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H= Aolet WHAY B e Fevhd, & Al AW s Bort A R AMC 2=

_10_



[0032]

[0033]

[0034]

[0035]

[0036]

[0037]

[0038]
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gofell Az,

[0027] & 9 =
7, oAl ("a" dimer)= shut ool o|FAS EAIH

[(0028] ¥ WAMGNA ALEHE "uholonbA" Ex whARE folt, dNHOR ERFe] 24 EE AE E
= RHE F OEE olE Aol T wde] FA W (E: ¥ g6 A PE)el olste] AFE 4 9
B oAEHE AoAY, TR AEY mE 249 ARl U WAEE dF (Bt 35S nx)sed A
&2 5 o, R B A4 gEel gdelAt ARl U AN WL AF (B FE wx)HE )
AgE FoolE A, BuE, Bk Px EE 9d o 248 B

AEHE A ol ertA e golt AN B4 94 oFE W mE
(

dAd, ¥& [McLeod et al., Eur. J. Cancer (1999) 35:1650-

1652] F=x). oA Azt wiolomir, dFH HF e T 5L F duh. AEekshd nlojevir el =
A Es G2 2 e Fo ofdd 54 oFE Ee= ofE ol Ui ddAe dSE= v dddEn. o
GANA B ool Alrekstd wpolemirle] EA) EE &S HUISeRM, didAld diete] b g &
= AEe gEe] ¥ xua dsHe s avs A" 5 Ao Od, didAelA e 54 FF v
DNA, RNA &= whlz o] &) W= ofo 7|Zste], 2 Al EAE +% e 54 T A=d HH<
b= Fe AR WAe AET 5 . AR, 54 A<D Rlol e gEAde] A4 B Bl oOw ke
W ddse] e & o aBR, AlsefshA wholevntA o) ARES Zhzhe] i Al Al 7] aMe Aldst
o] & #Q glo]l /M 493 ARE 48T ¢ d=F:
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B AL D2 oA 2YRS Bk A0, dH AE EE A A5 9 o5 ol
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Seizl, BHSE ALY e Ao 4B war
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[0039]

[0040]

[0041]

[0042]

[0043]

[0044]

W, BE, P BE, Sa, 4% 35 5), 2RdoEE Faste AL, AdE I7AE o8 AL (o
A, ot ohem WA B), ¥ FelRFALHE(E)Y WA HHE 5 4 vk £@, Po] durom =
A sol=BA7] F gele] AL, oAl EAEUClES], EadolEsE gAY § da, EFHY WE
N2 nEd F o9a, Ei BYsE0) F/449 FRAeE st 49 YA wE S dm, Ex oA
AA A Al MY 4 ek, 5' % 30 W Oh AMEE F 9 EE obyl ER wd 97 1 uix) 20 )
o §7] WF7) (capping growp) WololElZ M@ + k. E, TE SHolSBA/E BE RE/E FE5
g 5 gtk Eoh FPRAUeEt o /1% okl AuHon ded PRos Ei OSAYRes P
FAES EIF 5 Qud, AAY 2092 -0-9Y, 2 -FFOR- B 2ol E-glnes, AERA
g g A, dobohwenl g, olwn] F, 7Y ofehiwer, AURC S EE Pres, WPwos T,
Feheos 9, ARAELe, We (acyclio) FAH D MA71A (abasic) FEUALAE fAH, el
MY euatel=g B £ Qe sht ol ErEUAsHE I71AE hASe 9dsE BAE F ek, o
5 gAAe AA7)E ZavlolEs) POISCE Rl E), P($)S ("HlEl2slolEN), T(ONR 2 ("ofnlHlel "),
POR, PR, (0 i CH 2 ('E2rbA8)2 Aoe 44 JeES EFAT oo g AL oha,
o714 77kl R HE RS HHHOR H E Faol wet oHE (—0-) F71A, ok, WAd, AFRUY,
AFZAAD EE o}RAS FRSHE A wE NABY B (120 Oolvh. RIS W) BE F]
Age] B s Ae ohith, ALd AP X GAdlA Qs RE FewFUoHE, ¢ RWA

3! DNAO #]-g-¢ T}

" =1

U QEE o] wwkelARt WtEAl Y F8= gl
=gl =X

ol HEI T2 DNAZF SR A /A xR

jud A

H o

sheh. 2pA ] Al DNAE APE == I3y g
sHAl Al ¥ ol Ags]o], 53] GWASel| A&}

o

al

=

T

)=}
A%

it

= 24 2/ = ,
LA ANE AT = YAY, Al DNAY e @S SR 4 Ak, 2 7Fx] AA] AEol] ol 1
= FARE X ALE= 249 Al DNA AEZE ok 99%, 95%, 90%, 80%, 70%, 60%, 50%XH.T} & TE2EH
T I e 7 g Qlnh. BAR o) GEASH] 783 AFA e Al DNAE fstols, % JdA7E 879,

AL otk d7d, 7HoE FIFULHE= fAME 23 £ e

o] Z=AE= A

=)
S
@
)
e

h

z,
ol
=2
>
~
>,
oo
i

o =
YarSdeEHE 28 (dAd, iU eHs), Ee
A

3 5 ol wwe ool 54, A Age £4)
EE A, AR AZHoR BaE & dE gold, B Aol M dol, EH B4 sve A
of $5& waT. RAYES A AL ABAY F Advh. TAYY A AR, oo kBl B W

[0039] "WHEA" FAplAl o] S HERE dole] FEA S o8t Wk 4 A, dxd (1) AX I
= o= Ax oA, dAd =3 2 Sd FA (2) FW oYAE H/EE S A A () B A9
Ao (4) dx F9 71 g/Es 2Hore] AW Alx He oA (5, A, =3 B 49 ) (5)
A gikel oAl (5, #A4, w3 e G T (6) AW d-hE s o] TS o= A= sk
() Ax 5 2ol gl 7] S7F (8) AR F Fofx AN AMGE A BH/Es (9) AR F F
() 528 55 5 7 oy oo dFH= AL ofpyrh. &d, whEA o] tiek 78 R/Ee 54
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[0067]

[0068]
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t. & o], 1l & s Bkl 30 pg tRNASH $hd s E9kdth. o] E9kES 200 pnl HEH
EZ Uro] &3] 43S HUtehr]l A 1 AZE B9 RESAIZIYE. O %, 83lES 96TCAlA 5 E3F Eela 7}
Zto]l FYAEE U APS Fsto] oFstt. DNAE Earel 52 FF %% 10 mM Tris-HCl (pH 8.5)°
A &Y. diFEe] A5, HeEEH FEH AR NAG 42 U HojA &3e F3xE #A48e=
v FAGEt. agBE, 2 7 A A glolA, 7] wEl¥l DNAE 2Hde] Alss DNAY ¢ 9tk &5
= FHAE BAEor FEE 4o DNAE 7] flete] A7) whEl® DNAS FFo] Had & vt 2 /A 4
Al el dolA, A7 FEH2 WeAY F 9131, 1 A3E DNAE wgaDNAolth., of|7d], DNA &2 Amersham
Bioscience GenomiPhi DNA Amplification Kit (Piscataway, NJ) & #53 AAE o]&ste SZHE & 9,
o] S FAHCE FHAE FA FEE, ¢ mlolaE e DNAE ALe).

A DAZRE G043 84 238 971 9ste] dole F48 Pysol Agd 5
g A

H As L
At FAAE A Y-S st oo odE A (polymorphic loci)ollAl FATel, 191 o]de] Aol digh 7
5 95 7 Adrh. 2 A AA Al oA, FHAE FA42 Foll fFHAF A T FEULHE F
5 (single nucleotide resolution)oZ Wi FAXE FHEste Ao= AFod 4 Jvb. FAAFE= 4 =
= DNA A GAA A=A Aejdrt, agrR, B odyd mE WhHe ¢k AAe VxR AEE 4 3
= A g ~3Ed 2 A HRE AFs] fste Zash dEAS ey
[0056] & WAAAA AHgE = "FHAE 2RO g foje 1 o) JAY fAAES AAse WHES
@t "FAAE"S o (population) WO] s} ool Y w®WolE yEhth. AR, §HAE A
st o] ke] q‘éﬂroﬂ/ﬂ oy wolo] EA e RAE Briste S Fukett. 3@ 7k AA] AEjel lolA],
TAE FAAE FAe] AREE g vk B 7EA AR Al QoA AV 18 E FAAE EAe JA As
FHAE Aot
[0057] & HAAAA AMEEH= "THER "2t §ole MAT AW BE T AGTAA 2 oY HdA wE
HeHE Ado] #EEE Aikel FHE et tEdiE, d7dd 2 oY FEULEER o|RAAE FE
AeHE Mg, A4dd 7EHLHE B wEULHE A4E, 449" 7EHHE EE FEULHE A4,
E= “}O]EEAHQQO]EJ ZFhole] WEd 4 qdnk. 2 o] FEHLHE ol tiyAE 3, 4, 5, 6, 7,
8, 9, 10, 11, 12, 13, 14, 157 &= L o], 207) H+= L o], 307 T 2 oA, 507 & o] Ak,

7570 B 1o, 1007 HEeE 1o

=

= 2 o4
b, 50070 i oo, Ei o 10007] WEUSHE Zold &
1

oA714 7] rEELEE AdEe] AR Ee dys 59 A Zelsit. udFes 5 Ul e =
dololar, o)A & WA "dd wIHULEE A" e "SNPR dEoRIv. B 7EA Al el
AoiA, A= FAAY 24 SNPE olgste]l AldE 4 vk B 7EA AAl AElel delA, oF

1,000~5,000,0007] E&= =1
A, AEE FARE w24

l'
A, i ate]-22F

o], F71%= °F 1,000,0007H] SNP7F ARE 4= Qlth. BL 74A] A AdElel 21¢]
°j@ 1 of 7wk = vk, Bl 7pH] AAL AdHel gleA,
S olste] Al

|
A7) (high-throughput sequencing)el 2 T AT}

[0058] wh@ztell 270, 370, H= 4709 €Al FIFHHE AMdo] v AF, A4 wEdoHE AES
"ohE wolA" me "4 ol "etar dHo T, o], 279 td WolAEe] EAlStE A, T T &T
o] MEE HxH= E}?ﬂ HolAle wWuje "4 Y AR AL, o fAEA diEEe vy Wol
Ave duz "F Oy §FAA"R ddo43in. e AEES 2479 dAAE 1 719 & 2t (d3d], A7h), 2
N+ dy FHA EE% 2719 & dY FAxE Ze AAES 1 EAAT #dete % "R
dZoA L, sl F e FHAS s A oiE FHAE e AAES I AR BEste] duby
3 o =

o2 "olygygtrelgta gAY, shte] iy fHAte #ste] FHHFE MAES wuR oFHFH
g2 gy f1Ak et sF 1T JNAS vlaste] Adeldt xdPA AFEo] .

4 FA oA, #A- FHEFH
A allelotyped) %/HE+ Fdxs EAdAT. 2
T 8oj& Ao~ %W YR oRHEH EE DN AE F9 U
H ud =

ol (B ol T



A
fal

]

X

10-2006417
tol A=

S

Z} SNP $1]

L

.

s=s4

o Wl 54 JhAl

2711 o
Ak W 278] SNpell

L

)

dAd, ZH SNP 97 NE
.
471

&2 Yehy

& ek,
o
2

a1
=
=
=
B
AU

i3

fsi3
=

A
A4 (1 FHE)
2709 AEAE ol

=
i

oS Tk
= =
rofm

3
AAE el
T+

TI’

L

=
i

!
ol A

o

)

o
IAcs

3]

F71 el 271 7hAl

Fobel o9

Ak el Zh SNpell
[¢)

Pl

>

0

M E<2] SNPe]

i
7l el

k)
w

2712] SNP7}

1
=

e 2
kel

Az}

p

L

)

7

)

7

e

Rk
:}IL_

. A7
[0061] Ww2, AFAES 2 HOlA7}

obdlyl Mol

[0069]

]

ol

of B
o] o}y 7] wf

Ea

al

o) A7t EAA LR feln]

EBEEE
= yeps

=
=

ZEH, 5" v

7 RSl A

Oo]:

L
L

TC

9 ¥

hutel 7}

o

-

1A 4

o

A=)
1 o], 35% T L o)A, 40% = L oA, 45% T 1 o)A, 50% i L 9]

, W2E 5% e I o), 10% B 1 o], 15% T 1 oA, 20% H 1 o)A, 25% HEE 1 o)A, 30%

[0062] T} WolAl: o] F 7het slate] of

TC

s Y

[0070]

oF T
o LW
T
JJ)
oy
o
KA
2
03
.
B o
-
=
el il
T T
T
-
jul3| =
= W o
o ~
T CL
7o 9
M o
EH
y ™
.quv i
~
A !
= N
-
= -
Gl
=
Ry
ﬁ B
ST
gy T
N
fud B
° ELS
m],,l ~ o
at W%w
o = F
g e
— 0
Romd
0 N
a2 B T

3

5]

[0071]

N
B

o]

el
i
s

,AO
o]

A Ans

o)
T

==

[0063] H¥E MIZZHE dojx DNAZYF-H

[0072]

iy
o
H)
ol

bSS

M

N
B

I

sel 4]

wzpe] o)

B

e

B
of
T

I

Aas Ao 2 Az, AHeH

2l

jd

WS
]

oy

dlo]

]

Yol &

o

2 7b A

=

o (&= 2).

)

[}
A

a7} ool 4

a

3 (linkage disequilibrium, LD)el 7]
=

o 2

3

i
=
RS

g 7

ST
X

oA Avn]
+od

o

71 $

i, 471 FAE B4 oy

[<3]

=

=

[0064] 423 &4 delH
Efj o]

[0073]

ok

DNAZ A}

aFAe] A

FES

o}

5ol

B

g

] SA =%

°

TR dA

-
it

o]

- 57 AAL el

W T
31T
u@o LuL

o o

of
< T
q_ﬁ Ny
kT %
]@oq
S —
=X K2
~o X7 Lﬂ
Aow‘w%o
< T —
mc@uoy
Ty X
K o < o—
ﬂ1lazm
e
o X g
ooB L
,o'o.ﬂ,m,xq
= W
S M om
aroup R
g M
B o
el
sEry
mviyAH
ooJA%Mﬂ
o BN R
LN o
WoiﬂLA
Lo R
BﬂAuﬂi
AL
oy 55 o
Oto_.ﬂﬂﬁ
ﬁﬁAuﬁh
H) Moo
of W
_,z€/7A
7.A_§H__Ae€
Moo TR A
N Ne B o]

Sequenom

ATEY R

=i

[

/= [llumina (San
T™

o}, Affymetrix 500K ofzo]7}

[1lumina %

ol e},

BH

Fol ALgEth

[e)
Affymetrix Genotyping Console

at7] <l

]

Affymetrix (Santa Clara, CA)
gl
%

=
=

R
-16 -

R

23}
K

2t
A} 52L& Mahalanobis Distance Classifier® Robust Linear

zc
==

Z
Ll

=4
=l
q

d

AN 3
%
Al

_‘1

A
o
T

o

skol A
o

Q1A
JolA,

Ald 2 ALgETh. Affymetrix o] @ o]
o

oA, 714 HapMap©]
el A, DNA
off ¢

=
T

SO7EH AL el

Diego, CA)ol <

= A
‘g Efel

=

tel Az A A SNP ojglo]& o] &3t

A

sl

o

[<)

7HA]
5 7HA AA] el

T;é]
dE Tt

[0065]
[0066]
A

MassArray 9A|
Y

Al

[0074]
[0075]



10-2006417

gl

9}
(Rabbee et al., Bioinformatics (2006) 22:7-12; Korn

2228 34

=i
=

]

L

A
B Al (S

=

i=]

RL

Fo] o] ol
)

E

°©

ST
X

[¢)

o]_&

o

Birdseed &alg]

o
-

TC

el
et al., Nat Genet (2008) 40:1253-60)

sto] AREET (= 1). A

t71 91

°

Model (RLMM) €+312]<, Bayesian step2] RLMM (BRLMM) €¢11e]<, Axiom™ GT1 &g,
BRLMM (BRLMM-P)

[0067] DX fFAdAE A dlolE= AlsoFsd nio]ntA

Q

[¢)

[0076]
[0077]
[0078]

il

I

"

o

i

[0079]

A4

o

R

LR M A el glelA, §4F Aske PLINKS 2

22|

[0080]
[0081]

oy

TH

A

o]

=

=

o}

[©)

q u].o]‘,_

ZHZ o A Sequenom iPLEX MassArray 7]H& o]&3le] A&

i
=

=

J

A
ar

A
o

Fefjoll glofAd,

o

A7 A dolEe 7]
A

A2

[0082]
[0083]
[0084]
[0085]

)|

W
,%_.E
o

o)
Njm

oW

Wy

No

w4

LS

A

ATt (= 3).

¢
o
;OU
2!

fuy

olEje} Hlieh= TAE

_17_



10-2006417

s==5

T %,

Al

[0075]

[0086]

T RR
w_.;\_n_l = 70%2 —~ T
g Tl ‘Ehae SErEv
w &P L CCE DEPR s
oo W 5o By oM RN B AR
o e & U BT T = MK M Rk
e — zo,Adl‘E —~ ]LCPE }mUﬂF‘_]Qa_xﬂ Lﬁ1110|_§‘_ﬂu1 o
W= oo ° ﬂ]1_4r.7¢.oqor% X B o = o H PTGy Wk
~ _ T X o B T Ho = W T a0 T o o w0 L R ET £ o T
w X0 o N ol BK i <H 9 B KIS i Rl o] 4o oo "R o ~ ol ik N jal A T %o
X m_ﬁm_xwﬂﬁ ﬂr.ﬂlwﬂmaa pl__ﬁ_&&mulmqw = 0RO %%%%ﬂw&ﬁo oo =
el BT g S R AL T oo IS ")) o BT
. = o . B ol
%Hﬂov Pe g T T Z o "% E%mﬁ Lo ke B %%%ﬂié& wm%@ﬂ_mu
< = - B =< 5 F ATQﬂDoAt EACE lﬂrﬁo;o.ﬂ dﬂ}ﬂmu&o &Htwroﬂro};_t N K X0 T KD
T WA LR Z == o o B Lo & O oL " L m o N A ot & B
TR R T Bt = ERa e N R R T oo =T T R
R Prxw pT N R R Tae wE ToE o T EwF e
F 5ot }H_ﬂ&oanwnﬁf R L TT R LETELLS FEUEX
T oW VAN = <0 W RY "o K| B = . o < Lo - M F = % X
%wr_%ﬁ. w mxolaﬁ o atl = WP 9 T = T o K B w
o™ i . ; E_-J|@04 ol T o) o} = X N - 0o jadt
mEEK® m@.giaﬁﬂﬁ% FTRTER AT TEG %xﬂ%ﬂ¢$ Xw o T
CEw TR Sy I AR B DB gy TT P X g Py ot B 4 E T
O FERESE B s %ﬂw—mﬂ%qx%? mE PO O momu1qxu%mm 953
CRC aﬁlzomﬂf@ A S0 21 ST S LT i
&oﬂ%ﬂl‘mﬂ %HT =5 & dLATD Lﬂ_rm Eqdl Lq Ltqdﬂﬂﬂo LI‘_EN_.od.L‘qﬂoﬂh ﬂ_goUoTzT
P = e BK - o= ® o U <© FaTE ¢ o x K
= ®T oy U = P EE T K LRGN T s X0 oy W AR N
o~ T EEEE‘FXJILEWW. Eﬂ Lduﬁklldl ﬂ&.L_Z\)Al A]m./HNrOE:_ Eﬂou%uﬂo%#q qﬁmo .QEL
g A b L Wa X WA Wm0 T m T = X Lt TAW o X P oo N x
S <0 = SL.X;O &oMA -~ o oy R ZE1WA oo "2 oo X — orx_.L.o]X
wT Enw iol»%Aw B EERTS X =D g T x o Mk @ o
=% 8 g == ° A T 5 T R T o e T T o 20 3
B DX Zo M PR % g 9 do o i X w W M N T E W
o =32 3 =a W < MELT gw G W= P P B L ® g g T
TR LW T oo z 4 5 R A P pe RELO® N o
(SO T T g P B ST T R oo M W} do = 2o PEYX R T
~ 0 1&1lNQAPLWOﬂ&;AEE7HN| " = of = MOE . ]ﬂ%mit t}qoq‘.ﬂo‘lo ﬂodﬂ HA_I:A
wEw g ﬂqrw_%mgm R I 507A01Mmﬁﬂn_.dr o) T LA Pa;@h]xo E_ﬁov@_e&l
ﬁﬁﬁw% g SR TRTEED Ly T EENTE P BEE SEEEReY & T .
ol o T ol ,A,A ~ o — \]]H st . ‘UAI
AENER A PR BT T LT EcLeT DERET g R PEE IXT vz
T T o X4 X ™ o X7 W o i .]m,ﬂ.;lmﬂ o o T iy T il S T N ™ o D =<
ﬂwAW11L%Q§1@ﬂ o L %ﬁ%%@w@%HZQiT e TEYEw
ExEw H T e G = K — & M ° X %x]%% do T EaE L - SFr T
TR e N DRy, BT IS T TR E IR o P T T o N
BT B R % 1,1W1g o el @A%%ﬂzszj A.thﬂgﬂ% 5o v oo
M R e G REREET T o4 T LT % T T BBy
~, K- X K B —_— o = X _ s X ol 3 o o -
rx o R I e T oo 0 s pTHT T T ar e X N - g
XT ek ® % I g B o % pE s P LR s ®E 2 2 a0
TATREH siTu s = F TG TR Y g PN EnEET
[ ‘Ewu o — g g = :‘L BN 3 HL ! vy A . e Jro_ - ol E#E ‘_l ﬂArO 2 i ~g
o X o om g e L T o P e O oo o B o T = TR R
,_uwu_.lATLt Z_uo.»ﬂxr wZ_._nﬁMTO#E,W ﬂl_lnArOXXoﬂﬂullﬂ_loLoEL;o et1r_il._|& quu_]%lﬁ_ﬁul7‘|a Axﬂﬂﬁmﬁe
~ oF T B o = N ™ o+ of ® oF — — B " Gl T S =) = X = Ty 0!
B e = _ = o R 2 SIS TR P T o oo B T W5~ F
;o‘l‘mﬂv::_ E_LW_/ANHMﬁZ Eﬂ:.; 0 o \}O;ﬂmo ~ X oy dlﬂrmﬂrm‘UAlaoAS J..HLLL]
L e =0 o %o 2 _ - ANn (- = Off_|| A o < 2oy o <T O it = % X o XTI i B ;oHHA_I
8 gm ™ %0 oW B e M= T iy B B a2 B m R R
TirTww oo R b m X %Aomr_%_suETﬁE - oo O XX e N g ¥ oowe T
1A,DFL| N O Hx T < Jhirghs Hn - q\lﬂﬂﬁuwﬂﬂ ETA :.Ldll Otv]ﬂn.mnow o o o ,ET
% X B X W oW r TRITR oo Bl CRNERRANT ¥ Y = o R B D g B gy M
— e M OE Sy oo W < o R xﬁiomﬂﬂi%@@ﬂ w T T = °
=5 B o Wﬂo»%_a =T o | 0w e B o Lo o T B : g 7 M
o W) ok | SX ¥ g7 oi.]]EE o A Jﬂulld. = 7 T 3T 3 oo B
lExlreiirziz sl o 20T R TETHE AT Ton XomwT
S K K oo ok = 17rd1_.ﬂ. — = ]m» 3 o.PM oo
ﬂo»FW&L%%% Hprimamob T = NMOEHT%Em o m ©F Y
ﬂ&@%mb%uﬂ? ST i= P e eBr
H7O+ﬂA_l;1mE S <0 T EE(\ & AL =
[%m@aﬂq.o%zmﬂ
T mﬂ'ﬂ_.ﬁﬁ
Txo

[0087]
[0088]
[0089]
[0090]
[0091]
[0092]
[0093]
[0094]

-18 -



10-2006417

s=s4

L

.

Al Al T Alell

Uo

of MAIEE WHS At

‘WO
ol

T

i

[0082]

[0095]

WA =

i

k)
w

ol

I

M

Biell lofA, AZW2 & GAlA el 7 =]

)

s

Al
o 71

]

<
)

wjr

s

[0083]

[0096]

= MAEAA 5ol

e

st

stel 1R AV ologg
SH A

as

F

A
F

&
W A 2 E 9

ks

iy

!}

A=}

=
il

=
=

A7F A2

=
g

Ho] oA o]

b

°
of

152 84 (dd, dwe] ¥

ok
-

Al
A

[0084] wwj= 7]

[0097]

i

o

1o

|5l s

A

=i
=

T

7 Al A o5

L

L

L

ok
s T

5]

J

A
ax

H
o

tol =LA wE-S-8hA]
atef, Al

i<

as

of o

AR A Fold 4 k.
2o o, gAE sz A

of i

el 7]

[0098]

A

I

T ATk SNP7F fr A

Ejo 2loJA], Hapmap¥} 72 SNP Ho]E H]o]

A}

|

A

[0099]

+ 9.

jmul
olo

at7] flske] AL

5)
=

agEE Al

o Al

nlo] e mpA] FHAH 7%

14

ka1
o}

= ok
o

[0100]

el

it

a4 (2)

=
=

(D A= K (5, HA o9 )

XA
=4

o+ (weighted average of the absolute differences, WAAD)o] 7} #he-

o

=l

hyx

L ddA Zpelol tigk ks

tol 2. odd, Suf (ed, 5uf, 6w, 7w, 89, 9u} HEs= 10

S

&

|

AN A KA 0% 2R e
44 A dEe e, K

o

il
—_—

s
jze]

;Onﬁ
o

=

o

olo

el
it

=0

T

o B =

R

(HA o)

4 WA 13 (AW, 4, 5, 6, 7, 8, 9, 10, 11,

R
.

_19_

~

_]

e

ra
w

1)

]_
AYH el 74F Hito] 7

o] =A7]eIHt.

ol

=
=

12, 2 13) Aol Aol

o) =] Nuj <]

AN A

[0101]



10-2006417

%Eg;
_‘_‘O'I

g EBX
) v iy ou ) =
—_— ‘IEE jand
%.dﬂ&ﬂﬁ# B o) o) W Y
iy oy 7 (- nz.u =t R I (N ol \)
N — J.7 70.#;0_| —~ . o ™ o
]OM X0 o o ﬂZJ.;o‘_n_AI N o) Uy =
o o#o,mﬁELtmwl..Lu ‘ml‘.m|7Aﬂm,w ,ﬂ‘Lﬂﬁﬂ}LCLClo
S A ﬁﬂuﬂei% Hﬂ%@%&ﬂxxmmq
i e Bt 7w 2 SR s W
= dﬂo.A]Tllz lelo#aga oPo@oﬁa o -~ < P ® R
HT T o o= R | = ﬂyoquz ,Qﬁhﬂ%
{ L A & or =) __=n —_ ~ it ™ ” T o T A - il o
T]A Ltdw < &.xgaiﬂu Lo,mﬂo]]yA] o atom.L%7A%m X JR—
= oo Hn o _= O o - 70% = — 4 ) Eﬁn_tux%
I~ w0 T = = o do D T T W o o ~ e el do 2 g
o T oo ) B o =3 G J e —
G IR c 1 o <0 < K o T ) cu Al 2
P.,oh%ma = o BT 2o CRYRCI P EEX ° R e N ey
=Rw mwN 2 Pz X R o T o B o o TR £ w T N9 of @11% T
urﬂ do X 2 = a8 o =z TR g T .2 T R o w T of B m
=y ~ ~ jariy <0 T ﬂﬂ T o ﬂ ~ W 5 ~ E a oM = 9 iu
.,olﬂﬂu.mg@.mo %ﬂﬂ% 7 B o -2 o W E Wu = © Mkkk o ww_fma,ﬂ
T BT o Tl ™ ¥ ﬁﬂm%(%u REARE %o Qoﬂw%_t =g W
= LGS s O <0 AW W= T %0 N e = 5 o T2 B o o= T w5 K o
T o 4w ™ & * s TE M& = Mw oo o Y LA ol e RN oo X o e (A o M
=7 MW%%%W.%WO_EQW 7$%%%,mﬂ L mfcﬂuomw} X ib,ﬂm %%wrowwn
Mu,l;o‘lﬁ‘.ml ‘lq‘.l,l‘lco gl ™ ‘_ﬂof‘mﬂqo.l L.O‘LI‘W-L ‘Ul‘._OC odﬂﬂmﬂk o ,% i~
pE L ﬂﬂ%ﬂ T2l T am_c%ﬂ%ﬁm T® 3 = oiumzc_a ufmftwi,% ﬂwrwvbcu
—_ 0.0.l ]Jlﬂl ! X !, mo X — ~ . —
o X A%%ﬂé? muwnznuq_m by H o - . ,fwauuqxoﬂ n@_zﬁmﬂkﬂb = uro»
ol 1:1_ N ZX7E._,m ﬂloo o ! e 11rﬂ.A‘| _— o_n\lk ]ﬂJ7A
ol ] ol _ Et - X = M oo olo q il =] q o i) o5 < 1) el HT = o = X ,.,ﬂo -
Boer U = o Wom w o of = e % ! 4T o= & o — e G-I F o
w2 émﬁuoﬁar%% Ea@_@wﬁ 0 eur«AmHﬂnoﬂgﬂ@ ﬁﬂﬂwmw ﬁmomﬂ*ﬂr _zw@mho%
]]ﬂxo K ~ = I <~ o = W < = o 2 ﬂo‘o| 0
o Emuuuxdrlmr mﬂowﬂ%ﬂ# Louﬁomﬁﬂﬂo%Wmaéov %ﬁ7mﬁﬂ%% ﬂhﬂm&u-mmﬂﬂa«7mﬁ
~ ae%&ﬂtﬂ %%@Hﬂ miwuggifw%ga L ﬂuﬂ%1so N e
= ® = R g o e O X %L@rv T = o5 g gdm-um_xw ﬂﬂu%
1nanEMLu.¢.W1% HToLquu o e 8 _EamHE%_wr @Qﬁsﬂ ﬂukSé-k ol T
N n < of W ® - .HL [ oy Eel;:‘_urmi mo B N wo o = oo A QoK o o oF - 2 o Tr
— X EoﬂLAu]%_auo_zar 5 oA R & TN W wr1r7§%1wr u%5u_x§ }ﬂFEA
e .:mmrmwﬂm ur«ﬂﬁ;.J %Auurmnﬂ%%_ﬂo_opﬂoﬂ Mriodr@o @iuuﬁ,dro]:c .sm.uo_ar
w T < W — T = hﬁlﬁng] " o4 < = A oo o P N
7 Juis e = VT 6 N 1i.aoaot O : £z§7
e e Am%ﬁﬂimﬂ W?xﬁ N E@%.xﬁ%% m e mdﬂmdrumrﬂ A Smnduﬂ,ﬂﬂaﬁy_zf
- KX ﬂuAﬂﬂﬁE%dnﬁlii,uf R~ WﬂiMﬂﬁLﬂ .mﬁﬂuﬂdlwroﬂ/l iuﬂﬂ]ﬂ‘olo,#m mlq‘mllm_.71r
ur«@lﬂn]urkztrﬂ u%or = gyow_c_c%o_%%ﬁ S & o lmaolrurbﬂ:u of AT
= = ) | < A o] X ) Aotnm] 9 o - K = g X oS 9=
T oF J%Ho:_@_@rgio W oo T O X O T A - o S F do X ﬁﬂgzﬁaghmﬁﬂz%
M,Laﬂﬂﬂﬂﬂ1 %&fr& L_)EﬂEA.}i@ e oﬂ%ﬂm.ﬂ il ﬂk4$ =~ B — °
o = ‘mo‘ml _io”uo UL 5 " LC WFD\ Eeﬂﬂm ,‘WM_: U_Lum,#.o o E.E W@ﬂlﬂﬂu n%u‘m_.l mewm‘_mlo_u Rﬁ 3 Lm_u,._v KR o#a
i ™ E;E@H,mym_x %.@M@wfr ﬁh%@lgﬁw1aw %M@@%%ﬂg Nla;lf%mm%@;;
NG LﬁqjloeﬂJ%SWHJ]QA]JW% mﬂmﬂ aﬁaoﬂLoqﬂ ﬂ%dr_wm_.ﬁiuolmﬁﬂwﬂﬂ%ﬁ‘_
WoE q%%mﬂgﬁéaﬂmoﬁqzo}}ﬁyw\,@@% %ﬁ%%ﬂkﬁqiu T IR ,ﬂ9iuﬂ_wfog
g m;r.uTwﬁ%l B gy o . Nfiozﬂnw&i;uw 4 Tk T T W TeTE.° LU
7o Lﬂuwgaawur«g%m.@ 5 ﬂmftﬂ%yynft@.a 0 uﬂmmﬂﬂ%@ zowgﬂﬂ:u%,],u..gﬁ
o B oy B T o= ol ]malmﬁ% WA r_uouuxo B ey o] Ujliowfaﬁ Mo — = m 2 ~ = g E
® %,Aoﬂ%% T ﬂmo}oga Ammei Tk o A5 s o %o o < ﬁ4&%1
?ﬂ.&ﬂﬁﬂﬂn%% ﬂ%ﬂ?.?.é o%,dan]Em_Eﬂoa&W%7WL1%MH E%m_xmz_,]% %?@nﬂ
== X = S8 a N e 0 Bop®#T R " oo -
tF EoﬁaMﬂeoﬂanﬂﬂ xﬂ%@%ﬂ Emumﬁwiuo Hx%%ﬁ%#xﬁw_}%aﬂ ohahbxakuouﬁpl.lﬂ1
R of e W o= = o - K = — bt 7! Dy = 2 o~ 5 W 2o ©
i > 5 2 L ) ]Aqwea o X N 2 ~ e oo X I Do N - Jduqﬁ e
Amam %moﬂurﬂJﬂ _xﬂﬂaﬂ_ﬁ W@%Wﬁ%@@ﬁ%] B o %ﬂ%% @05&0%%% I PGS
{ S ﬂ7qoolr] ) o o ﬂmﬂ7]r_7_ ﬂ7,9| ! o _ X
[%uomxﬁmhy %ﬂﬂ%_?ﬂ mqwmﬁﬁur,ﬂnuoﬂ%a&uo mﬁ%MQ%MMQ a.ﬁ%urmm,ﬂmwﬁ.@%ﬂ
]]Oo : _ g — al X o e 3 —
m o mwiﬂiﬂ 1§_0_cﬂzm5muﬁﬂ = R ,on7nﬁﬂ ] otMSVOH,% uo%gor?
<] TR wﬂdrﬂwao;ma E}_xﬂ %gﬂuﬂiﬂﬁ ﬁro»mﬂdl_ﬂb,l%ucu )
B S = rEES E maﬁw%gwa ﬂwﬂﬂ#1k <L ow?
= m W Eamﬂ;ﬂoﬂl. ~ é;JIOMioJ s A T oo Aa]ﬂj-
T O8O mo < T aH = X ﬂﬂo%h@?]ﬂxow.mﬂ
PN T E .auwoqgﬂn%.wr. %é%ﬂk?% RE%_;
S Egmﬂm%%qg aaao@wg . 7agﬂﬁo
Aﬂm.fiumﬁme w@u.?%%m mxmemﬂ%g
s SwT ™ TS X ) N
= W £ = ® o
LI ExEie
BT o

[0102]
[0103]
[0104]
[0105]
[0106]
[0107]
[0108]

-20 -



A

A

10-2006417
tha wol

g4 ol

=
=

A 7}

R

S=50l
WA 717k

ohg wel
hb ol4gel o

3

A

=

p.

°©

o}

[e]
[e]
RS

.o,
o

el 717t

et

ek 7H7t

A

9

o Mol
ok ol
o

T o

t]

[e]
o

R
pi

[e]

R

5

A 717k
A 717k

|
=]

&
AN

3

A

el slolA, g wol

}6]—

]

A we BA7F AR

A

)

=

A
=
.

s

al

g

124 o)

Eu
gul

[0095]
(A, sAHoz A

e

A

[0109]

[0110]

TETR L TEEE 34 gE UTAseBs bTEesw gh o s
e PEE pHN < N N TS R - IOVC i

W i Ry ~ _, T o T My RY %o o N T RN BN
B B LR TE S Lo iy A o H o BK 9 G w2
Ko K SRR 4 B B " T O G B el TN o g M
® e oo T oy o B BB I eI B |
T — T ]E ‘@l N &O AT ‘ml EE umo [u) _UH_ L —_— EE — le Wi OL
TRTE L w =h wx Mgl wmemEe¥ ZHEP T L g
oy E P o . = ° A R G- - IR
Tog g oo o T+ oy H ClGS fmﬂi%xn ] AT W= = H 5 o~ o
o O o .o Lo%_i — wrmugwa%z.:lmﬂ ) it ,ME ﬂmﬂﬁﬁ.

dox - 27T Mo Jo o il S P e w oo T H = B oI ™ % %@
THEE Wy PTy PR magdT PE O gWF 4w om o L@
T o de oo A Togost WU o Mg WE X o oo — TP 0w
Py ERED i+ 2D oo _FTE E waI®TT TR kg
o DN B W o & o O - L = JH o N s ™ - %0 S <% + L7
Zemag 28 X9 oy F a2 [ oo i W g < 5 X
Nl TR > BoE < AR ol L B A T H oo xR I
TR Ik Ty o CE®E TR . E::T_%umﬁg s TR S UICE @_HE
e I e T T B EAﬂH:EH@ F R R P < COR o T
& I W N a K —x - %Mﬁ__ou T o2 M Y o= 0 fo = n_ulx_l,ﬂ e
EE,M‘L mw ¥R oM Ry o T M % o,#mﬂﬂMv: E,o|E =N T oy NN o Eomo ZL
N = o 2o — % = i _ ~ z — . P
BOLRTE pREN CEE oy 2T o h %%ﬂnﬂaﬁﬂ - A
ECONIE SO ST pic Hog el Tdr=mg  ghm . o~ 22w X
T exw X yH BEX R TELRema g MEy T oW T
FE S o~ m Rl LA O V| BT W o = ]@4}% = 2\ o
oSy WD Reom mFX My (F Ee®e 2 2FHT FaT ESR

w2 T g T N o % ER AR BT
TrTp® T _ 4 NaE BES FaipRag Tt BRI EL oM
X oBPxy TET S S TR ER oG ® AT Tem R T
& o EP o <O o ™= = o o M_. o A 2o N odo Mo o) % A " 3N
SFE4A525; ptazaw alveiest URgISe I I
A =) oy K X = =) R o — = W . _ = N B o
%%Em? =D g XLW %WWE mﬂﬂﬂﬂwfﬂﬂ W =X 7 9 = b B o
T ETER m e SR S I T NS i ~ou W E L &mﬂm e
ﬂuﬂmﬂatﬂul moH_Alﬂ_.La oy =R 7 %o G Y - -2 Ao _
— gl N o oy B R ~ = — O = ~ — AT7
TEfc mals ST uf, Prrri TeR ipSels T sef
G I e I =X mp o we T T i - Do o T
N L T e iy do o - R -
" o] & 0 ﬂuq%o ﬂ.@m%ﬂ% Sy BBy = W Nlie_i%ﬁod. - T 1:..»11“

) —~ i T ~ .
N o o ﬂqoga FRRR ﬂ% S E:O_E M = 9 ~no%U uAloE "ot o
Ty AT B el E STy %EMH,ME ﬂ#ﬂﬂ?w@
B WE O T4 ERE 9@%%&%#%1 T T Rz D
= = — = g 5 ~
T o B %%%HT o r e TR WL, T ® TEE Ok
o= 7 = Tl Wr g 50 _ Bl 1 20®D o5 Top o ox M
%ﬂ%mﬁwﬁ Mmmooﬂeoﬁ Hﬁﬂrﬂ EmomEAﬂilﬂrﬂﬂbﬁnﬂr%t/]oﬂhooﬁyodw Aoﬂm o=
0 W —_— ) oy k=1 -
pE LR L B el P, TwREMowT ™ o el o T
) B BN s o o ooy = W o= X —~ o~ N o~
araowﬁﬂa o T B b = o @%,Aoﬂziﬁ@ﬁﬂ%ﬂWM#wﬁT oA MwT
| ) _ < _- . 5 ) — .
EE T oW g THA Koarh_wem gy " mow XEg DT
B3 i — N o o = N

o g o— % x % B AW & N N Hr ,m_ AT% X TEwm AT L T W
T ke o M E o odr 0N AR B T Ne wom W T o LN S o
‘;L o R° — I Lt k) ) Lf =) 0o ~ T ol =
oR — X 4 c.: — io — Ly L _JEOJ. ~ ;oH \Ir‘IEO — X — A L.J:/Wi

B .o o X S el o g = X o) BT o] o o — . LT ~ o W >
THTET & " . BT T =" O FT R ST oORK .= P =
W RTB ST o 2w SoM Sy e SHRIBEETAT 2N 2T
= 5 = T 2 < = =

: = = = = : : :

_21_



10-2006417

s=s5

o

o

Nlo

;ot

o

juy

A
o

A

A

oy

R

"
P

B Aol 29

-
X

e, 2

Eo

2]

e el

=

g

olgel

[0104] &

[0119]

)

i
A

oV

<
23]

(in vitro) AH& 5 ©]

I

[0105] 7] 71E

[0120]

[0121]

2
o]

!

23
el
ojn

a

)
B

~

] 710l o] 7l ol 2 <d#A St

[0122]

b
o]
T

oF

Sto| o] &

e

Askar

[¢]

el
ol
T

Mo

I

o

) [cmt.corning.com and cmgm.stanford.edu/pbrownl]el] 7§A]

2o

ok

ol o] 7= okl &HA Ut
ol

1

s

el

[0108] °] 7]

il

[0123]

0

i
_Eo
<!
)

o

K

8% 31

HA A

S

woFel A G 2]

o3}

<

KX
o

[0109] + =

[0124]

A&

3 e

S

A

L

e

o

=

Al

=

g 835

A

L

!
o A 2zt

[<)

J

ke
=4

& A%

=

AE A
& ohurt,

o] A}

o

o]

i

k)
o

i

of o

23E ZHEA oA

L.

[0125]
[0126]

o A

=
=

Fidel Al DNA A

3

a) 47|

bz, 7]

433

=
=

A%E 54 A

gats %
A b) A7l AL AR 7] %3]

2]

7

3}
s}

ST
X

o

M

2]

"

ol et

=

=

g2 EF Aol Al DNA

1513

=

e

[0111]

[0127]

]

N
o

2 b A

ATt

o~
T

1] Als DNAS A A Al

o]
=

50%, 60%, 70%, 80%, 90% == 95%
- 20 _

o



[0128]

[0129]
[0130]
[0131]
[0132]
[0133]

[0134]

[0135]

[0136]

A AN FE QoM. Bl fA4Y B4 FAFORYE 9 fA4Y B4 doldt 4/ A I

she] mad 4 ek,

[0112] A} 9] Alss DNA AES o] &3 FrHxks &4 e ol &3t #Ad 24 F3 Wy 9A AFHa,
o] ML X3 J|E=S FAstele WAIE XS E 7R AR el ojA], AT #-[Ad BAL HAs)
& #8to 43 wtEE ¢ Qo

J. AAd

[0113] s}7]9] AAldEL & g FASE7] f8te] Algse AolA & AS A3 = Flo] ofyrh
EREN

A Alde] By 33 MES o83t AlEstd uio]lontA] Ay

ALAL Al

[0114] 2Fx}. 4 Aljdel 5551 dER X5H $AAE F, 40094 A 7 AMEo] o] grtssitt. Ao~
= A7 OE AEREYH S vEdd MAER AYHa, YR V] FE XNE2HE ofF Hhgol
AU S4-o2 HEEPE MAECIth. AT o|Hel, X A L EHer AHIT 4 Qe HAHe AA
A, A 2YE BHEdy] st BRE AEES A3 oste] AEAHAT

[0115] DNA &4/, <Fzre] WS 7}ske] QIAGEN QIAamp MinElute Virus Spin Kit (Valencia, CA, USA)E o]-&,
2 MZESeRE DNAS 2230, 7268, 1 mle) d3S 7has] ZelAsln 30 pg tRNASH 94438 Eateiu)
o] T}ES 200 pl YHAER o] &3 SFAS AUkl A 1 AZE B9 RS AIZIY. O %, SElES
96 Coll Al 5 w3t Fola Zze] AYFHEE st AHS Sdho] oy, DNAE ol 5l M3 x4
10 mM Tris-HCl (pH 8.5)¢llA &edtt. P& A5, @Fo2Hy F59 AF DNAY 4 UF FHojA =
&£Et= fFARE BEAgowm:= RAGE, I 5 DNA MEZS  Amersham Bioscience GenomiPhi  DNA

Amplification Kit (Piscataway, NJ, USA)E o]&3&}e] ZZHr},

[0116] SNP 93RS B4 2 gloJgl £4. A 144 (= 1), Affymetrix ¥3F Z2EFJ uwlg}l (Santa
Clara, CA, USA), 15071¢] AZ (757 Aol @ 757 thxT)o] 500,000 SNPE L3
500K Mapping Array Set< o]&3lo] Fdxd EAgv, g4 MZ2HE AAE Ao A DNAY =2 2 &

A B4 olhel HEHE WA AE FE qR], AY WEE) TEEES nFA A DS Agshs

e SEA] 2EE COnEY dEAoR vE 5 Q. adER, J-0% TEES Ve B2 AEE
& X8 =S T ZTEY A8 WA =Y. fdAd 2E daese] IEE A-0E @Y =
4B A7 =AY 2EE -0 @l Vxste] fAAE 2EE Aldsks A2 3 ko] HHe TE
& st AEEs ¥ /s AT (= 2). HAHO Z-x YRy B TEES e AEES

&)
3 o] PLINK (Purcell et al., Am J Hum Genet (2007)
&3] A5t 2 thE R A3 xd8F Ao T p-whS AET. ERE Y] 9 1
dg el AitE dEAdel sty FEed, @A 11 A5 st 7 fFoulsiAl dEE 200719 SNPrF
Sequenom iPLEX 2% (Sequenom, San Diego, CA, USA)E o]&3le] Aeldr}, ol& AL AV Ui Aldez
FE9 400709 K& DNA BEES 428 2A8e dl AFSET. olF FollAl, @Al TolA AFEHAE 15070
o] MEEC] HAF AwoE AYE, v 25079 HES AW IFoE ARREY (= 1), HAF /48 =
=2 MassARRAY Typer suite (Sequenom, San Diego, CA, USA)2] Sequenom Typer Analyzerol] 23s}o] AAF ).
a5 FAAE BAE 23S 9 I9A4 AdE Aviel vy, AR Al o=
DNAE AME3le 499 440 &85 CHpRT AdAdox s 4 i, RA-0X 3&5E
.

o o 1
23 B/Es ARG, HA Z-0 2 V|ERT vk
- =

AWNE FAA Holg A AT EY]

o —

RO N A
9 o
2 1o o\ ro
e ox X

2 % 2
N
:]:IIL' -
o
iy e

/;E
24 e BAol FaEn. A7 Ade MY FAA R W/EE A
47 e BAYe WFH 54, 334 54 =t e dv 54
= 0ok = VS
= =3

ok ol @rtAsl A, of

T
[ =

[m o

_Yiéémzjﬂn}r

RO o
T
:[ol&r"“
r‘lﬂirﬁiwolo
P
(o
I
o
M o
o
%

2o
IS
fat)
-
Lot
2
=
A
[N
filo
1
nk
i)
4
%0,
o
|
fr
oy
Y
Lo
12
il
W
2
o |
rot
=
oo
o
A
)
i)
ol



SES46 10-2006417

o}

[0137] [0117] 7371 A EL 027 Mdye EHoanl 3y 2 U] HHE Asstd e =7t ofdrt. A7l
A Rge] dd e Wgo] Absaitt. deE AAdse] U Wy @ WMol o] 7% Hoke] HuAlel |
gestuz, B owge e J7FES Wl dselw Awst AL BHu
=g
RN

2HHEH AAEZEE DNA
=
AA A= 2F
Affymetrix/lllumina A ] A& SNP
AL A= 7o
A I a: o7 o]
—Al. N1 Ao~ + M1 =T

!

1-5007) ==
o]/ 2] SNPS

!

AL E SNP § A2 B4
A A E
(N1 # o] 2 + M1 | 2F)

A I l

AW E SNP A28 54
AQ: AL A
(N2 A o] + M2 T 2T)

oY,
ol

_24_



10-2006417

s==4

B
H

s

mr
jar}

=)
e
mo
[m]

e
oq
il

B
H

or

jas

)
<

ma

[
-
[}

B/

(el
= oF

od

—_

_25_



	문서
	서지사항
	요 약
	대 표 도
	청구범위
	발명의 설명
	기 술 분 야
	배 경 기 술
	발명의 내용
	해결하려는 과제
	과제의 해결 수단

	도면의 간단한 설명

	도면
	도면1
	도면2
	도면3




문서
서지사항 1
요 약 1
대 표 도 1
청구범위 2
발명의 설명 7
 기 술 분 야 7
 배 경 기 술 7
 발명의 내용 8
  해결하려는 과제 8
  과제의 해결 수단 8
 도면의 간단한 설명 10
도면 14
 도면1 24
 도면2 25
 도면3 25
