] >k B I/ Hl B 4 B L R KL 40 2R 7 v 2 AN A 1 B v n] B AT 5K Ao, —
LB AR FH AL AT 13 HE D', B s e BUROG, T B B AR B BB R, AR
M0 A % BHANBR T ] 2% tH 928 28, B mT 0 S E iR 8 e e i 5 5 =R . mTH T
FAEVE T 5 B AR SCHEIAR 1 77 V103 H 0 2 A R R S0 R R (AN PR T Pipeline, CASAVA,
FER 4 Studio 353 #r (Genome Studio Data Analysis), BeadStudio Genotyping and
KaryoStudio ZdE a4 (111umina®, Inc.). SignalMap and NimbleScan %3573 77
£ (Roche NimbleGen)GS Analyzer 7078} (454 Life Sciences) SOLiD™, DNASTAR®
SegMan® NGen® and Partek® Genomics Suite ™EiHE 7 #7184 (Life Technologies) .
Ve E $2 B D Agilent Y 4K 40 T /€ & (Feature Extraction and Agilent Genomics
Workbench) (¥ 70 #7 8 4 (Agilent Technologies). Genotyping Console ™, 4t {k
Sy FEAIT g FJE IR0 B 240 70 B (Chromosome Analysis Suite and GeneChip® Sequence
Analysis) G 3 HriRllE (Affymetrix®) o $ARN TN T f# FH T340 41) U7 PCR 7= AE 1)
i B RIS 23 BT 19 573 A AR 22 (R IR 22 A E AT FH IR 28 e 3R o AR SCHEIR I St 7 AR T
FEATEAE 73 M7 71

[0070] A FF B P TR AS — 8 52 BT AT RE 58 B0 P Bk B 47 Bk TR 43 R R 4 1) PR
il PRI Ay 2 RS T4 7 A3 SR IR S A i ) 5 8 S T T A SO R AN KRR 40 A0 IO o
SR » 25 FEATART 25 52 R 28 8 1) 73 % 2R B3 SR A0 W] 532 Wi ] e i A A T S B e 45 SR 1 30
STHIELH . TEEI 3B (x ) FIE 4B (0) 284 i B 7 HE %72 7

[0071]  DATT SEJita 9 4k FH T 38 aek SR FH AN RERR 7 A IO g AT 00 -0 52 SNP 53 4R Y 1) 7
o AEZHARSE] , RATHTA DNA ZKF (B3 10-100pg) 4% 777 LL il Nextera ™
DNA A5 it 1) £ R G A2 R A R 5 R R FH A i) 6 Ak R A 38 A2 I FF AR
B, I Z REE Y . 54k, AR EL S AMN Y P IR, U MDA . T il £ A AT
BIan{E 111lumina, Inc. FEEZH M1 (Genome Analyzer), HiSeq, MiSeq, TruSeq m{H:
A N T RN SO ChRIE FIAZ IR B 9O G R T e - & B AT A
TR ), B ASKRR A0 R S il 75 2 LU 45 2R

305 295 507 494 S 309 508 S e am
C , Coh A o A e O . A :

A G A G T G T C T G ‘__,_: T T 6 L. G 7T :; T G C T A A G
499 511302 304 . 44 298 a8 sE

FEZS MBI, U2, (double hash Tines) [/ SERITT A B MR T o 1k
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DXk 1 L R HIAZ IR o X — L B A KM Z IR AR 2 B P 91 AR 57 BRI I 774
I RRZ IR Z ST (SNPs) o RZH IR LA N 1 (0% HARR Y B BEHUE S, B e IX Ry
Ot N BEHLZY 800 [ 72 1% H IR AL B BEEA H o e SNP ORI 1 UG Pid HAT fnn R ARABLE 2
[¥) SNP Az EHEAT I E -

459 511 a 499@ 492 som

FE S HE PP S AR TR LSNP B0 B AR LS80, 6 BEIL B 7 W — > SNPs
T ) e P € P B A3 B 3 BRL M A, AT 9052 B 0 0K TEL T, %
A~ SNPs UM DTS RUIBSE BB A, ST 05 R g AR o AR
SR BRSSO B 210 5 TR ) 026 PR 52

A@A ¢ TD@s [/ 1T@@cceT L TOQ@®A A G

AGAGTGACAG, /| TTCCCGT/ '/ TGCTAAG

T AR R, R LSRR 7 A2 1 U a2 AT IR SR A R o A, B T AR
RZER Py 5\t ] SR A0 TR SNP A &5 1 (1 28 A2 3 P v S5 AL SO R B A A 110
PR
[0072]  fE—LESCHE Ty S P AKERR AT BRI R] R AT A 5 S0 I A B EL G 28 i 4% 3 1 2
AIF, BCPE 40 56 BT 289 U B (R 8RR A Nextera ™A & U T R ) 26 < BTEAT RAE. Mk, #
SR ANLE S 1 AP LB I IRAE 23 1 2 AN 8 3 B 53, I HLAEAS 88 3 AR 30 sl B A7) 23 A o
AT PARAETE . QAE SR | R A RE, o SR W A B U 10 S8 03, AR A0 — 1) i
GEFERE AT AT 10 A N IFARER o JEAE S B A SR IR AR A 2 A0S, AR EARR
TR A B 22 IR 3 B LSRR A MR - (B sl AT R E A WF 933 I 1) 46 ) o
N T M BEAR ARG 7, Al AEXF HAT S iy AN RRE « e e 15 W AP 5 e ) 0 vt 7
i V0 [ RS LERE BT 70 A Z I 2238 70 AT R AEAN / siEAL . i, X 24N ST
73 IR T qPCR [R5 A 2R 73 RN X2 DL E 8 73 (K AN KRR PE RIS e EE o 30— 20, 20 7
BT B R B0 e 77 3 m] 00 5 38 B AN XS R A 1 B o 2% R AN 497 LA e v £
E (R L 08 7 (1 B AR 2R 93 A, DA™ A m] A Wl 5 R A iy (KU i =4 48 i 1) o g A <z
o
[0073] RN MRS, T ik A CH i i B 51020 #r  aPCRLPCR 2 ) AN
RIS R GE ) 7 R AN o AL, W] DAL, 2 80 ARERRFERL 51 L S e 4R I i
AT 25 7€ ARG AL 1) foe 1 B N 25 R 40 72 AR BRI 7 A R
[0074]  FRALLLN S DAE S AT — 20 Ui B A B R 2 28 S S A0 T JF BN
X S 4 BR i o

St 151
[0075]  SEJER) 1 FE S A KR AR
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TE VP FH 00 5 225 DR A () A2 BR80T I 7 vy, 0 ot BASR B L AR AR AR B
iR (B AnYE T B R B G AR TTRR AR T2 R G AR TTIR ) 15 5 AH B X A IX A —Fh 7
O30, TESE R A R Dh Iz R B s A 23 By T 4R AU 25 5
[0076] LA J5 32 ok ey 7= A o] 300 s 20 B A 2R (R R AN X R 20 A BRI 7R o Gtk
6 (Chr 6) A7t getoth, SR ML F MR, PTAE AR AR ATAZ 40t B i iR (K
S JRARIE ) ST AT Y AR I ISR )
[0077]  FE A 43 MR A M6 F1P6 [¥] Chr 6 [IEFRFISL R TTHRIIIRA Y X T8 it
(7 B BT A U T R 28 2 e S R o o S ] 2 AN 5 52 St B 3R 1R 774 AR B Ay 1% S it
PBIE S 56 P A S A D k) 5 U P 2 67 256 IR A 2 5l 1) — B 2, 3 R4 T [RD 20 B R 3
Zifie
[0078]  FF b 4 Mo %k H 18 ik 2B 0E 41 M 4 B 5 FACS 41 i vH 40l s sl e L g vk
e, —BIE TR E, RS UL 10 1 2 B gl AR R 2240 100 41
Mo /ulo PROA-EIES R4l B fs—A> M6 R P6 5 — A48 UL, I o iR Ee el 101, 7ERRE
ZJa {40 M2 BRI O RN B T R A AT 40 s A ISR DNA %12 St ] 1)
(7, JEARE R 20 B 10 AS384) 35 DNA BE S BB 15 nl Y 10 N800, BRI B EEMER I &5 1.5
AN YRR RRE N (K 5) , 3L A 670 (Y LESZ R4 o I 2304 AR 61t ik
DNA W3R B4 IR B 22 57« B ARG IR 2 (B ANAEIXFE L T 4 M6 F1 P6) 122 5 LA
KT TR WMt (L anim 7 e 1) 23 7 JPCR 28 ) Yl & He AR i R i As 4k . T4EAE
At S5 43 B A3 LA 43 09 75 45 AT CAAS AL, 48 0 6o 32 S g (1) B 19, S iR 2 B FH e
dn Ao B P AL B IR E TR U A S AR, G SR SR AR RRAE P 7 R I L A
[T B R H B 7 GURE i ) 53 A I
[0079]  UNSRANTEFER B B B AR IR FRAR R, ] i SR 7R 2R B LA S AR B
A5y TR, B 5 AT TN E H AL PR SR B 4 2 E , LA B R A v R ] AT . A
S A, TS 1.5 Ak H Chr 6 (YL EARIGRE 5L 2, v LLTIUIL 72% [R50 40 4 7= A=
HA R AXTFRME 0, LAV X 3] M6 S50 FE R 55 P6 S84 SERASIUAE =5 (49 an - HX
AT IS ), SR 2 AR8R . TR, D2 10 A 15 nl [ R L A P i 20—~ B
99. 99% ML RISt ] FEE (B anSE AL 23 (R AS X R M K1 Ui ok 72 be il e Bl R 47) 4y
BT PCR ZF [0 HEA ) o SR, 25 BT IR0k 7 A ] 1) W F 500 % ) 3 2 44 Bt 4 9 2
W T2 R AR 7V e i AR AL CBanil 7 75 15 55 51 77125 PCR J7 2% AH L
B
[0080]  — HAyiiL, FE M i& HAWF 5038 75 2 (9 il 3 Bl BE 510 43 BT 035t 3 BT« PCR %5)
AT AL BE o 40 S BT B TRRE , ASKEFR 73 A0 75 15 1 4 SRR S 2 0 5 2 o il R B 7y A
AT E A AU AT T, BB & AR DU . AL R REANA BT A e
2 AN KPR R ot 55 23 AR AT 4 45 B iy 1R 15 8 L, LG NP 938 R 0T T S A P SR AR X
LAY FEAUE FHAEIX — i B3l R 03 I 7 BRI o ml T 20 BT AR RR 20 A IAE
il 23 BRI 70 A9 P Vi N AL SRS BR T 156 B8 11 DNA 25 438 (451 41 PCR. gPCR.
VDA %5 ) VAR 21 43 BT D0 S35 DR 2R R R B s Ak 23 B
[0081]  SEJAs] 2 A AN KR A &t 23 A0 75 v B S R 2R i o

R B ERAMAR A SSFE R ZH DNA 6 RE 22 0. 5 AN S5 A8 DUEE 3 r1JK (5. 00E-07 ng/
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BD o EFTMBEIIZERI4IDNA (3 W) B2 AE T, FEEREFHEH 0.5 N ARER
R PAERTE Do R EHIAN S 1RSI D2 (54 0.25 1L IM DIT [ 2. 75 K1l
DLB 22/ ) (Qiagen REPLI-g" UltraFast Mini Handbook, Catalog # 150035), pfi 5 {E
BioRad DNA Engine #{FI{Y (BioRad Part # PTC-0200G) # T 4°C N B 10 0%k, A
3 K1 /) REPLI-g UltraFast {513, b5 I 33 1l [ Mastermix. Mastermix ¥7F 30 Kl
REPLI-g UltraFast S ZEM.2 K1 REPLI-g UltraFast DNA BABERI 1 K1 &597 6000
SRR (RZKREEN0.03 MM BFEZEER) 1 7.56 mM A 9-mer ith, 2K NTE BioRad
Tetrad2 #HEFRY (BioRad Part # PTC-0240G) T 30°C FIELE 90 7344, bifi J5 i@ L 7F 65°C
NHERES INFA 3 73 B, 48 REPLI-g UltraFast DNA ZE & BRI .
[0082] Z EE#HY B (MDA) =41l DNA Clean & Concentrator ™ -5 B0 FE (Zymo
Research Catalog # D4003) , ¥ M & i 177 24T 404k . {8 2:1 i DNA &5 5920
VDA F= AR L] BT 24k 1) MDA =4 LA 12 1l ZKBE
[0083] A 4 Wl RF— A2k =W HEAT Infinium® Z PR A 43 AR, 3 Fof 3 R 724 43 7Y
MR AE A T11umina” 300K HumanCytoSNP-12 BeadChips, M8 T1lumina 75 2 11230143
Rev A HIFE =L jii. 7€ T iScan F H iCS 3.3.28 (Infinium II Assay Lab Setup
and Procedures Guide, Illumina part # 11207963) 94 BeadChips J, 3535 % N\ 2
{# FH GenomeStudio™ JL[X %Y RIAE HL (Genotyping Module) v1.0 (Illumina Part #
11318815) K] GenomeStudio™ 2008. 1 Framework (Z2f4) 1,
[0084]  Jff X A Y 5 o RRAE i I BB FH TR W IR B P AE AT R A A FIB TP A
A7 BB i (X, 0) A1 (0,Y), 1f A/A BYA/0 R K S 30 X A Eids &, B/B 8
B/0 FERI ALK R ECEAE Y B A SO A/B LRI ALY S BN E X M Y Sz 8] Rt £
Mo BIFHAREREA X, Y) Hdh AR, WURA B R AR T NRIE AL 5
FER¥E UL, WP AFAE A M S A 1A
[0085] 9-10 UESEHE A A M SNPs 2 il L B A AR 20 23 1M 7 VB 0o B9 s AR
B A RAAR B 7~ B PR SR GG 58 5, UESE B/B FERIBUAT S s G Y B (0,Y) £, A/A 36
PRURLA s BV X Al (X, 0) B, B0 A/B ZERRI LAY fO5BEAE X MY Bt (X/Y) Z IRV o
b, B 10 AR 12 MBEAER I 6 AT 9 I AR RFER R A & B AL SRR M R
BoR AL A/A LT SRR X AR, T B/B A nim AR Y BdR .
[0086]  SLjfA] 3 : AN MEMEFE IR ZH DNAs IRIVR-E W 1 X— G AR XS 72 A RAE S A
(DMD) SRR RS FH AN S FRAE i 23 AT 7 VA0 — AR P i 5

& A I P 3E R 41 NA18507  (Bentley et al., 2008, Nature 456: 53-59)
F HG01377 (Durbin et al., 2010, Nature 467: 1061-1073) (Coriell Cell
Repositories, Camden, New Jersey) FIPH/NIE & METEFL K240 DNA #£55 LLEREL & 0T, 15
BEA O RAR T AR X= Pe BRI N AR . BRI LL 0. 2 AR D&
B3R (6. 00E-07 Hg/K1) 73 Fihk 96 5731 . B — PRI DNA 2% 73 1A
PESERERG] 2 vh ARG I SHE MDA B34 8 T vFO S8 0 R I 2 A IR R R 4 8
T, I AE 11 lumina® 300K HumanCytoSNP-12 BeadChip _EfJ Infinium® JE[K Y45 7400
W4 BT R R 4T 100 ZRa 4L MDA P48 50 ng ARHRFE 2R R4 DNA 43 A
Nextera MF7 AR, 32 iS5 2540 M EZE (Tl 1lumina, Inc., San Diego, CA).
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AMEE AR PRI I PCR TR 4 W 2605 4R (barcoded) o
[0087] %% 12 NINFIEELEXT S E 8 NIl 7 2 BTk AT & 9F . I3 e e g v 1 4
B4, LL 0. 6 LI FH AMPure XP BRpiiE4T4i4k (Beckman Coulter Genomics, Danvers, MA).
X DMD HE PRI ) IMb 2 X BT 5E [r) K fr Bevt- 2R e . A=A ERER O 80nt K, IFpk e it
LA 190-370bp [RIRE 248 T DMD FEBRIf¥) 57 X3k & 5, I3 E# HE TruSeq ™ il & SR 77
& (TruSeq™ Custom Enrichment Kit) (I1lumina, San Diego, CA) H /7% &4 IMb DMD
SERIX B BT SR 5 M) EAE S I e 4F 756 + 35 B 756 + 75 UK, TR 4
M (Genome Analyzer) I1x (I1lumina, San Diego, CA) FidHATIF. 0 EESH 12
ANFE AL B AN o BT SR SRR, DAIE SR A DNA H R B IE SRR R 4544, I H.
TR TR Wb A A ST b e BRI >, LARA S DX b IR T 2% SNPs FITEHY DMD S0 H IR & 42
PR RE
[ooge]  H11)F 1) LA fi A T11umina CASAVA vl. 8. | BT 2 B fd g T 5 N RIZER A
LEXT, X B — N2 5 A IR B AL it ) g B O B B 3 S (bam files) o A SAMtools (Li et
al., 2009, Bioinformatics 25: 2078-2079) A1 HFrHlyk (target cut) (Kitzman et
al., 2011, Nat. Biotechnol 29: 59-63) HMRUWCIHRHUELLIX B, fER—MELLK A
B, A5 U0 SNPs AL E B “ A7 WP AR HATIEE A E (base calls). Jy B i#
BOE S A G I B, BI A BRE S DNA B, JFi241T ReFHap  (Duitama et al., 2011,
Nucleic Acids Res. doi:10.1093/nar/gkr1042) , AHE AR ALY 1 5 B Fil A 1 R AR 70 A5
Peo AR AR 5 PR B —HEE gDNAs HP K AN ERAR R AT EU IR
[0089] ] 11 W7 A Ay I a8 21 0 MK 2% 26 v & 2% 0 A ik DAL 2 ) W A 1 08 D A1 B
(custom tracks), AT (top panel) B HGO1377 CT#ES ) FINA18507 (JEEHS ) FHJEETH
B (bottom pane) R4 I HLAATYBIHAT A IR SE I A0 & 1 LU X B A5 1 1R B3 44
IR (B TR B T NSRRI ZE i () 4E AT EE AT IX (unalignable region) o S FR{4 7Y
WA 989 kb, JF HAPI8 SRR BRI R /N Ay 494kb
[0090]  SEJitifh] 4 < HEAS N SSEEDR 2 A% F AN FRATE it 23 AT T R — AR () S A% 4 4 2
Bk B E AR AR IER 40 DNA, NA18506 (Coriell Cell Repositories, Camden,
New Jersey), M a 0.5 8¢ 1. 0 MG AEE IS 1 1l /K (1. 50E-06 ung/pl 8k 3. 00E-06
Hg/H1) o IR R IR IZERILL DNA (1 K1) 255 2 24 A&, P SRS P&
0.5 80 1.0 DN ASSIER AL BAG A8 Do mBEPIMA L 1l ZME Dl (54 0.875
Kl ZKET 0.125 K1 DLB Z213% ) (Qiagen REPLI-g® UltraFast Mini Handbook, Catalog
# 150035) , bl JSfE SR FHEE 3 8. A LRTHEMBNL (5 1.8 mL K 0.2 ul
REPLI-g UltraFast 51 ) , b5 I 1711 ) Mastermix. Mastermix 545 15 1l REPLI-g
UltraFast )V ZEphi .1 M1 REPLI-g UltraFast DNAZEABERI1 W1 7K. 385 N44E BioRad
Tetrad2 #EFRIY (BioRad Part # PTC-0240G) H T 30°C FIELE 90 />4, bl f5 i@ L 7F 65°C
NHERESINFA 3 738 REPLI-g UltraFast DNA SR&BEHCKI .
[0091] MDA F=#{# H DNA Clean & Concentrator ™ -5 E.0ofF (Zymo Research Catalog
# D4003) , 1 HlIE vy 1) 77 AT 44k . AT 2:1 [ DNA 255 8 55 MDA P AR B
o FTAEALI MDA P2 LL 17 WL K BEIE . HEAEAG ) MDA 74 (15 K1) A Nextera ™A,
T WIS B I T A N (T lumina, Inc., San Diego, CA),[& T Nextera [k
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ke 100 1%, LLAMZ I FRicAl (tagmentation) S H R DNA AR Gar A 55 1 34 i1 dsDNA/
Nextera B LA o 3K By b= A2 RN EESR N R /N o BRANAE S AE A PR 1P B PCR B IR] 43k i
HFMEEAR. BHEZ 12 DT ELEX BT 4 Al ez grdtaT & 3. 07 28 1 B ) R
HIFe s, LL 0. 6 LL ] AMPure XP BRRiiHE4T4i4k (Beckman Coulter Genomics, Danvers,
MA) o SXEEPEAE FH X I XS 100 + 100 BT, 78 HiSeq 2000 JlF 5 %¢ (Sequencing
System) (Illumina, San Diego, CA) . 12 ANEE S A IRE— it DL 2 N EHEAT I
WITESE ) 4 PR B FE AT IR A0S B 23 B o 8 B R SR AR TR R Y (M e o A 2
()53 i () B AR AT BIHIE SE

[0092] & 12 R AE A I 2 0 M K 2% 25 5l B 2% 4o A 225 DR 4 30 O 4 140 2 7l 7 1) B3 1 T
TR AR ) A A 325 S8 1) 46— X BRI TR B T 5 B AR R B i S48 122 SIS ABIAIE S R 6 3 A
Jo RV 2 A PR ot S BR A PR 4 TR o P4 810 e VA B8 R B A ER O 303. Bkb, FF H R TF
1. 27Gb A EAAT — 3 B (haplotype-resolved) o

[0093]  FEAHUIE 42 LT A tH A & R 5| 456 BIA SO o AR BT RER 1) 7
TEFNAL G P 25 i S A R AR A A AU AR N SR & A2 T 2 W, AN B ARk B
ARG o . VB AN R B D g6 BARDL I ) S T R AT REIA , NAZIEAR, P ER AR A
R AP B R B T3 ) ARSI Ty 2o TRV BT 19 A T S AR DS AT B R A
3SR 2 DL IR A BH AR ) 25 BB 4T 40 T DL BOR EE SR A )98 B Y o
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