ZIHSd 10-2011-0095717

G (19) thet?l=53] % (KR) (11) FANE  10-2011-0095717
‘ (12) INESFH(A) (43) IALA 20113089252
(71) =4

(51) Int. CI.

A w AsFAEG
C12 1/68 (2006.01) GO6F 19/00 (2011.01) st Aerg e

Ag AUET AEE 134 QAT

(21) 295 10-2010-0015333 )
(22) 2994 2010€02919% (72) 28
AR 20104022199 hck:
AEEHA] Syt A Holada s 127
25015
kx| §

NgsaA e57 2AF 522-50
(Rl A%

(74) B}
TR

oo

AA 73 0 5 193
(54) FrAAGANEE ] HEFA R W

(57) 8 o

o mr o] Ao o Aafo] whE FAdAlGwE o]l HEAA B e oflo] Xdgk vlolH (aCGH data)’d
ME QIR dMEES tulstal, tiv] Aol w2} o ojeo] REgk volHE R AaNESRE el
, AlaWERT 7 AaHE Yo PHEBES AR giu)eta v Ao wet o1 AaWEES 7] A49 A
] FHAHER AFASE, AaHERY 1 F3AEHEY S o] I AOHEES _?]Y_E_x% LA
wejuba o] o vy deyor AAsta, 1 FHH {37 Woll A AEE = FAA e
itﬂ"lﬁ AEetal, 2 FRA Aol ()l el 1(merg1ng)ﬂr I3 (pruning)& 3 3ko]
A4 fraAgetEwel T (5)S 53

|

iﬂ\_or'

{o

jﬁ

O ¥ =

Ex. )chromosome 1:240,000,0008p, Iprobe &=50bp density

2
!16 ]17 !

NA B
001 b
NA |
002

NA
003

NA
004 ¢

NA
005

Multiple samples

NA ﬁ__
Niw [N

Al
I

0

HI
=
o2
HI
1]
i



ZIHSd 10-2011-0095717

(72) 2=} £g1]
SHAl MEEHA FHAT AALE 311 Z5oluE 10215
A5 ST 54T 1814 1102




1%

[}
RS

10-2011-0095717

5

=

=

H

e
[=)

ofelo] &gt dlolEde] M=

L

L

e
. o

Y
X

ahar djn] Aol wep A7) Ao

S

o

=

Ak
o ¥

=
=

=L

o

=9
2=

3= =

2 A7
7] AmEtG, 7] ATHE e 4] Fele

shal, oiv] Aol whet 7] ofdlo]l WAL delHE R AL

[<)

]
7 AaREvG 7] AIRE W]

M=ol Sel=H

=0
==

51979 Y9

7% 1
R

=

" 3 o ~ o " o
oy — U %o Bl o ]
g JAS iy oy B o N
X = < {] Z o - G
X0 - ™ oF - Gl
i il T i F w Z
@ = o X W " 1 = o
F o XO o - = !
— , T X o
5 W A {F & 1)
aa = Tn = — S i
H.:v MML :i A ~ ,yA| 1:‘_ i B M,:
=) R of o W S a .
o OW i ‘W-L O “UHI o Lf dﬂ
* Ao o I e A
e £ a oo z z= M g
= ey T T . 0| N =
ﬂML B oF N %O RO w5 -
oF =R mﬁﬁ_ % ~ oW - o o
03 ~ T
A ~ R <° o o LGN T
—~ X o0 X
T <© T o 5T MW % -
" T T ® 3y N 5
ol T T % G s a N 5
%o G B i H oz < 9 4
X o M ~ X ™ H B
s in = T = 2 w
o [~ 3 2 < i
= % 1 s = < :
. mﬁ %o . £ Mo = ﬂ
BiH] o o = T " e o
03 & T o ~ g et ~
ﬂu.m ﬂﬂ_ ,ﬂOI C O#a mﬂc ,Ol N_Uo
- M i %m % MAM W . o
0 b M ) “l T3 s
© 1) (s B N
T+ Wy T ! = — = [
%0 ~ T N 9" T et
0 B 0
[ < Ny oo x o E C T
BN P o Wl - N %o I A B 1|
T X o W E N g U R x o B
O KO Ao T T T oS ooy
w e T %o T AKX~ w7 M o 7o
o " = — G WL T O N BN
ol T = ok W g N T X 4
R & N &a iy X N~ T BoL W Yo
w B G e -9 . % Calpe
< =z =5 < T o < ¥ R < e < ¥
oy T F W X @ o= r B T E M X oF g X
ol 3 R C 3 N 3 b 3 R 3
. K T T oS ok B o oK E CoC o5 Wy
WT N = T = BE o = 0 o = NE_ © = x ~ W.__; ~ = My
—_ . m oF w o) o . m T w T JWI um . m oF 4 - w =R
> W w° Mo % O P o " WP T X W°  ®° 0w P w°
2+ -~ "% F ~ "o F 4~ "% F < "EMW F o X -F F oo
T O R OT ORT R OT OO R OT ORORTW R OT ORABD R TR

oz Ao zs 47|

T

[=]
1

[}

o,

ey

Al

el



ZIHSd 10-2011-0095717

47) AARERIT, 47 Al | o285 2zt FUg ) Aeld) Avigtel & 1
) ATRES FRA 7] FEAD R T o AYshe Ae SHOR it FEAR R

2] .

£ 7] Fud FAARNRRel T tal v (nerging)d T (pruning) Al HE
% Bqoz s FAARSRe] 4EA.

FAAe zrHE 747 9 5o AZE 7w S YERE oldle] wE gk dlolEde] MR A
AU S5 du|etar, diu] Aol we} 7] ool LEzk HolHE R4 MAYMEESR FEsE Ol
A7) AaREnit A7) AZHE o PHEES A= thHeta tiH] Aol ulel A AaWEES 7] dAE
No SH2HER ATFGste @A 2

N

47) ARt 47 ATRE el 47 FY2EE 5 1A A
o] FoR Hedon AQst WAS TFHE AL PO S FAAGINRN] AP,

lo,
e
Hd
oft
ful
o
o

A3 11

Zts A7) ez asgste] ) 71 AA

(o
X
&
lo
it
Ay
[
i)
il
tlo

7] AaRERT, Mz QIR g
AAehs FdAd e Rt o]l I,

AT 14

A13 gl JoAA, A7 AT dA=

47 AamErG, 7] @EEE 2zt gEghe A= oulsta dEgiel 94 Wl Az fAke 47
AMee 2Fgste] A7) 7] AR A FH2HES A A2 SHOE s ARl

HEUH.

AT3 15

A7) FAAG RN AEEe 7] olele]l WA HelHAe wolxE AASE WAR o Edelu,
7)) | w0l AIAR ofelo] WAk dolEe F4



10-2011-0095717

5

=

=

H

e
[=)

21!

23]

|

A7 =2

RES 27w,
Goz tAFgoRH 37 ol

371

o

wr

—_
o

-
It

AT 17

E

™
I

gl

A7 AadErRY, A7 ATdEYY A7) &

o

T

o $lefA, &7

&

#10

18

iy

1 ™4 (merging) =

oj7-fell T3

Ea

)

)

4

&

A17

—_—
o

ur
o

+ol

5]

(pruning)& 43

I

A3 19

10

715 Al

)

ok

el

on

3t

ul
=

[e)

2rE 77

hvA

A €]

L

pi

3t

ko)
21 0] (CNV: Copy Number Variation)@}

o]

=

ojglo] gk dlolH (491, aCGH HlolH)/dellA el FA

o
Al

SHA|

SEEREEER B

L
o

R

o

dws

=13
=

5 Zzvity

37k dlo]E](aCGH (array Comparative Genomic Hybridization) El|e]E])

=13
=
A Z
"=

/I A

A A
71 & & o
ol el

B9

[0001]
[0002]
[0003]

iy

= 7]
[«3}
A

=]

PAN=Y
A
s

o ©

ar

A

=
=

Fgk wlolE oA <]

=

ur
o olgle] wazk volEN %

9] ojglo] wWalgt HolE|Ae] Ao

=

o] ofeo]

7

s

L
)

714 IA=, 14

=
oy

o

L
T

3}

st 71=A A

[e)

[e)

aLzf

A

1
[

gige] g
3 28l 2f

g it

[0004]
[0005]
[0006]

iy
HE
!
)
XO
ofp
A

21!

—_—

w

HE
&

o

oF

o]577] I,

=
=

B9 ad 78

7] 7

[0007]



10-2011-0095717

5

=

Doy
S Efj o]

3L
a-

o

=
=

gk dlolE g A= A4
2 2

=
=

1513

ofglo] 2

L

i) Aol wel 7] AIUEE 7

°©

vehy)
-
A7) AR Enit, A

A= o]

o

=
==

shar, oju] A mel A7) ool

ult} A7) AZHE U9 dulE

1]

o s —
2 T Tg@ o TEge wRT <
o ) ~ oz N i o — %o o) T ﬂy < r
& 0 5 N TR o L R ol op T E N 1
= ofp N T = . o o o o S = ~ %o ok CCIG K o B
b3 s dl i ‘Wo juy ;o.._ Mu_l ﬂUﬂ Z,#o a z.L AE mﬂ #E X o x° Y_Lﬂ X O o ‘,W_H S.L ﬂﬂ
= N = X B Y I ER: : = W AR £
- N Elﬂ%;o X oy o w -~ B o) WX
= W BT ™ 3 txlxes E I gz = %1 B =
T g 2 < B g7 =z i ) o X T W om Vo N
iy = P i) 2y ﬂu . o X il o x4 B 7o O = mm o W o= 1o
3 2 oo N il o o mﬂﬂ?EA o eﬁdr,\ N IS e o0 kﬁaﬁ
n B r = ‘ﬂOI]H_ =R x %0 T o= . Ll:;.u T =n (S = K=o TE
_.‘;E B Jl,o|:.L ~n »AT Eﬁ]li 5 ‘Ul o0 1 B 1 o N 5.0 > i)
= P Mﬁz ==l 2 fo A 4 %%%Dﬂ ToooE S el woa o
KR R — oji oF = T Po =) or - o dﬂﬂo( ‘IEE
~ — N ‘mﬂ — —~ JlEg N ‘Im‘l q o ™
T o s e - B A G R >
<° — BT oo 511%? ﬂ_.ﬂo.m ﬂﬂxuzuoﬁl_ < W Loz B = W N KR - = B
z ®_L  omagp® - L ~ oy E_E w BT EJE M B A
. N ! =0~ B = 0 ~— —_
g = SEpeF BTER gy S ¢n_Fa T S NTEw gwg BT
w8 BT RN %o _ N B ~ o] er]o il o ~ ~ ‘o|1__/ldﬂ_é - 0 _H]lﬂ
G R T o T % oF 8 ¥oli=zwd % L I dEs Tl
v 0 I~ ™ | T = —
Mo e X 5L T R ) J& g A ) 2 o A = 5 B
y ar T 2 ° @ o 2w = _— W M s N < %0 SO i~ I
TTomt Zds Y K srS:TL T Euogsn c 5 EET zzs
%o - o gl — 2o =y - el — N = N o 10 o RO KO ¢ T W o
o Eowo B N < R g ECmCe R , Nz M = = T o= IR
BE Thoped DET s S3Lla%e 3 s SET ¥Ry IZE 372
po® o B BT by oS wE LY z 4w ;T wT 2 oW
e e L %z R I MEeZel P wrE st E g Cl
‘OO A T =T o ®F 2 TG <= A W E s I B
il . Ay S , N N M
v OF TEZT OTREIEP S TmomEw G ERCCH T LI T ®o
-~ = R oF Jm.,_ﬂﬁ,ﬂ _— v oE B G, ﬂﬂc#ai <0 ng 2
o I 5o ~EyE LT wﬂrﬂxug me FT FEEw o Lwi T E
N X %0 " — X° = T o ~ . - =™ =zn o Mmoo == %
o ) il T RO < _ N = Lau]oﬂa N L T R S H._wrdr o I
~ -~ Uy o X o %o ®r c N N L o= B 5 ~ o - = o BN T
roX s g JEp <0 R BT N N < r R <~ o — ™ ; % <
M.L o W_.W Ju.._mMoadr %W%M dr,u.__,T %ﬂ_‘xoﬂwnmowm ol MEW Edr]dr uoﬂn_von_tu msTMrmAT meﬂﬂuo
, 0 o = o+ = & X . = B o 2 "3 i
- 2 s AR S i Y R & Eea®y Lo P = Eeme ¥ _wg BlEs P )
T e BT m pwEy g8 - e By Dydy 2RTEE ol e
o T o —m e e ﬁgwﬁ%%@ﬂﬂﬂ,i%a%@ﬂ z v %%wﬂmwm%%_ﬁﬁo@
A PR o o — of G — = ol Ak o) B o= sy ) = _ T
Br B o7 2y <0 =o oo R’ BN 1 | B o - N o ™ ) N G oV A =) BT T o o
7 il ar ~ S H oz w X = T R )
oA _ " P H oo B oo A = 1 3 w - o —_ N M b= P A
R TR T hE T ey F pre TR %2 %0 D T s ~ N
—_ i N o =0 0 B ! ] S <00 R — ) N Br
"1 spgpiiififagpiriEifE TR 1S e 3 FE
oo Py BT sl FT N Fhx® 4 BT Ty ® 4 ¥z N b re ® ™
= oot TN ﬁii% %ﬁrﬂﬂ%A F o Eﬂgﬂﬁﬂ,lmwmmwﬂﬂaﬂw T g M FleR o,y 4
T e aﬂoaﬁﬁéﬁwm%% ﬁrmwdﬁwﬂﬁawz% g #@%M_Hi%aﬁz 5T 2V i
m ook oW wE L Ro 1o B TH eyl xT 2y pndn Ty g pREE B0F
s i v oxk® 3T FHI M M iRt IR 5
X 2 AN — 7 — o © W T LS - %
<0 ~5 0 op ~ <0 — — il jAlis H X ~ o B X — = K =
= T g 2EET » ° T T oo A ~ D ] A < T2 e o Rl @ 5o
mp T . = T R A < = ) i m@ Bow wp 1_Uo N N N X ~ = — w T Huo oF ~ Hn
0 o~ o o~ o Tw TR o Lﬁ T v Z el ooy R Wt o 2 R % B L oy MRS
= ) NN H N U G = 2% - of BN ® CANCCCS x ® E
T E T oo T W R W.m;?ﬂm ~ SRR ﬂ@@alwﬂwﬂ_ T TR n_Aleﬂ_‘ﬂo IR ,qu,uuaﬂzo drﬂﬁwa
Z TE W X 1_.7T1 N o N - % ! T M N o= N B
X X0 OW ;o_._ Nro = = 5 ‘W-L ‘_.m/l ,wwm ~ EE ~ ~ %OI —— X <0 N E‘.* OW 1,%.._
T T RTETRN PR N TN i
< TEER ToFE BEG

[0008]
[0009]
[0010]
[0011]
[0012]
[0013]
[0014]
[0015]
[0016]
[0017]
[0018]
[0019]



=SIEL

10-2011-0095717

A 471 AadEvy A7 AaRE We 3w ss M2 tivstal thn] Aae] et 7] AavES 7] A
7] SY e X Gl 35t

Agel BesEER ATdae Wi 9 Y] AamEn,
A7) AIHES fAARs gl Fo R AuKon Adett BAS EFsh FAAG N AF
e AFHNA A A% AFE Z2ads 498 F ok,

ggeol a7
[0020] 2 o]l Hojm d Ao w2, mgEe] ofge] Wzl dHolEdAe 22 F7]9] FAA TN A
59 Azolf stegx A& A T 5 3, o)EN, B AW Hojx o HAAldE FHA #Hd A
5 A& A¥s] 54T 5 U
EHe] 7l &
[0021] T 12 ode] gk diolHE Addyslr] f1g =welt),
I 2% CONV, CNVR, CNVE, ONVZE Adslr] 918 =dolt},
T 32 2 dtgo] Holm o AAde wE FRA R AEEAE UYEUE EE=o
%= 4% odlo] WAt dlolE 9 raw dataEs AW3r] Y3 =Holt).
=59 & 62 = 39 TAE aFdEe] F2s AAE HHEr] Y =HE Y
E 79 %82 & 39 TAE FEHF F2S HAHEy] Y% =HEY
E 949 & 102 = 39 TAE SYAEEE s23S AYsr] 9% =dEet
= 112 = 30 ZAlE ZAAF e AWty ¢ =deln
T 128 £ 9ol Hom A AAjde mE FAAENEHe] HEUHS YEhe Z22kE|T
gy Al et A &
[0022] Hodlbygal Boubigo] Expako] o] Wl B owbigol Ao oldle] GAEE BAS FRE] oldsly] Y ®
W o] vl gl AAldE dAletE HFE W 2 O HE EuS AWstE U8 dxstolopnt st

[0023] olst, ¥ wiyel Holm A AAd] g FAMBINRM] AEFA P WS R
pS|

[0024] &= 12 ofgo] g HolHE sty A =woltt.

[0025] obx Mwel npe} o], ofglo] W gk ©lo|E:= alGH (array Comparative Genomic Hybridization) dlo]®l}f

[0026]

[0027]

[0028]

Wy 7hssly, ol

= odl¢l(array) PEj9] HolHE

zzto g FHo| AAAE 7]% &9E v,

3oolEd ATe oje Ae] zeu

19 AR mhsh gol, ofeo]
fth = 19 F§ sl

= 19 Z=AE
= pHA
2HA o] THAZES
s, CNVR, CNVE,
Aoy =

o rt
=
o r
oo
u)
)
ﬂu

A B = oo b

(=

CNVs+=
H, (NNEE HMEE
o Aol ut

Z+7+2] (NVs

[¢)

‘FrAAe ZEH(probe)s

ne 2ode] A5l AEEA UE Helgoln

AZ o] 4 ERBo|Ae] S ou]s)aL,

2 CNVZE Adetr] 93 =do|t),
1049} o] 40702] AMZe M=

FAAGSNEW] ‘B & oJu]sta,
2} Zkoll 51%0]% A XA =(
2 FRAGeE Wl & on|sin
olal &= 3 WA X 128 Faf e Zolu},

Zpzp g R AEE 4 vy
ojujgeh, E Aol 2B’ g DNA
< ojd AEA (5 501,
S2 WA O ZRES Zhzho] o AAXIY.

L@k dlolEellA 2z 2 A7 e ojmatar, 7+ 42
FRAAP) = mA(F mE 203 AF5)e] Z2HER Yy|a

, ZHzke] v 7Jr7JrA

‘Az

AAD €]

A o
===

7NN
, @]

Hiol| A (%t p= 1<p<n ¢l A4

of ] 3.

CNVRES HMEZE F 3 MZ o]zt (NVs7}
verlapped) e oo 5?"’ CNVZE e
o
o

olel e Bulol P g At

H(chip) floll &A=

FHAE

z=dd
= pHA AEe 1WA ZRHoA ] Td
= pHA AMZY gHA(HE, g= 1<g

EASE e

R

77



[0029]

[0030]

[0031]

[0032]

[0033]

[0034]

[0035]

[0036]

[0037]

ZIHSd 10-2011-0095717

odge] Hojw o AAdlE fofdlo] Wl dHolE] o] fHASINEHel & ‘TR A {FHA et
o]’ (candidate ONVZ)S ZAAe H 1 A4 FRA fAAGSwEHol Yol HEsH, 1 24
H TR FAAgGEHelF o diF pruning)< S8t HIFTH
FAA G E M| FS’ (final (NVZ)S AA43T),

1
e
e T
=)
o,
5
&
®,
=
(&)
A
=Ie
11
of T
~ O

lo
off SE
2
o
Y
o
ol
N
do
=
ki
¢
-
i)

T 3o =AlE wbel] mhE, 2 owwe] Aol A AAjde] mE FHAAGeERo]l HEFA

2EYR(310)= olgle] A ol EAsHE ol Z(noise) S AAZTE. ofgle] HaAF HolE 9] raw

data® = 48 FEF Zlolw, & 5 WX & 11& = 49 of#le] wEgk dolHel uig dHS 9%

EHEeth Ed= 409 MEE A7 fHAe digk HAGES vehdal, Z4zbe] §H AT 49oontsle]
[e]

2HER FAH v ATEA 1 ZRHE 4wt Sdgks vERdth. = 4ellA size of chrl:
240,000,000 bp’ & M A (chromosome)e] =7]7} 240,000,000 base pair U< ¢m|&taL, ‘Iprobe = 50bp
density’ @ & shitel =g B ZAol7} thEF 50 base pairE AMtE Zo]dS on| g},

TAAoR ARWYR(310)E AZE ZAZuitt ojd g Zgr’ o WS 1 oW 3 TRBE ¥3H V)
AARE N Z2BE9 YHFPE vageR dAsts Hgs RE Z2H 5 g8 FlFdozHN, ool
W gk do]E el wol=2E AAGTE, o)A ol" & ZaHE xIT 7] AAE N5 TREHEL I ooH

gk xR He} o3t V] AAE Jge ZRHES ofvlstar, tiEgd ol Awe] ol gl oz 7t

T 5 % % 65 Fxste] AWSIH, 6409 AW FH O A=A Egold A= (sliding
window) 7} =50 TAIE ule} o] X3 el AFHE(310)E 2 AMEZvitd 1HA =
HAzS 1HA Z2H YA 6vA 2B dgste 671y ddiEY Haak o2 dA S

=
o
oz
I
~
z
2
2

Zol 1A Zepe FAGS 1A AE) 1A NA 6uA Zense] wAgse Wrgow dAsL, 2
WA AES 1A Zenel SAGS 1A AE) 1A UX 6dA Zense] wdAgse Wgow dA
e 5), 1 dold AETE $H0E 1 XEnwd oBA ¥, 4 AEvit oA Zzn’ o #93
oudge 2dA Zen A 1A Zeve dPshs ele wAgtse] Bag o dAsty, olg 2
o e }4L ojele] WAz dolHAe mE manse da) Fdste] ofelo] WAzt HolE ke o=
g BE AAL 5 Ak =5, 6ol AR vhel g A7) Zebeld AESE Ayl Hely 4AR 27
o Zetoly AwS-oln] olo] ThFE WHAA} FeFe ol

ARYRG10)E X 0] Holw o Axdd] uE FAANEe] &g £ 30 EAH s} Lol
EPE FE Qa, £ 3 A dhel 9 w384 92 5=

TFHY(320)% ofdlo] WA vlolE Pl A2 QPP AMEES thulsar, el Aste] met o]
dolHE 4o ATHE(segmen) SR FHAT. £ BAMA A ojglo] WA HolH Ao
%, BU% Zud o mE 435 Ag4oAe Bage dehis MEE gvad. de 992,
WA ojglo] WA wlolE e WA F, FAN ATl P BE Zups 7oA B ek

fb 12 1
1))
oo

—~

k1
=

AN
-
ok
e
w
Do
N
rr
2
aY)
)

s
—
IA
o)

N

=~
=
©
o
2=
T
X

AWESE (HDHA DNEE A2 dulsha el A%E 3
atel, Al AW} (qr)WA AU Afo]Z Ba(break) EA ] oRE AW, olsh 2e Aol we
THR(320)7 BEE FAS 49 7 $AH 95 A7) mm AITHE Jb HE Aol

FAROR, FHRGOE ‘oldel WAR vl A ANF AMEEril T QAT AWEERe 3
D AU weste] 1 QMY ANHENS MR OR RFse] 1 ofdo] BAR HolHE H5e) A
MESE pHAT. o714, FRE 7 Qgd AMEEDR Yu AFE oJuishv, 12 35S P I
ARRAE A 12 Bes gee olva

PA go) AUVAZ A 0& FA7k] o} ARRATL 982
F gmE o o el =W Aue duEERe -

~ O
5
()
c
r
o
®
o
ox
ach
i

t}. Pearson's Correlation Coefficient



[0038]

[0039]

[0040]

[0041]

[0042]

[0043]

[0044]

[0045]

[0046]

ZIHSd 10-2011-0095717

Ag @ oA dWEE7te] AUz AdS ogusy  “GZ#= Ag(euclidean distance)’ = o]#3 ‘A
2’ o] delrk

Hop AR eR, FE5(3200% A dHEHEY At (7] AAE) Al A" vivtelwA o dFg o
HEH SR et A G o3l A, 2 1A d¥WEHE AtolE - (break)dHA FEvh. wbd, 1
grol g =, e dME S Arh A A oldeldA 1 I AWM S ATt A HE
o]l A, L AT dHE e ATt dAAR wwroldA 1 Q1S FHEEIY] FHErt 9A
TRkl A9, 1 Q1A duEERR] At Al A oldelwHA 1 e dWE SR A= 9
AE weel A9, FER(3200E 1 AT AHEHE Afolg R & 7 oA 1 dFe dWEHE &
TR duE el 2W A QuE (= 7oA AAZE o R Fel BE) | o dulE e}l 3uA duE | 3H
A dwElet ad A SWE | 2424 oulgitl, = 8 FER(320)9] o5 MW AIWUEESS 9 #E
B, = 8¢ A%, 6vAl AuE el TR AHE AleloA &3 Zolar, 10WA dWE e 11HA dWE
Afolo A -3he Zloltt

FUEEER(B30)= ARE’ vig, AOWE o] P ES MR tinlstal tin] daje] w2 Alad
ES 7] AAE Vi) FY2HER A%

FAAoR, FEAHHEF(330)= AIWUE’ wih, A2 S Sz AME7E 1FEete] 7] AR
Mol FH2HES AT, Bo FAA R SY2HPER (3300 AadEqt, P¥HE 247 txgks
A2 givst dizgte] ¢4 "ol A= kst gy 7le] a3 e=m, 7] AR e S 2H
& AAST. B98 o83ty MIaWE 1T ¢ digh S 2HEF(330)9] skl g AWy, A
F(330)=  1RA AEo 1A WA WA 2B S oist ddzpEe] HdA , 2 WA AEY 1A o
A 6 AA Z2HE g SA}EY HdA , 3 RA AZe 1WA WX 69 ZR2HE s SdARnE
of Fx' , ..., 40dA AEZe 1WA UA 6WA Z2BE dig ddFES] HHA E AZ dgbshd
M2 A 7] 1EE T 2H & 100 TAE vkep Ze SHAHES ALY ¢ AU = 109 AT
AIHE 1o] Fel2H 0, E82H 1, Z82H 22 AF4% 495 vehdi, o] we] S 2F 02 2HA
ME, 9HA AIE 7IE 559 AMEEY 23S ovst, F2H 12 1HA AE, 6HA HE Ve 559
PME 5o 23S ov]eta, FelaH 2v 3UA AE, 4HA AE VI 559 dUHEY 23S ov|ett
FYAEHHR(330)E 29 K-H H3F 718 (K-means clustering 4]) o wat 528 4 dri(&= 9, =
109] A§ K=3).

AZF-(340)=  AZWE’ with, AIIWE Yo SFY2HEY X FHo] AEdte] 1 AaWNEE fAA W

HolFq oA Megxom AAgTt. & HAAI(

w

=
e
N

N

)

(m

£

o ZYrHEY BT IS
931, 71 ATHES FAA SR o] o]

=] o A~
AARSA &S = Ut

=

TAHoR, AARN(340)E AHIUE’ vk, Az
e adstel 2 ANES FRA fFRAGNE
=B e FAlgkolet e FexE W LARES] B

A 4 vk

(584 1]

E-1 &
SC(seg, )= eazz i ‘C{ -C,

i=1 j=i+l

o] FEj&HE 779 A%k 1HY Zole] Auighe
9 (candidate CNVZ)o. &2 ZAAS 4= Q). 7|4, &
A<
T

% ougth, olEd Y & ved

B4 2

J=jandi, j <k

q71A, k& K-B 33 7oAy K onlstaL, i, j 442 F8aY 448 9njsta, Ci, ¢ 442
HA el A, jHA FelaEe] SAE A44E gustal, o BldE AlFE gt = 103 3
2] 1§ o]&3slo] ALME 1o digh AAH(340)9] &2 AWetH, AIHE 19 A 752 19 =8
o a & AT UMAE= AIHE 1A ‘FAEH 09 FAMI SFusE 19 FAMIe Aol |, F
2F 19 FA#d SH2H 29 FAEIS Aol | ‘FE2H 09 FA#RY FE2H 29 F

o WE §g oulain, oldd ‘@ o] AW SC(F, score)® AL SC7F AW F4F FeiHEL Am W
wolx] g Aolx T F#|AEo| E3tE = MEZEo0] highly positive &2 highly negative 3+ W&k



10-2011-0095717

5

=

=

H

e
=)

7} highly positive =& highly

SC7F A

+

£l

of Al2HE 1o o

i

dol A7)

[e)

L

55 74 7t
negativezke

—~
~ oy T WU
~ HE Al & —_ uc]
L Mo ™o mm mm rel Ty, ooy
Nz  wF wm T o =T B3 b R C ke
WO A TS L N FoO®m = 2 2 AN
$ S amBF hEEE AT mgy TEONT T =T [ l e Ew
S T = B U o= ! M - - = P o
ok L E ME =T TS = A = X m T ok o I w
o< Eommwrﬁgﬁ_@%%zﬂ%% ) .%omma = T wwi & F wﬂ@ o i.m HWW%
&+ I Eh gt ET T L E =y §T BE dd ow sy = L TE=Z
o WA Do T PR w5 N gl W o T B T o S % ! o T A
s Mﬂ%m%%oﬁ@o;_#ﬂ ooy T v B4 Ar Ta o § TR =
X =T o By R R s T N~ T T X ® 7 = gy o wE o
TR EET RS T I T 0 m Eox "5 ownel
1K o R < il T ] ~ o0 X
m ATvaﬁ Hrbdﬂrmz_w %Lnn% H ! %w ta _tut‘ oM N E_nmo = o= 7%,&6@%
PRI E A Ry oy o W5 e S ) = n%Z 2 g BB
ol oﬁi,x%@ TN E BN T 5 = T e X0 2 s %0 w g S W B
3 R I G - = p = e o W T 3 2 A ol <V < E " -
, o o L3 = = my KO = N T o0 )
N SRR R o P ST o g o = = W % B o T 4r -
—_ .M1r.._ ﬂﬁq‘W&aﬂEszﬂoEﬂl ‘W-Lw‘.ﬂmml ﬂﬁa ,@M‘_ ﬂnﬂ ZJI 7Wa T a2 ]N.IUIO#
2 g mw Mﬁ 5% 9 T q N o K odo g ~+ My = nw — " ww - & o mm o Z T B oA BT X
= B GO~ = < E o A ) 5 T S o
T e fo = I ] LoE Te = n T BB ¥ x5 & wE T
o —~ ; = — T =~
PoIEITerEciiti el O £S 1 %: 2T T 3% LiEg
| A= ﬂ_H]7L 04 — ® T _ o ) mﬂeT ° . o
- ﬂw_i@%ﬁwwaﬂ%mﬁ@ ®ay zE Frogd B2 28 £ oz 5%
= ~ 5 Ty e o " CUNE ] — S 3 R K "
R g.@ﬂgﬂ%o%gamﬁa A T sF EF = N T RIS g
oF S5 Ko H TR ST T o o G =) RO o g A S 2 a X
o @mnﬂoia%ziﬂm FEET mg ] FEm = ®  TZ W I
: Ee s BP0 Mo w odr o W ok i ows - T R
H_._ E X T ) ©° O_ = o) _— 1 Etﬂ T b 0 WA _—
- Wﬂm%wo%%ﬂﬂﬁz T aw = By ET nd TE 3 Zs S
A L T T : | = = Nl o7 g
B E g M L T S S = M | R B R
o TrET __wwETEd 7 2 ST TE® = re TE By oEw fo U &
S Erc4TEiiIE I *E¥ Tz Tg TW < T p< gl
) = o M ik xa — < % - o = SRR SR o o A
& @%&1@% Woaw T & o T X = S G D oo °o e MAT R @ oﬁamﬁ%o
T T o 872 TS~ & TR x> ¥ ©® ¥xT wS& % T
T Vinlny = B oe = W o= ® = _ o X o T _ Tom T N o=
O ERENaedeed e W E T RME g T BT T Fo Ly ITI B
N o o = o K E o X = W3 T o AN o W
2 O By gy X T T Wy = F STwe X = U,
S %Q%M%ﬂﬁ.mwﬁ%@ e T e Eo3 TH S x oo Ty2 BX T o
«* S OF o ® =0 T o= DU = = ﬂo‘w‘lﬁﬂ jor _—
~ H..rl O#a ﬂ —_— o dﬂ =0 X ‘)AI ‘ml ‘uﬂ LSRN Z~| o 03 m 6N 03 o 0 ~r LE Ei) Arc
1 ~ S o T CI=,  — a =~ - — B ) A EEC N O = T = X m =
£ am}@ww%a%a:f i Taa 22T oE i T2 Pow TX o4 W 1R
n I = o - o A Mo E o 2 Pl mH O = e ® 3 U w B Mr Hr o )
w %moiﬂdrOteTTﬂa%mﬂ - .O»MH% o %4.@ § gy @ o uﬂdrﬁ
) " == Bl ] O = e W HoX o= " g W2 W= m = B D C P o 5 I
E s o o T oy s = R ) T WO E W w G- ¥ T o B0 m
B £ ETHT ® oo mrm ERR R o% o op R = = T o w 2o Vo W o
—~ e o= T — or . - — )
e SERE .o DX p 2 E W g Pog Tawmy Tl rhn T o M
™ Gl I R W - X & X N o = T T T I OX o " oy rm (TS ) — O
CaTE o x T wRg o o= TSRS = om 5 A M =
by TR Mg BT R o = o 2 AT mo= B SR o T K W w
_%.Wo ﬂ.monr)mao_ug. o ST x T =ET = T ieV Riw =P KR AR
EE o = ,@idﬂ = = 5 W.. m..#r LM): 1:‘_ " Xﬁq‘yl ,JNQAT Y ° ﬂﬂ ﬂﬂ o ¢ ﬂﬂ ‘W-L EE JI ~ ok Jl\),HAII MI
e G Mo S B s oo H -~ el o W iy T ST T =T X X = %o .
= Ltat. ioﬁa.m}mupmﬂﬂﬁ,B utmﬂ;o‘_sn ) o R OuLuq.w_ S oo 3 JoZoom N = VVHdr
mﬂn \m,%mﬂsfﬁmvﬂﬁ%%&%B% PR o T omw S = 8 %E@M%%H%Ma =0 TR N
ERSTAPEEYE L E S S 2ET 2L% 240 25F ¢
_P/v o ﬁT ﬂﬂ EE oo H..rl ™ o 2! . il Exﬁ H.t EE s 03 ,&.E © X
A % T OBOR T o Qo T T
GG o DB B ok X
omn RO TR BT ORO AT m — — >
o - = 2 o 2
- = o 4 s S S =
¥ 5 Z z 3 2 S w [
g & g g =3 [
~ = S — —
< 2 =2 =2
(=]
S,

_10_



ZIHSd 10-2011-0095717

Aol HEe oy TFE Ao FAF ook 3 otk
=y
=97

Whole Position in one chromosome (P)

7ih | Bin O:h Segment 14011501 - -+ | My
sample 1
1th OQ
sample 2
— 2th Og
& sample 02
3 3th ]
(@]
2 | sample | 4 4
8 4th X . OQ
| sample | 5 5
2| 5th X I Og
=
sample | _n n
th X |l - 0g
Start Break point: End Break point:
9" position 13" position
E52

o Sample
“ 1-signal

GENN, Samp le
= 2-signal

o Sample
“ 3-signal

CNVR ; CNVR

Over lapped more than
CNVE |reciprocal ly 51%[Sanger Inst]

i CNVZ i iCNVZi CNVZ i | CNVR

Break Point BP BP BP BP BP BP
ZEH3
310 320 330 340 350
—
AR —&8 5 ZHAHE R 2EF AES

_11_



10-2011-0095717

5

=

=

JH

e
=)

“dx3 "dx3 |"dx3 |'dx3 |"Ox3 ["dx3 |'dX3 |"0X3 |'dX3 |"dX3 [*dX3 [*dX3 |*dX3 |[*dX3 [*dX3 |*dX3 |"dX3 |"dX3 | O¥0
Mmey MeY | mey | mey | mey | mey | mey | mey | mey | Mmey | Mey | Mmey | mey | mey | Mmey | mey | mey | mey | YN
*dx3 "dx3 |"dx3 |'dx3 |"Ox3 [*dx3 |'dx3 |"dxX3 |'dX3 ["dX3 [*dX3 [*dX3 |*dX3 [*dX3 [*dX3 |'dX3 |*dX3 |"dX3 | GO0
mey MeY | mey | mey | mey | mey | Mmey | mey | mey | MeY | MeY | MeY | mey | mey | mey | mey | mey | mey | YN
*dx3 "dx3 [*dx3 |"dx3 [*dx3 |"dx3 |"dx3 [*dX3 |"dx3 ['dx3 |"dx3 |'dx3 |[*dx3 |"dx3 [*dX3 |"dx3 |"dx3 [*dXT | #00
mey MeY | mey | Mey | MeY | MeY | MeY | mey | mey | MeY | MeY | MeY | mey | mey | Mey | mey | mey | mey | YN
“dx3 “dx3 [*dx3 |"dx3 |'dx3 |"dx3 |"dx3 [*dx3 |"dx3 |*dx3 |"dx3 |'dx3 |*dx3 |"dx3 ['dx3 |*dx3 |"dx3 |- dX3 | €00
mey MeY | mey | mey | mey | Mmey | MeY | mey | mey | MeY | MeY | MeY | meY | mey | Mey | mey | mey | meY | YN
“dx3 "dX3 |"dx3 ["dx3 |"dX3 |"dx3 [*dx3 |"dX3 |"dX3 ["dx3 |"dX3 |"dx3 |"dx3 |"dx3 |"dX3 |"dx3 |["dx3 |"dX3 | 200
mey MeY | mey | mey | mey | mey | MeY | mey | mey | MeY | MeY | MeY | mey | meY | MeY | mey | mey | mey | YN
“dx3 "dx3 |"dx3 [*dx3 |"dXg |"dx3 ["dx3 |"dX3 |"dX3 ["dx3 |"dx3 |"dx3 |"dx3 |'dx3 |"dx3 |"dx3 [*dx3 |"dX3 | OO
mey MeY | mey | mey | Mmey | mey | Mmey | mey | mey | MeY | mey | MeY | mey | mey | Mmey | mey | mey | mey | YN
1806

my b 9l G v gl dl L 0l 6 8 VA 9 g 14 e 4 !

A11susp dooGe eqold|

dgooo 000 0ve: 1 1Yo 4o 8zZ1S

_12_

Ot o|dues




10-2011-0095717

5

=

=

JH

e
=)

MOpUIM BUIP! |S

0r0
N

G00
N

%00
N

€00

¢00

806 | ..
(12 U 9 SH o wH ey 2y Y o 6] 8 Z 9 S v ¢ 2 |}

A11susp dgog=eqo.d] dgoo0 000 0v2: 14Ud J0 8Z1g

_13_

O o|dues




10-2011-0095717

5

=

=

JH

e
=)

MOpUIM BUIPI|S

_14_

I~ 00
N

G00
N

700
N

I £00

N

[~ ¢00
N

™ |00
N

Y 9 SH v € <2l Y Ol 6 8 A 9 g 14 ) 14 !

r
=

HA

A11susp dgpG=eqold| dgoo0 000 0v2: 1 4Ud 40 8Z1g

O ©|dues




10-2011-0095717

5

=

=

JH

e
=)

_15_

00
N

500
N

700
N

€00
N

OF o|dues

¢00
N

00
N

my | YW 9 Sl v € <2l Y Ol 6 8 pA 9 g 14 £ 14 |

A11susp dgpG=eqo.d| dgoo0 000 °0ve: 14Ud 4o 8zZIS



10-2011-0095717

5

=

=

JH

e
=)

...... £ jusWbes Z lusubes | Juswbss

_16_

00
N

500
N

700
N

€00
N

OF @|dues

¢00
N

100
N

my | Z 9 SH v €Y <2l L O 6 8 m__ 9 g 1% ) ¢ !

AyIsuep dqpg=eqoid| dgoo0 000 0vg: 14Ud Jo 8Z1S



10-2011-0095717

ol

=

=

JH

e
=)

o= =X €=
...... Bul Je1sn|o supsll-Y bulJolsn|o suesw-y  BUlI9ISN|D SUBBW-Y

00
N

_17_

S00
N

700
N

€00
N

OF o|dues

¢00
N

00
WN

1006

my | Z 94 SH v €Y ¢ L Of 6 8| £ 9 G 14 £ 4 F

AyIsusp dgog=eqoid| dgoo0 000 0vg: 14Ud J0 8Z1S



10-2011-0095717

5

=

=

JH

e
=)

EWHI0

_18_

G00
N

700
N

€00

¢00

so|dwes o|d11 Ny

AY1suep doog=200.d] *dgoo0* 000 0vZ: | SUOSOWOIYO( X3



10-2011-0095717

5

=

=

JH

e
=)

EH]1

_19_

o0
N

S00
N

700
N

€00
N

OF o|dues

¢00
N

100
N

06|
iy Aol al wloel ozl ool ol e sl z o s v e 2

Ayisuep doog=agoid,  dgooo‘000‘0¥Z: | JUo Jo 8Z1S



1260

1210
ARG

1220

NS E
1230

SHAHEY
1240

candidate CNVZ Z2 &

1250

CNV &2 & S

Qo
|El
all
o

[\
O
U

_20_

ZIHSd 10-2011-0095717



	문서
	서지사항
	요 약
	대 표 도
	특허청구의 범위
	명 세 서
	기 술 분 야
	배 경 기 술
	발명의 내용
	해결하려는 과제
	과제의 해결 수단
	발명의 효과

	도면의 간단한 설명
	발명을 실시하기 위한 구체적인 내용

	도면
	도면1
	도면2
	도면3
	도면4
	도면5
	도면6
	도면7
	도면8
	도면9
	도면10
	도면11
	도면12




문서
서지사항 1
요 약 1
대 표 도 1
특허청구의 범위 3
명 세 서 5
 기 술 분 야 5
 배 경 기 술 5
 발명의 내용 5
  해결하려는 과제 5
  과제의 해결 수단 5
  발명의 효과 7
 도면의 간단한 설명 7
 발명을 실시하기 위한 구체적인 내용 7
도면 7
 도면1 11
 도면2 11
 도면3 11
 도면4 12
 도면5 13
 도면6 14
 도면7 15
 도면8 16
 도면9 17
 도면10 18
 도면11 19
 도면12 20
