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(vii) 7] 238 e 7] x3)o] blolojx~g A A= @Al 2
(viii) 7] npejojarh AAE A3 ¥y 3 gz e 99 7HEeAE Adshs 9l
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THEEE, 7] A9 AR 947 A9 delHe dx AR
1, B2 71 Dol o] AAME HAg wo] el iy,

’37] TRR(Target Region Ratio) WE|=, 7] A A& 7] Ad dloly T Add ¥WEHY, 7] Uz AR
A7 Mg doly T ulxa HEdd YA Hojx st gl o)l 7| xsh AAEE AL, Bl 47]
Adol Mol AAHE B4 Mol el Wk
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SAE A7) Akl HFEH #E e A% viAlel AdE A H =

A

e 4y

7l & & of

oS B 7] A Al A wpolo] s A We] #gk Blow, oF Almel tigk A sEolA A
3l mlolo]~E AEE AA Y] AME FAF WHolE AYSH HET F JEF HHE AT Wl
ek Holrt.

vl & 7] &

&) g F A5E fdAe ol BolHoR EAEtE & HolE ”L%ﬂ—t— o] Fasirt. olo wet, o
o] oA B EE H EdWolel e AAE Wo|(somatic mutation), DNA EA4=(copy number) = A
Al A E(rearrangement) & W ol A FAAE W= LO]COﬂ EH*J T7F EEstA 8

Jtt. o] FTAAME AAME EA4 WHol(somatic copy number variation)i FAF AlE ] M SAHA &= 74
2be] EA G2l WolE on|shs AL EA ko] WHI & Aol AT ).

A F4A4 A4 5 (whole genome sequencing, WGS)S ok A A7} 7FA= AA DNA LS #4138 o]
o wEkA, 7] BHEE B8 2AE AA DNA A E diolH e o Al BE V] MES EEsiy, WGS o o]
EE o]&3le] HAlG WolE zholl7] feiA e T A9uY EA47F FonstA Zfolv= X
gtk 1, WGSE dlolE AJAE Bl&-o] molA] WGS "olHE bAoA ik o+ gl

S WGSe] tiete 2 el ol M E dl5(targeted exome sequencing) S £ 42 9tk B Al M E &)
Gl S WA= A% °§°—ﬂ| FAAME I G99 97 AEv E & (capture)dte] dHlolHE Aitsle w4 o]

A& =2 WeS dloly Ak whAlel HlEjA = H|§o] HijHor At dwbH o g Fo] A}
|H AR, 2 F&(capture efficiency)olyt G-C FE(Fobd-AtolEAl %) 5o Paol] oJa] npo]ojx
(bias)7} LABH7] witol RWEEA] wHloloj2E A7 stofof BEe AAE EAF WHolE Fopd
(Benjamini Y et al., Nucleic Acids Research DOI:10.1093/nar/gks001; ==WE&=L 37 #A12014-00238473%; =
A&7 AW02014/0044724% ZH=) .

30,
°

ohek, wleloj~E AASEY] fg WHEe] 4 sEye] oy, V&Y WHES WA Bl 49S dide=

gk ®Hol| wlolo]~E A At 2 GAA L {FHAX Gl EASE AR AAE HAG WelE WIZSHA
¥l Eolgk F3l(single value decomposition; SVD) 7]4ke] HPH L
._]

=% ¢ Jdd= AV v =T, 718 5ol
S (cutoff)E AAsHE 7|FEe] Ruste], AZE wlolojx AAA AFAe] wrom, ZukE AF(true
signal)7HA AAZ 4= Atk $1ddel A,

wEkA, AAE SAg Welo] HAE RAES FAAT7] Al AR Holoj Al Wo]l et
w59 1§
EC R

d HAAd= AE AE 7] A4E delH dx Als 97] AFE diolHE i Fx 971 A4E dHeolgel g=
ufgste] ALtE fE FREd 7|xste] AT WY 3 gz WEE e, AdE AdT Wy 9 gz
s H“H"ﬂ FAEE, @]Z‘ltﬂ S 8g <1488 (Non—negative Matrix Factorization; "NMF")E E3}o],
2P 99 e AAAFoEZN o2 2AH O R AATOEN, AAME HAlF

=
T =
1 o] H‘%A L%¢v§— %7}/\]%‘ T e, B 97 AE 24ellA ] mlelo]x AA Tls B olE o] &F B

Faak s Ve dAE A7lE ukek 22 V)ed AR dAEA don, G4 7
<
T
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A9 HE 78

[0009] o 2A] =, NMF(Non-negative Matrix Factorization)ZE ©]83l+= E}

RS

97] A BA0A e wololz AA

[0010] TA AN, 7] B 7] AE BEA oA 9] nloloja AA HHE,

[0011] () A3 A5 #2471 AE dolge gz Alx 97] A4E dlol"HE AAA 92 (Chromosomal Position) %<
3z 947 A4 deldeol 2= vld(Read Mapping)$ 2]= 7}+E(Read Count)el] 7]HEs}e], Ady- #E 2
z7 WMEHE AYAs= B,

[0012] (2) 47 AAPE Ada 9 2 gz AHE 2 2% 9SS Ak, A7) AdE 2 dES 39
2 Upo] vho]lo 2= (Bias)E A ASHE ©A (1%} ufojoj = AA ©HA));

[0013] (3) 7471 nvleloj 27t AAE A3 dES Adsstes g 2

[0014] (4) 247] woloj 27t AAE JH TRR(Target Region Ratio) WEIE FGHRZ 3 sl &€= @

[0015] & Xgsh= AY 4 Uk

[0016] F7] wpolo) 2 AA WHE B A7) AE EAdAY wloloja AA A A AE = B 97 AE 4
o Alo] vloloj AA WHY 4 Ak

[0017] A7) @Al (DY A A= 97 AE doly 2 gz Als 97 AE dolHe 747 sHAHoR §HA AE
£2497](Sequencer)l A AAAE AE dHolHE Y e HPHo= AL, olv] A" AE dolE7F A
4 HFH d5 Jhed A wAE Tt HS5(EDE ¢ ok wEA, AV B 971 Ad B4 A Y
Hlojoj 2z A A WHE, @Al (1) o]ddl, A3 A= 947] AE delHe tx Als #27] A4E delHE =hlst
 9AE FUE 28 = o, 7] AF AR #27] AE dHelH 2 dix AR 97 AE delHe, 27
Aoz fA4AA4 D A7) (Sequencer)oll Al AAE Ad HolEHE A e 1 HoR FAEALY, ol
AR Ad delE7t A4E HIFE ds vhset A mAE de8go=a #=8E 4 vk

[0018] A7) A1 vlolol~ A A wHA|= NMF(Non-negative Matrix Factorization)E o]&3le] 3= AU 4 ).

[0019] A dofA], 7] B 7] AE BAeAe vlolojx AA WS, 7] 1A vpolojx AA @A o]
A, 7] @A (3T (4) Atololl, oh<] @A (23 bloloix AA @ADE F7t= 233 4 Q)

[0020] (a) 7] Ag7 WEel g2y WE 7F 5] J9& A §F Fxpd JHdor HAste] npo]o] s A A=
A 4

[0021] (b) 47 AAE FApE dgo= nlojoxrt AAE 7] Ada Wy 2 dizxa 959 g9 7 E AL
3= oA

[0022] g2 dxe A7) vloelojx AA HE xSk B 97] AE 4SS 9% AFH #5 WS AFsit.

[0023] 2 o= 7] blolojx AA el dAE AAA77] Yot HFH #F shsst A wiAe] AdE HF
B 2238 A3},

[0024] OE o & A7) vlolojx AlA W] gAlE A3str] 918k Al A3},

[0025] 2 o& 7] blolojx AA WS XFete B A7) AEe HIFH 5 UES A T)7] fske] HaE
B &= 7hes A4 wiAd AdE AFYH Z2IO9E AlF s

[0026] e de 47 dlololx AA el dAE AgA77] 9% HAFHAA A Jled Z 219 (computer
executable instruction)®] =% FHAFEH #5E 713 AF oA (BE 7S oA S AT},

[0027] g2 d& 7] vtolojx AA IS xFstE A 971 ALY HFH d5 UES A8A7)7] f% AFH
A A8 7M5e TR W (computer executable instruction)o] FEH FAFE FE 71 AF WA (RE 7
= A ) E A3},
gyl g4

[0028] Aes 7|e4 24 WA AFdE o T o= shfol] 9std, Bl A4 sFolA dYER dAshE 5ol
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o E 1g xS, vlololx AA ARG, f4A AL BA71(10009 B 7] 4D BAe A u}
ol AA AA(300)% EIE 5 vk Tk, oled % 19 A% Am vpoloja AA ARH(1)E B
o o ANele] BAGEE E 18 Fo B wdo] 4 aAHE AL oy,

< UES A(network, 200)& &3 42 + vk, A& 5], & 1°ﬂ
st A AE 41711000 ¢ B §17] A
SAA D BA7(100) A AR dx A A
Mg Aol A ] Hloloj~ A 4] (300)7F ﬁ‘lé}‘?i QEE, 79.7‘3 T A
Z3te DoAY, FAA D B471(100)9 B 7] A Bl x
( 00)7F WE$ (200 % %3}04 A% AAHAY, et 22 AT A AY IS Sste] 944
COE dellA, A7 FAA ST AR dix AR 7] AE delE /e AFE AR 7] A
1°]E1L AFEH W= 7hsd A wiAel] ArdE o] nlojojs AA Gl A&d & ATt

A7IA, HEANZ(200)= TEE 2 AHER & 4749 =t 45 7o AR o] 7tsd A4 FxE 9
nh= Ao®, olyd WEYI(200)2] < o=, WCDMA, <lE]Yl(Internet), LAN(Local Area Network),
Wireless LAN(Wireless Local Area Network), WAN(Wide Area Network), PAN(Personal Area Network), ATM %
Ae 283 Bl ¥, 3G, 4G, LTE, Wi-Fi So EHE old A= d=rk. &, = 1o AAE 84
19 471(100)2F Bl 9471 A @Alel 48] ubtolojz AA A (300)+= = 19 =AE AEE A A
AL ot}

A AqE FA7)(100)0= DNA A EE S3AZ 5 P33 34 5& 9 oz FYGsta, oA AYE
oZX DNA F4d ARE ¥HE tolHid 4 e BE AXNE gud = k. d7d), A7 F4A ML

715 A AEEA (Next Generation Sequencing: NGS)3 2 tiitE ®HHEE A EEA(massively
parallel sequencing) 7|9 F8o] 7bast AAA 4 o, old AFH= AL otdrk. A delA, 4]
gt B¥E Q7GRN oA 454 EFF(platform) (Margulies, &, Nature (2005) 437:376~330),
[1lumina Genome Analyzer (¥ Solexa™ platform), Illumina HiSeq2000, HisSeq2500, MiSeq, NextSeq5b00,
Life Tech Ion PGM, Ion Proton, Ion S5, Ion S5XL, %=+ SOLiD (Applied Biosystems) 5=+ Helicos True
Single Molecule DNA A ¥4 7]% (Harris, &, Science (2008) 320:106~109), Pacific Biosciences? T
B2, B/EE AR 714 5ol ool FaE 5 vk o) ldlE AYHoR 4% s HIRA
71718 A3t ZElwEd el dHES] AEFRE 5T 5 AUk
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AA A 2A71(100) = 314 wel, DNA 5A14=(Copy Number) 3 A2 Aol & votshe wofell = 48
Fem, ofF flete] fAA M #A471(100)= shbe] DNAS o2 W ¢l& 4 gladEl, o714 ¢le 3l
& & JREE(Read Count)e} golstar, 2= 7B+ Zol(Depth)ehalle Aojd o= Qlvt.

HAAAA, HE(read) = FHA AE £417]7F gl ¢l DNA @ dol& onjste= A=, °F 10 WA
2000 bp, ¢F 10 WA ¢F 1000bp, °F 10 WA F 500bp, ©F 10 WA °F 300bp, ¢F 10 WA <F 200 bp, ©F 25
WAl eF 2000 bp, °F 25 WA °F 1000 bp, °F 25 WA °F 500bp, °F 25 WAl <F 300bp, °F 25 WA <F 200bp,
oF 25 WA <k 100bp, ©F 50 WA <k 2000 bp, ¢F 50 WA] F 1000 bp, ¢F 50 WA ¢F 500bp, <F 50 A <F
300bp, F 50 WA ¢F 200bp, ¢F 50 WA 2F 100bp, ¢F 100 WA] ¢F 2000 bp, €F 100 WA ¢F 1000 bp, ¢F 100
W] oF 500bp, ©F 100 Ul=] °F 300bp, °F 100 WA °F 200bp, °F 150 WA °F 2000 bp, °F 150 Wl=] °F 1000
bp, °F 150 WA °F 500bp, &= oF 150 WA oF 300bp HolE zke= A 4 vk, B 9171 AE 4049
nolol = A7 A (300)=, AP AR A7 A vy iz AR 7] AE HolHE 3+ Fx 97 M4
glolEel 2= vl (Read Mapping)dte] 2= 7 E(Read Count)E AXtetar, = 7HEEd] 7]uks)
5 971 A4Y HelHERE A3 H9HE, X AR 97 AY HelHERE tixd 9HE 44T
aE]al vA, mpololz A X (300) = 1xFA o2 ulo]oj2E A7 EtEH, AP WEH tia WE
gk A3t PSS A, A7 FHS J9EHZ 59 NMF(Non—negative Matrix Factorization)& %
olo]=& AAT = Ut}

L2 Ao o

TSk, vlolojz AA AX(300)=, AME EAF Ho] whae] TIfE A4S §I8te], 22t o2 Hloloj2 A A
5 AAE F e, AL ““Eig]r EH i ¥ 7F W 5ol s MAlste] FAPE d9ow dAsta, YA
gl 7|xste] npoloj=E AAZT = AUt oW, B 7] AE FA oA npololx A FX|(300)=
HELZ(200)0E Z3to] 974 9] H‘ﬂb‘r el H&E £ e AFHE A2 7 Aok 97)A, 74*E1L
g E9, =EXR, vl~3E[Desktop), HE(Laptop) & X3 + Ut
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[0055]
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[0060]

[0061]

= 2w d Al wE upolojz AlA WRlo]l FH= A (M=) E AWE] 99 55 FAEkola, =
32 4 Aol & Bl 7] ME 2ol mpeloj s Al WS AWsky] A7 &5 A=A, = 4
= 4 Aol e utejo]z A WA A AR @71 AL ol 7Wg Hd3d #EE st
AE AWsty]l 9% =delal, = 55 A AAdd uhE mlejo]x AX] WA AT wE S dzd HEHE
sk S Adsty] A% Edola, = 62 d Aol whE upojojx A WelM @eEE AL
el el dizat HEE Urs 3AS AWyl 93 =delal, = 72 A AAfdel] wE wpojojx Al
A wtolojaE AlA 8] ol g TRR WEE =18 agizelar, = 82 ggd Uyew

G A AN wE uloloj A AA HAX(300)E, 1XH R NIFE E3to] ulolo]jA~E A A AL, 2330
S AEsto 22X dlolojxE A A=Y, ol TAUR AR o,

T 25 #FE3AE, d Arde] & wpeloj 2 AA AFA(300)%, FAIF(310), ABAAHF(330), A 1 AAF(350)

g } I, dYz Al 2 AAR(390)E FrE 23 = 9

Tk, A Ao mE el G7] A B4 A9 ufojoj A WH,

Ad Alm 7] A4E dolE e thE Als 97 AL dHoleE IAAA 91X (Chromosomal Position)® X

w33 (Read Mapping)3d B = 7}&E(Read Count)ell 7]¥+ale], Aot wWE (&

o FN

(2) 471 APE Ada 9y 2 gz HEHE 23 23 39S A, A7) APE 2 dES o
Z o] vlolo] A (Bias)E A A= A,

(3) 7] wpoloj=rt A" A PSS Addets @A B

(4) A7) vpoloj A7t A AE 9 TRR(Target Region Ratio) WEE gz

12
i1:7

AN
o

Hepol &

e
J

EL
rlr
i
N

4171 (Sequencer) oAl A A dlojel& A4 = PgHez FAlsk Y, ofv] AdE A4E delH7t A
dd A FE(EIDE = vk wEbA, A7 B 471 MDAl 9
upojoj 2 A A WS, WAl (1) ofdell, A3 Alx

A7) A1 Hpolol 2 AA wA= NMF(Non—negative Matrix Factorization)Z ©]-&3} )

rlr
N
e,
&
%2,
9

o] 3

A el A, g7 B @7 G RAHNA Htolelz AA WWe, 37 13 mholojx AA w

A7) B B3 (4) Aolol, Theel BAE EFe 23 dolola AA AR FA xFE
i

(1) A7) A9 A}tz W 2 5] J9e A8 F Papd goow 44 F uololam AT

oAl 2
(b) A7) AAE FxE Jdgoz ulolojart AAR A7) Adst A 2 gizdt e J9E J5E AN
3t oA

A7) 22k wpeloj s AA A= 7] 1A wkelojx Al GAlelA Hlojoj ATt AAE AIbmel sk

L 3% Fxetd, 471 13 mtelolzs AA dA (dA (2) 2 (3) e e (D) WA (DE I 5 9

(i) A3 AE s} vz WE s Adstel 4% 345 BAdsh=s &7 (S3300);



[0062]
[0063]
[0064]
[0065]
[0066]
[0067]
[0068]
[0069]

[0070]

[0071]

[0072]

[0073]

[0074]

[0075]

[0076]

omn
J
Jm
Qﬂ

10-1841265

(i1) 471 AAE 2% F49S S50 d9o= s 97 (83400);

(iii) A7) B0 g9 NWFE S8k &7 (S3500);

(iv) 471 NIF =3 A2 5E vpolojx @45 A8k @7 (S3600);

(v) Holojz= AA & g9 AF PdS Addstes @A (S3610).

®E, A7) 23 vloloj s AA dAE e (vi) WA (viiD)E 2T 5 Utk
o

(vi) AYT e 2T WY e vEeld 9 ARsHE WA ($3700);

5E

(vii) ¥]5old J9& AAsE & (S3710); 2

(viii) 7] vrelojz=7F AlAE A HE 9 gz e A9 7teAE ALteE @A (83720).

S
T 25 o]gdte] dAaFoer MAued, ] g (1D AR (330), @A (2) E=E @A () WA (i)
A1 AAF (350), FA (a) 2 (b) EBE @A (vDOUWA (viiDE A2 AAF, 2 94 3) © (4) EE @A
(iv)e F9% @70)dA 4zt 3d = glom, doja oA (1) o]l T7} Hed A Alm 97 ME
ol 9} = AR 971 ML dHolHE FH|dhe BAE AR (310)00A4 F3E S 9l

FAFGI0)E, AF AR 471 4D delEst gz 1d 47 A deldE Fulshe tRow, AW, 4

19 2471000914 A48 49 AR 971 AL dolel B/EE dE AR 971 AD deleE #as

e W A0 A4 A A48 A4 A ) AT el e s s @] A i
g

L

L

nJlm m

g 2
s oldl, A Al f7] A dolE e tix AR 97] A dolEe = 4 Bl & 59F o],

mlmrﬁi_ﬁé

=%
Xﬂ Hoé =A471(100)14 2 A5 iz AEE 747 53] ¢ojge] 5439 Zl= FhE(Read Count)
7H HolHd = 8

ARE(330)=, THE AF AE 7] AE delE dix AR 97 AE delHE AMAL A
(Chromosomal Position)® ¥ =z <7] A<E dolge] & w3 (Read Mapping)d = 7+E(Read Coun
t)ell 71gkste], A WE 5 dxa HEHE AT 5 ATh(S3100, S3200). 7] HE THEEE, A7) AF
Alm 7] A4 dolg e tix Alm ¢17] AE dolgel A& Hol® slte] Bl J oA AAtEE AY F
A

B Ao ARgE mtEA, 8o "¥F Fx 7] AE dolEH'E 3 & HESE An G471 AE dolEH
2 e 7] dolguo] A2 Y FEE 5 G e 5 dAA R (B 9o dv] Ad b
& AAsh. A A ZFE HFE 97 MY doleE W= 37(build 37: GRCh37), hgl8, hgl9, hg38%}

2 HYE (A A, UCSC, NCBI ) 715 Alw Aol A3 58 Ad 4= U},

g B9, 34 AE E247](100)e14 2508 ¢ = FEEE 7HHva 7Hgetd, 2503 Ad AlE9 dix
AR M4d HolHE ZHz ¢lo] Solua Ay Alg dr] M4d dolEHet v AR @] AE dolge gl
dd9E 2= J} =, e

gEe 48 AN 5 Atk o, fE AeER, 49 AR @7 A deldst dE Am 9
A AAE Aolw shlel B Qe AdE & Ak ®@, E Aw @7 AL delEst
BARA QUi & ool 4YENE L2 G2 Ak TAGE AR, 49 A2 91 42 A

S Ao shve] v ool AskE o Qrh. TEam, AWE WE 2 g

T = (t1,t203 .. tes,t8)

N = (n,n3,ns,... N1, 7)

o714, T AT WEelal, N a2 #MEoH, tv= AT MEHE ofF= Bl d9¢A 9 g= 7hEE,
5 Zol(Depth)ol™, ni= thaEwr WEE o]F= Bl d9elA 9 2= 7k E, & dololal, k= Bl 999

FE gt o] o, Bl d99] Jie k= Al HA0l mebd dAE Bl 7] AL 999 s

se A # glom, sht oY k.

=
i
Lo

_10_



[0077]

[0078]

[0079]

[0080]

[0081]

[0082]

[0083]

[0084]

[0085]

[0086]

[0087]

=50l 10-1841265

omn

2L

| 1 AAR(350) 1z} Holo]lx AA GAS Fyss Loz AAE Add Wy 2 2 NEE A%
3 Ag PALS YA, PAE A PP JAdHZ 1}Fo] nlolo]A(Bias)E AAT 4= k. o374, w}
J]o} 2=, NMF(Non-negative Matrix Factorization)E E3t] AAE 4 o).

() AP e dEE WEE Agsel A% U YPSE A (S300)7 FAE 5 Ak, olw,
@f& Belol] we gHe 5] £oka osh 2rHS3%00):

[

84 2

" ={T.¥]

I ez, (i) A7 A4E A% d49s S5 JHoz v Al (S3400)7F 8 5= 9k, o] o,
7] EkA 29 AdE Pde) mE PHS = 63 o], JHE FEFo] slr] F8ha] 33 o] AAE 4 9
TH(S3400) :
914 3

I’:-f =

} e : ;.

L N T

I_T, A Vi .‘
A7, 12 499 Jiselal, ke B 999 Folal, b d(Boundary)E o|m|ghrh. ofuf, 1 JHe] Gl
p/Hel a7t EFhe o] dvkal ZPEH, k=lxp7t AHE F k. =, pe ZF 49 (boundary) HE ¥ |
A Fe Wl EAskE BAe 4 olar, p #kel W= 50~200 voﬂ/‘i Adeie ddolel 4o 4 9lvk. Zt boundary

p
A EAged, Gl S 1 1=k/p2 Ado AgEn).
oo, (1) %5709 JePim NFE Fashs 9 ($3500)7H FaE 5 it

NMF (Non-negative Matrix Factorization)¥ 3fit}o] 3HS H]%—’F 4 + )02 FAHE F e FdH, =W
(5ol 84 ) 4 H Uk dH)E JAFEd st WS vy, 2 doly Ul S35 54 F=3)
=d AFSE

MFE 4831, 484 3& 317] =8k2] 49} o] AHlE 4= vl &, 7} d9¥E=z FEH F8k 39 g4
Vboll NMFE A &3H 3}7] 584 49} 2h(S3500).

784 4

7, =[7,.N.1=WH

o714, V=n#*po]il, Wi nx*r, HE r*p7P HE2 (o] W, ne target P92 F, r NFA] AFEH+= ranks 9
ulg), NMF 482 RankE 22 1A3MH, 842 4+ F8h2] 59 o] ANE 5 3l

_11_



S=50ol 10-1841265

784 5

T, m, ]
oo é
DT ., [H. H.]|
oo toix e
s .. !H:x H:,:_I
; F‘—,, nrp-. i

Vs v, |

[0088] = C-

[0089] f,:fz}/i] 5& Eﬂdy TI)T‘:” W‘1XH1‘1+W,2XH2,1°]—1"’~, Nb+= W,1XHl,2‘|'W,2X]'Iz,2E :rL"é?l‘ﬂr*‘E Zﬂ\% oE]_ "F 9;1‘4 5E—§l’, W,1 B—‘]H
v Agy 9 % dxzy ¥EY $F 24 HEo, W, HEe AT W EE gl ¥EY Ko 84
dgjo|ty, aE|a, Ho 3 Hyoe AT ¥y ¢ dix=a JEdRt 242 FaX s 7keAoltt, =8, Hy 9 H .=
oiEE 0RTh w9 23S 7HAY, W T Hooe= Aol whegh 0o 77k &S 7HE 4 Utk NWF 573 & 23
B Hy 3 Hp 0ol 849 kS Hlwsle] vlolo]A @ A2 MWdr 4= v}k, waha, A7) 4284 53 NMFolA] rank
=2 22 1A% A vHlolo]A @4 MY WA (S3600)E oAEE ALY 4 vt

[0090] 2143k vhe)l o]l NMFE $8)8la b =

[0091] (3) mpoloj~ AA F F9H A PSS AATs= dA (S3610)), L

[0092] (4) 7] wpoloj 27t A AE d<H TRR(Target Region Ratio) WMEES FAH=Z FH sl e GAS =3

[0093] 237]

L

A @B B (De 257004 F8H= AY 5 At

[0094] 237]

L

A3 R (el GolAl, otelel #84 63 ol o 7h Hoith 2 A%, o Eol ot 09 ke
Ao, W7k geel Sol ok WedS ousEE, 0,8 A9tn 98 AATE 5 UrHS3610).

[0095] E SRR

[0096] =, W7k 0o ke ASol, Hh Adel Fol 84 WE, F wolzghe suelnz, og ¥dse I
o Aoz vojolaE AAE & At

[0097] vl 2, 48k 73} ol H, 0] Hy BTk 22 A, odE 59 o] 0ol 7[7% Ao, Wb dzxzdtel &

Hy 1
o] 82 WS SrFER, 1, & ASEy FPS AATT 5 ATHS3610).

_12_



[0098]

[0099]

[0100]

[0101]

[0102]

[0103]

[0104]

[0105]

[0106]

[0107]

[0108]

[0109]

SS90l 10-1841265

T8 7
Hy,,<H,, 97z,
1, =W;1X 11

N, = o< H,+1T < Ky,

=, o7k 0ol 77k Ao, Hy /b bl So] 24 ¥WE, 5 wmojxgle ofujojnz, o|& XFshs &

S AAGre R vpolo] 25 1Ak o ® AAT 4 Ut
g vpep o], B el o AAjefo] wE npolojzs AA W, AFT HEo} t dEdl e A3
e P JdElz Ui, JAHZ wo]=9l nlolojAE AAT T o2 g HeToen HE JAd|
A dEH o R npololas AAT ] wEl B W% st EAE fld AL, FHe SelHom
A ol btololas R A wet AAE SAF WolE detsted RS Y AUt

A oz AAF T

n
&
2o o

(a) A HE 2 dza WE o H|5o] JAS 7hzh Al Fapd Jddoz HA3le] wlojoj2E A|AS
= A (83700, S3710); 2

>

(b) 7] A Tzpd gl oz npolo] 2t AAE Ay AT WE @ gz wWEe] gl 22 A4
8= ©A(S3720)

& Fste] #ddE 5 .

oA (2) AT AE e} gz HE 7 BE
SAI(S3700, S3710)0 lolA, At #E e}

o Y 5 Yok,

ooz MAstel ulolo|~E AAs
of 92 By £o4 8 W 14 9% F

i
=
3]

-

814 8
., ST,
W = X, o=t
= YW,
74 9
1T < &

Z, W, e wsel, W, e gol W A& AX, = FE ax Wed] wse] So i WH9 gol
S Ae 91AE sk, Y s APE dEd e wSe] G onjshA Hrk. £844 9} g
o, B4 Ao AL 9AE ANT £ Utk F, Solgte] wlEo] ow HPT thawol FA
the Ao, ol 2 AW ggom Adw & Qv oldA, £84 § L £ 98 Fatel T Y
of AuE A, 71 FEAH 10 W FH Lg% gol, TAE el Wt e WEHE -2
wagomd, A9 ok WEd goat ol A 24doR AAGES A orl4, AdT WE 2 o

_13_



[0110]

[0111]

[0112]

[0113]

[0114]

SS90l 10-1841265

7814 10
b Fa
T -1
T L=l
L =" =L =
y-!‘ 7:”"'» ;
. ©
L2 _! -7:” 4
T4 11
N N
N -1
L4 -'. 2 __1
N, = SN, = :
.N:‘“-.g .'\,';-?.
N N,

(b) 471 A8 FApd g om npoloj 2t AR 47| A3 ¥ 9tz 9He d9d tsAE AR
she wlel slolAl, AR A Qdelewm vlolojart AAR 47 AW Wy 2 GaE wee] Jod s
= = =u

= 0:1 =

= | )
ZTAE AASFAL(S3720), wpoloj=7F A AE 9 H TRR(Target Region Ratio) HEHE d9gH=Z FH s}
N

& 5 ook (37 #3410 2 1A, pE | e 9 2a AFE oudt. 1,9

So] o vz e AT d9HE 77 oujsith. oAl @ehd, e 10 2 EH] 11014 eF 2ol
FAE 7HFAE AAAE 284 129 Ze] 99 TRR ¥ E (RN} =
284 12
TRR. ., YN ,T‘Tzn

R

TN, ZT N,
o]7]A, TRR(Target Region Ratio) WH &, A3 Als 97 AE doly e AT HE, dix Als §7]
AE doly v ulxa WEHA X3 Hojx el Y ol Yxste] AdE 4 k. ol€A Alitd
G99 TRR #EE J9dE= AFHA sh7] A 133 Zo] AAHE D}(535‘300)(”7] e 12 ¥
13914, b 9 (Boundary) S olwldhal, 1& el AFS on|atar, TRR, &= vlolo]2E 1xbe} 23b2 A A%

wo] ool TR e ofvjaeh):

_14_



[0115]

[0116]

[0117]

[0118]

[0119]

[0120]

[0121]

[0122]

[0123]

[0124]

[0125]

[0126]

[0127]

S=50dl 10-1841265

74 13

TRR, |

TRR,. |

. |TRR..

TRR =|"77%

|7RR,. |
FET vel Zol, NIFE Fae] 1440 uolojart AARRL, Fapd G99 AAGoRR 2xH 0 ol
o}x7t AAE TRRE FF AME FAF o] B, GopEm SoHQl wolojAE AAGAY wo)2E 9
A F AFFoEM, dd A% @ UPRE I/ F Qa, ol B 7 R E 8 FAxste] Ayatt.

A (A1F A]&: HCC1143 Cell line (ATCC), Wiz Al&: HCC1143 BL (ATCC))oll AoiA w}
Fo] el 949 ol gk TRR WEHE =AIgE T2 Z2A, (a)E vfolojaE A ASH] A9
St TRR W E =AI8kaL, (b)e 1zF Bvloloj AlA E 23 nlo]o]~ AAE ¢33t F2] gl

R WEE Z=AISH. o37]A, (a)9k (b)E vusle] B, Zhzhe] oo H=E TRR W9 F-io]
M7 8 ZHo] e AL & = Ak, =, (a)E vHlojojAay wo]Z7} Wol AAME Bx¢ W

HAE, (b)= mlojojx B mo]=7h AlAE FHoluz, AAME HAlg wWole] Aol nr

A (A8 Al&: HCC1143 Cell line (ATCC), Wz Al&: HCC1143 BL (ATCC))oll AoiA tf
F3t oz nloloj g AAGT Fo Bl Y Froll Uidh TRRS ZAIS X2 A,
(a)& wtoloj=E AAS7] Ao g7l 49 Fo gt TRR HHE ZA|S 3ol
(b)= SVD (singular Value Deposition; A 93 Zto= 1=1, = 1709 Singular valueE AAsIYS
2 A1A Aol ds|A dFAA nlo]oAE AAT F(F, UA AAE WHEAA A (2)9 A% FES
HE s A (WA (1) (S3400))E A8k NF thalel] SVDE F8ste] vloloj A~ AA dAE ¢
22F mlojol s A A WA(S3700) & A Z2)] B 4] ol uigt TRR WEE =AIS Aola,

~
0%

(c)= NWF ez dA ool s Aol nfejojxs AAZ 5 (5, A AlAE BHelA EA (2)9
2% FEds F9EE e & (A (11) (S3400)) 5 Alefstar wpolojx A7 @AE s skaL 23} njo]o
2 A GA (S3700) 5 TS Bl 9 ol v TRR WMEE =AIRE Zlo]aL,

o
=]
o

(e A AAE vFeF o] NWF WHo R zF oddd=z 13} vlolo] A (S3600)2F 23} vfoloj A (S3700)E A7
3 Fo] g2 949 o giEk TRR HE S =3 Ao},

7] &= 89 (b)e] SVDi= ofefe] FFard 1-8¢l oJsto] a3t

n, = (M1, M2, » Migk)
n; = (M, a2, v Tyr)

my k ny
Kk
]ﬂm ny

_15_



S=50dl 10-1841265

[0128] <Fu4 3>
1 N N N
== myy ., My, ", Myg~1,
s N =1 (=1 =1
[0129]
[0130] (7] Fad 1-304, 12 1 HA dx ARE 9ulslaL, o] A WMEZ on]dla, =
iz A5 #F xR MEHE onsta, N& tix 859 /5
[0131] <#FuA 4>
. n, n, ng
t‘l - ‘;_—“: -;:-l ave —r_—
[0132] 1 2 k
[0133] (a2 4004, t,2 TRR #MEolar, ni= A8 Alg AL diolge] i XA g= J&EQ Folal, riE &

[0134] <Zka2 5>
T = [, et
0135] [t; ¢ ~]
[0136] (FFar2] 5elA, T+ #HE ofgo]o]al, ty, tg,...t
[0137] <z 6>
SV, 0
T=UzvT,z=|: . :
0 - sy
[0138] set sv; = 0,where i = 1~1
[0139] (22 6, T USV 9} o] sisg 4+
2,70 o3& 3] #ad 712 AHH)
[0140] <312 7>
SVy 0
T=|: ' :
0 - sy
Z 2.j=15Yj
T sv;
[0141]
[0142] (F32] 7914, 0.1<r=0.6°] =% 7 222
[0143] <Fa2 8>
0 . 0
0
T' = U =
SVi+1
0 . sv
[0144] k

2
T UET WE i XA B AR ES

Folar, a4 4-89] kiz EAlel F4D)

v TRR #jEfelrf, N

_16_
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[0145]

[0146]

[0147]

[0148]

[0149]

[0150]

[0151]

[0152]

[0153]

[0154]

[0155]

[0156]

[0157]

[0158]

(a2 8olA, T'= wpolo]x A7 -] TRR WElE ov]3h)

T BollA AbHel &E X EAG Wolrt = e diFiAE "T'E VST, "R BU|EHA] S FAddA
& do] &A1= TRR #2 False positived 7FsAdo] =t}

= 89 ()& T=
A4 wWol& 2dst] ol|
7ValA R, VS

H 999 TRR #hol S7hstal, T2 HAEA w—}%
T Aok (D= (o)ollA] A+ Al

29 o9 71%*& W2 TRR #he] e 3& & 5 glof nloJoj~z a) AAxE
() T2 BAE GYellA] TRR kel S7hsl HAG wWe] wae] v F
2 AA &= 2A &k (o (4 (bel va T2 FA
B9 TRR #42 #Aste] wpolojz~rt AR AAHE e &
HA ke dde] TRR #e 92 gasta, T2 BAE Jge

TRR #ol 6% S718te AL & 4 du

u2lA] NMFE o] &3te] ZF AR nloloj2~E AA A, o2 Wio] vls] AAE EA4 wole] el Hr}
folalde & 5 Ut

A7) Hd BV AE BAE 95 A AA]del w2 gl 47] AE 4ol nloloja AA WHE oA
Hog Awsly] 93 F2 ZERoltt. &= 98 FERSW, ulolojx AA HAAE, fHA MG 2£47]
(Sequencer)ol A AAHE A AR @7 ME Holgel g AR 97] Ad dolHE $A13HH(S8100) .

aejal A, uteloj 2 A AAE, FAlE AE AR 97 A dHelHe diE Als 97 AE dHelHE dA
A4 9% (Chromosomal Position)® ¥x F=z 7] M dolgo] zl= u]% (Read Mapping)d == 7}LE
(Read Count)oll 7]wksto], At #E 2 s FHE A 3HTH(S8200) .

B3, wlolols AA A, A4E AT dE F dix dWEE 29 2% ddS A6k, A8 A%
FHE d9EE o] vlo]ol2(Bias)E AIASHIL(S8300), wioloj =7t AAE A FHS AAGStaL, whol
oj27} AAE ¥ TRR(Target Region Ratio) WEHE JAH=Z FHesle] 22 3H01(58400).

of alA AHEA opd Alge oA

olgh #& = 99 B 47] M RA A 9] wfeloj s AlA Y =1
WA = 8& Edl B 971 A wAelrfe] wholoj s AlA el diste] A W8 sdsAY dHE
WEomRy Golsl F5 7hestnz ojst dH& AFetes 3

E, e ds A7) vtelols AA W] WAS ] A% AxRS AT delM, A7) A=E
&, 71 ke e wlE FdehE, FAIR(310), AAER(330), Al 1 AFR(350) 2 EHF(370)E EF
F AL, AR Al 2 AAF(390)F F/rE EFEE AFH A="Hd

e o B4R 971 AL B4l oM, A7Ig wheh & woloj s AlA WS sdshs WAE 2t
=, B 7 A R4S A9 S as o TE Aledd

A7) wroloja AA Y EE olE XS HFE ¥E UHS AFHA o8 AHd rsteg z=o
(computer executable instruction)C2ZA, X% AFE #AE 7153 wfA] oA AA A == REHO
d g/EE AgE ¢ A, o7, 2 "HAA ZAE HRe stedloldd AjtEe] FdE 4 vk A7l
9ol AFE, TF YEA (multi-purpose) CPU, ASIC(application-specific integrated circuit) T+
st=-gtolo]= X (hard-wired device)®t @2 SFstAl AAE s=dlo] s AL E nlate AY
om, o]3t AMEEE &o] 'HFE'E olES FAHN AT AY F U,
7] mlolojx AA WY T olE XSt HAFH H5
??} A% v Al AgE A
A =gt 4
uke} 7HE upo]o
TR, o 3
T N olde] R oste] A = Q).

dlolols AA W EE olE el AFE wE dwel wAE WA 9% P

@3}3 7bhedt T2 2 (computer executable instruction)®] 5% HFH 5 b AF wA (e 7]

_izi

ﬂ

4 &%k 41 o

X0

]_

HU olr rr

oo T JH‘I r1ru
ox K
)

N

i
% —
of
-

!
A%+
2 AA W
] A}

w2 g ol &
n'c)
e r?L' r?L'

> O
i
2
s
o
N

A7) AFENA AW bsd ZEage AFE BE ASS A A (a0, Wz Bl AgEa, sh
o gel ZzAN ol THE 2ZEdZ AL & vk QwAoR delzl whst gol, E2AME st o



[0159]

[0160]

[0161]

[0162]

[0163]

[0164]

S5S0ol 10-1841265

o] HEEZEZ (controller), A2 4 (calculation unit) 2/EE HFEH Alagle] vt §Y3 AFE AL,
X*éif?} Ho(firmware)ol] o]2d 4= o). 7] T2 a3o] iiEfﬂﬂOﬂ o] 21 ¥]+= 7-%-, RAM (Random Access
Memory), ROM (Read Only Memory), EEPROM (Electrically Erasable Programmable Read-Only Memory), %Eﬂﬂ
w22 (e.g., USB(Universal Serial Bus) ™ X=2], SD(Secure Digital) X2, SSD(Soli State Drive),
(Compact Flash) ®WX¥, xD Wixd %), A7) t2=, #olA vyxz, == 7g A% wA e ¢& 7FH JJr
E7bssk A wiAle] AgE ¢ Advk. AV AHFE 8= vbsd A viAled AgE Z2a9 e /\4_‘5:‘?]01
=, ddd, A, 984, T AE T3 22 EA A AdellA, 5‘5% AFYH #5775 Ham, EH4
= SIE o}

gholB. 53} & Fi& WA (transportable medium)E £33+ AL Ede= RE FAH A H&‘ﬁ% &3t

=
Y

2 48 gkd 55, < (operation), &, EE, T =g,
= E ZES o9 X3l FAE F e VIHeEA FEH
F k. 3= ]0101]1 ?ﬁﬂi A, 55, A4, 718 59 d4F e dyU 439, w3t 74 =2
(custom IC), ASIC(application specific integrated circuit), FPGA(field programmable logic array),
PLA(programmable logic array) solA &= = At}. AT Eo]or FaAHE= FF, 2ZEY o= 7] ¢
24, F Yz, e uE A% wiAe Z2 sA" AFYH d5bed viA, 7“‘1514 RAM, i ROM HE&
4 MR, ZEAA, St= tia EgfolH | F tad SfolH, Ho|XE Edto]H Fo AAE 4 gl
Eg, A EO =, g, AFH #5rked Haad e vE FdE HAFYH A dihESs 3 3

H Ad wHSs Fal AR e AFH AlaEe dgdd 4 Q).

F7) wpoloj 2~ AA N, HIFE ws wE, 209 9 A oo thE H-8(general purpose)
= 5 54 HFY A28 3 e FROA +9E F Y. A } Jolz AA W, AFH F5 W,
z2as 9@ AGuAE Aol Ader HFY A2=g, B4, d/EE F2E O7d, Had HIFEH(PO),
AW HFH, Fd€& =5 fHg(laptop) FA, HEZZAA A", U}O]iii AA =715 A28 AlE
vk I 97153 (programmable) 7FA (consumer electronics), WEY A PC, WUAFE, HA=Zdd AF
H, 9/EE A7 Al2E e AXE X3sta 2 UEYAE F3 d4" 94 A FAXEe 9 3
&= B4 #HF " (distributed computing) 7 & X 4 o, oo AdHA F=vh. FF AFHE @
R B 5}

ARY B9 wROlA, a9 vEe dud A% 30E T9E, 27 2 94 3% 4% 0
Z=~ o)
-

SrE AR BEASS MAS E£FE 5 Ak AR BEASE AL AR o
Q
[e]

3l A+ 7hestal o8 7hed wiAld & AL H‘j‘ oAl som s v, o)EAd (removable) W%
o E]

S 2 J 2 |
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