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Germline OE(L 7R Z F v T 72> TRKRICHET
BHEE, N EZTEDOY S WEEENH S Z &N
I FBBHEN, BRREREEREY X7 729 2 2N 7%
HHZEOE/R L TWS. EF, TOSNPs Fv 7%
BRI T ORZIAZ T, array comparative
genomic hybridization (aCGH) 7—% & LT7/ L3
E—HOHEEICH W B9 EE < i S, HICH
AR 1) % somatic 2 I E—HZERTH S copy
number somatic abberations/alterations (CNA) Ot
EICEFHETN TV S, DAMIICET S CNA DfF
EX, FPEDBELF D loss of heterozygosity (LOH)
RN DS ENTVSERIC, DAD driver
mutation DYERICBIF BHIFRICR D EEZBNTNS.
FHIZ DNA DA FJULRR IS —7 28— (NGS) %2
flio 7z AD single nucleotide variation (SNV) £#2RIC
BT, DABFARBIARICIEA L TOSIEDABOEIS
ZRDEND T LNBHD, NGSICHANTLIMi% SNPs
F v X BUEMTONZ LMD S.

Z T TAMEH TIE, Hlumina O SNPs F» 7 &k
BT =2 SIEMAEIDIRAZEZE LT CNA Tl
T FULT OREZITY, HIcINbDY T ULy
KT — ZHA E B CRHiZ 1TV, CNA Tllo7:
SO TITA ViR TZ ezHNE L.
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SN DS AT > 2 — WZEAT 50 TIRED YT HETEE
W DAY > 2 — W28 7 THREL S i E
VENTD A > 2 — SR BIGEA Y =y b E
VNI AR > 2 — IR BEURE AT R

2 XERE
2.1 Somatic EEDIE—EIHTE
2.1.1 Sun et al. (2010)% (GenoCNA)

genoCNA &, IEFHMKO > 2 I 31— 3 0 2EE
L THAMIIEID copy number variations (CNVs) 35K
U copy number aberrations (CNAs) Z73#H79 % 728
DT Y T L TH% genoCN DK EE (genoCNV,
genoCNA) D 1 DTH%. genoCN &, Tlumina O
SNP 7 LA b 1T % Log R ratio (LRR) & B
allele frequency (BAF) ZAJ1& L, MAMIITORA
D SNP O a¥— e B n T RORZRMERZ )19 5.

genoCNV & genoCNA &, CNV & CNA 7—& W
MR8 I ATHBHT L, MU CNAT—RT
DIEFHOa Y 2 I 31— 9 VOB BEEERL TR
BRBRFNDIEZEINTNS. T TihX%B genoCNA T
W R—EED SIS E NI IEFHR OB R 72 AT
ICHWS T ENAEETH D, IHTREROBIEE &K
BT ENAEETH 5. genoCNA Tl&, % 11<id
LTz 4 AE—EX T2 H/3—7 % 9 state D hidden
Markov model(HMM) % W T Tl &7 .

Rk LTOUMTITHIS LIz i(1 < i < L) HJHED
SNP 71—71ZDW\C, LRR, BAF, [R1UIKRE, KU
IERAHD G5 N8BT HZZNE Ny, by 2
NG g &35 ELER
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# 1 genoCNA THEHLN T2 REIAD 9 IREE. ZRBI(AAB) &, DAMBROBIZTH A LIERHRD 5 O@n T

ABODaVZIF— 3.

State ID  Copy # Description genotype
1 2 AA, AB, BB
2 2 only homozygous AA, (AAAB), (BB,AB), BB
3 0 both alleles are deleted Null
4 1 hemizygous (AAA), (A,AB), (B,AB), (B,BB)
5 3 (AAAAA), (AAB,AB),
(ABB,AB), (3BB,BB)
6 3 only homozygous, 1 allele is deleted (AAA, AA), (AAA AB),
first before the other is amplified (BBB,AB), (BBB,BB)
7 4 simultaneous amplification of both (AAAAAA), (AABB,AB),
alleles (BBBB,BB)
8 4 only homozygous, 1 allele is deleted (AAAAAA), (AAAA AB),
first before the other is amplified (BBBB,AB), (BBBB,BB)
9 4 amplification of one allele twice (AAAAAA), (AAAB,AB),
(ABBB,AB), (BBBB,BB)

E75%. TTT p(zilzio) EERAOVIREER] O BB IEZR T
HB. £z p(rilz) KO pbilzi, i) EZFNZFNLRR &
BAF O J1f#E*R (emission probability) TH b, R
RENGZ 5N T TH S EREENTNS.
HICIERHKOaE—#d 2 TH o MAMIEDO O —
BICOWTOHRZ L 25 RN &, IEHHEOE
RN AR OB RIS B2 5 2 % T & DMK
EENTVS.

BishER

BRMERI -1 &HOTa—7¢ i ZHOTo—
T OHE d; £ LT,

e for k=3

p(zi = klzio1 = j) =
ajr(l—e M) for k # j

ERINTWVWS. TTTajr(k #j5)&, jHh5 5 LUHND
NRITER T 25 G OEBHERTH D, 3, a0 =1
ThHsd. N FHEIHFRFICID IV —DPKTETS
INTGA—=R—TdH%. B &S SNPs 70—TJ R TOD
IREERIE 1 BN E T 2 IRERENTED, /27
00— 7 OB EEIN TV B 511 Markov iafg 72
HARZ—REEZTLICLTWVS.

LRR O HRER
LRR(r) OHITHERIZ R0 N O, FEHE(R
72 o DIEDE ¢(ryp, o) DIEAICKD

1
p(r|z) = WT,ZR_ + (1 - 7T»,«7Z)(b(’l“; MT,Z)O-T‘,Z)

EERBEINTVA. TTT ., ERIIREE 2 TO—k
B DIRAEER, R, ¥ LRR OHfiAZEZTEE, u,..
& o EENTNRENIRE 2 1CHBF S LRR ¥ 7L
OFEE L RATH 5.

BAF O ApER

BAF (b) DHIHERICOWT E IR G785 X —
2— 0 = {p Vo KR ZE 3 OIERIIE ¢ (b; 0) (%R
B ®(b; 0)) DIRAFIC KD

p(blz) =mpI(0 < b < 1)

H,
(=) Y [wen (3 0.) O<V<D
h=1

X ®(r;0,.5) =0 {1 — &(r: 0, )} =0

EEREINTVS. TTTm, BBRAVIRRE 2 TO—HK
DOEBHR, 1() 3HREE, H, 3FENIRE 2 TO
BRGY CRIZ TR OB, wy, 3Z D h BHHOKT DE
Hy 0n = {twzn,0bn} (& h TEHDOKD DN LA
HRATH S (B THIE B allele DFDIEICNRS).

wp, (&, EFHHBEOBEEFRUS DV TOEIRD RN
BAicid, B allele DEMPTOMHEITHE DN 2 I
DAFIC K> THRESNS. EHHBROELE O
WMMEENBERICIE, ZAEVTII—REZHE
SITHEBIEE NIzER DT & M NHEROREM DN
% (Supplementary Materials B.1 ICFRRE N TN 5).
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AT =21 X = {,74,bi, \j,gi} THB. TTT
T H—THETHO, g &4 T3> THS.
HEETRENNT A—ZIZ,

O = {Ty 2, flr 2, Or 2, T 2, b2 hs Ob,z ks Gk
THH, Baum-Welch 7))V 3 VU AL K> THEE 2115
TW% (Supplementary Materials B.3-7 ICafah). [,
HOMDINT A— R =T DN TUIE T ¥ —EEl 1
DRI KO E—DfEE U, IRt FEEEIC
DV TIHIREREICH D ETEHE LTV EEDEH 5.

HEEINTZNT A—RITFHDNWTEHHRINZ KL D
SNP 19 % O ¥ —EN Ui 7 IO IRAED % il
WA 1 TH 5.

7075 LRE
genoCN 707 T LIE R D8y r— b UTHE#EX

NTHH, FEARMDRKEVEFNICOWVTIE CFF#ET
AR ENTVS.

2.1.2 Loo et al. (2010)% (ASCAT)

ASCAT (allele-specific copy number analysis of tu-
mors) (&, Ilumina ® SNPs Fv 7 S5HITIEN BN
AAIRE & IED AMIFEZNZND log R ratio (LRR) & B
allele frequency (BAF) 5, AVAMIRE & JED AHIRED
AL & D AMIEDF ploidy ZH#EE L, A allele
& B allele DAYV —HZHEET % . #EETIROREE,

L. IEBAEDT— 2N ENTHOD SNPs ZHli L,
T D SNPs Z2{li> THABDT— 221 T A b
{9 % (allele-specific piecewise constant fitting;
ASPCF).

2. BT AV MERN S AL IED AEBDIEE L
e AR D ploidy Z2HERE.

3. Allele O O E—E7ZHEE L, reliability score 2
A

Ths.

WAMIEDE 7 X > FMEE (ASPCF) Tl&, Ytk
LN (2;) IS ATE n 8D SNPs 77— 2 N 5135
N5 LRR OHEE% {(xi,74),i = 1,--- ,n}, BAF Of
&2 {(vi,b;),i=1,---,n} LRLIEE,

Q
1 = Z Z [w{n — ave(rs)ser; ¥

j=14€l,

+(1 - w){bz - ave(bé‘)selj }2] + AQ

DWERNCTEZ X DI QDT AV FOKES I; 7k
5. TTCEAwIETTAIVETO05, ave(rs)se,
T AV I EEANTOFEE, XF)VT o HOH
HA>0ETTAHIVEA=50 LTS, £/
YT AYREELT6SNPs 25 LT V5.

INAEBEIEIMATRDLEE R Z p: (1 —p) &L, DAL
D LTS ploidy % U, & L7l LRR & BAF 57— &
ZINABOD A-allele D I E—%%Z n,y ,;, B-allale O
E—&%Znp, £LT

ri = ’Ylogg{2(1_p)+pénA’i+nB’i)}v (1)
1—p+pnp;

b, = 2 2

2—2p+p(na;+ng;) @)

EETIULEST D, TTTU =21 —p) +p¥, TH

D, yIZHEBRICE > TIREZNRTA—2—TH5
(v ~ 0.55). 1, X (1), (2) ZIEHEMEOATHNL
ZnEN

NA;+NB
ri = 7logy (“ATTEL),
ne
b, = _ "Ba

nai+np;

EHEINS. TT T germline TDO CNV (M L 7z
PRI ET =2 B1E56N5 r, LU b, £T A2 B
Tz fi->T

. p—1+27/7(1 = b;)(2 —2p+ p¥y)

nNag, = )
p

. p—1+2"/7b;(2 = 2p + py)
P)

ETHITS.

AJ10D A-allele T B-allele (& Illumina AMEE I
R 7z allele TH D, i AD haplotype 1&F > % L
IZ A-allele & B-allele DflAGHEICIZ S M, ASCAT
OHIITIRE T A MFICHERT 2 aE—E LTk
MEFRIRCTERREND (Frft > i) BRTH B, Xt
MAHIRIDHDT— 272 A)13 % T & EAHET, 0D
BAid ASCAT ICBBENT WS F v TERZIEE
LCIHT9 %.

2.1.3 Liu et al. (2010)% (MixHMM)

JEMAEBOMBIANEA U TRRED D AEBD Tllumina
D log R ratio (LRR) & B allele frequency (BAF) 7»
5, 7Ta¥—FTOD 20 state D hidden Markov model
(HMM) 7% W T Viterbi 7))L 3V X L CIRREZ RE



T 5 EmTH 5. FRC germline D7 —ZIFFHL T
AYA4AN

& BIREE i M SAMDIRAEICER 3 % HMM D tran-
sition probability p; I&, m; ZIKAE i DO MfESR (Z C
Tl SNPs OEIF) &5 L,

pi=(1—m)(1—e L)

LEFRTS. TTTAIX2DD SNPs DM (1
B)THY, Li = N(1 — ;) (N WEIRAE ¢ A3 < FH
E)TH3b. TD p; ZHWVTIREE i H SIREE j NDE
BATHI A,

Az’j:{

&9 %. —J7 emission probability (X, LRR & BAF
THRITH B e L, K& 25 LRR OHESE r A
XN BRI,
()
OiR

EREFKT . T T T 3R fluctuation ML %
% (default 0.01) ZEL, e(r) & r fHICHKIFT 52—
DOIEFREIEREL, ¢ FEHRDMTHY, g o oir
(FIRRE « D LRR DL HTH 5. [AFkIC BAF O

emission probability (&,

ifi=j,
if i

1 — Pi,
PiTj

Zl;ﬁi ™’

(1-7)

OiR

Pr(r|i) = re(r) +

Pr(bli) = re(d) + (1 —7)
X P2 (05 tisons T50,) + PS5 Hisoss 070,)
+pApB{f(ba Hiens 0'1'2,6,4) + f(b5 Hieps 012,65 )H

CEETDH. TITToa, opld germline TZNZFN
AA, BBHI¥, e, ep & germline T AB HIZRDEE
TGS 2K, pa RO pp ZEFHOD allele SHEE
ThHY, phU ol ZZFNZTNDIRED G L N TH
5. WEHREKE f I,

¥ (Z2) if b=0,
flosp0?) = 1= (2) ifb=1,
% (bjT") if otherwise
ELTW5. TTTy RIERDHORBEHBEET

H%5.
EEAIE ORSICOWVTIE, EENSENIEE
% p & LT LRR Dfii%e

Ry =pRy + (1 — p)RM

XL, [EHEHMID50%HEE Ry EMNARMITEN S OF
5. Ry MZENZFHINTIC log-normal distribution IZf¢
2L LTETIVET %, [ARRICEIZ T g D BAF %

bg,m = wnbg N + wrbg T

EETIVETS. TTTwy = pny/(pny+(1—p)nt),
wr = (1—p)ny/(pnn + (1 —p)nr), ny KC nr 3%
NENEHER DA TOIAE—ETH%. B by N
MO by FIERIARICHED ERET 5.
FBRDAS17—21&, BAF 0.5 HIFRICIE S K
SICHHEES) L, HHIC LRR & GC &HRIC K B HE Y
2TV, BICHBICE 5T 1 copy £ LLIE 1 copy TH
HzEE L ETY T VoY 2T %.

2.1.4 Li et al. (2011)» (GPHMM)

Global parameter hidden Markov model (GPHMM)
WX AMIIED aneuploidy, IEFMIEOES, GC&AH
HICK D blaszEELIaC—HdtEY 7 b7 T
HB. ASTT—=2ED A& IEMALRD Nlumina D log
R ratio (LRR) & B allele frequency (BAF) TH%.

HMM O state (& 5 TE—F TICHIG L7z 12 JREET
&Y, signal fluctuation Z45E 9 2Kl IKEE” 07 (A
AR loss & [AIRRDIRAETEWRZEN I & L TR
LTW3) ZhATWwa. GPHMM TiE, [ERM
DHE|E w,, LRR baseline shift o, GC G ROEM
h, LRR &MU BAF OEHE(RE 0, 0, D 5 DD global
parameter ZFH W TETIVEL T3, HMM DIRRE
hY ¢ DRFD i FFHD SNP O LRR AV I, & 75 2 e
i

li —{2logyo % + o+ th}>
oy

1
f(li|wsaoa h,O’l,C) = _¢ (
o1

9%, TTTo(x) FIEHD M, g 1EZD SNP 2%
HI570—7DGC EARTHS. y. & PFEHIE—
BT ye = wsng + (1 — ws)ne, ng KT n FNFN
EHENOPAMIRTOIY—TH%. [[AEEIC BAF b,
&,

_ WsnsUsp (1 —ws)neter

Ye

f(bilws, o, ¢) -
EETIVET D, TTT g IREE c I BT % s
DO TH O, po(k) 1 TBIETH k ZBHT 2 FHai
R, wgp MO ue 13 FNFNUER M ORI R A
Ml B % BAF OHERHETH 5. 5 DD global pa-
rameter 7 EM algorithm T7—ZH HIREZIC HMM
KXo TCa—EooHEZTITS.

)



V7 h L7 Matlab/C _ETHEIfEL, 7% SNPs D
GC &R BAF IE PennCNV? O r—IIc &
EFNTVWABIERZHAVS.

2.2 Array comparative genomic hybridization

T— 2 DFIE

2.2.1 Diskin et al. (2008)")

Mlumina & U Affymetrix D &5 50 SNP genotyp-
ing array D7 —XICDOWTEY / L ETO SNP i
AT LTenA 7V 2 A B — g VHEEDZE ) F
L5NTEL, FE5IE TN Tgenomic wave | EFEA
TW3. KX Tld genomic wave IZHEKT 57/ L |
DJRFTIE T DT — 2 EEOMERE, 7/ L LD R
R OB 2170, #IEFEIC DV THE 217>
W5,

Mumina (HumanHaplM array, HumanHap550 ar-
ray) U Affymetrix (Mapping 500K array, genome-
wide 6.0 array) ZH\W, 1O array ICE log R ra-
tio (LRR) I genomic wave M¥E4T 2% T & AR E
Nic. B/ICT / L EORmNE#E LT, GC ah=E
(%), segmental duplication, HInF3&, =7V V3
5, HAIRE, Bn PR & OB 217> T
W5, FRTOFRER 1M ETO GC &E# (%) & LRR
EDOHBIRBM SN T ENRWEE N

% 7z Ilumina HumanHap550 array 7 WV THIE &
NIz LRR EIZDWT GC B = (%) BRI T+ 7
@<, 2AT 1 T MO TERERRZTT> T
W5, HIEDRDKE DNA &MV HEEETH 5 750ng X
D DIRNGEITIER Y T« 71l E, 750ng KO 2V
AW A AT 1 T LV S FRZ/TVS.

Genomic wave D482 %[ LT LRR HZ fili k9
B7cD MAADRE—H—m5HWIAEL & 1Mb
DLE#EN Tz m D~ — 1 — 7238 R U CRETIC N T
V5. FEOMIETIEH T m D~ —7—00 LRR f
Li(j=1,...,m), Y—=h—ORUDE1Mb TD GC
ShAE (%) ICXD

Lj:Oz—I—ﬂXGj-i-Ej

LIENRET IV EERTS. CTTa & BIRETILIS
A—=R—THY, N FECKOHET 5. 72721
KEXITE T TS CNV O 7kt 5728 LRR i
& [-2,1] DHIPAD L DZEHL TV 5.

ETIVNT A =R =Tz RDTt%, B —H—Il<xHL
THEADZE 1L Mb O GC FARICHDINTHHRE NS

LRR EZHEHT 5. Bl LRR EL 5 EN% LRR
725 N fl (5%72) DE SNz LRREE 75 %.

WIEDOTFH XX PennCNV S r—IJUcE&FEFNT
Wa. ARV 7O e L THITTER Tl I LK
U PennCNV ONEICHAAE N Ty 5 L LT
fEFREETH 5.

2.2.2 Staaf et al. (2008)% (tQN)

INlumina genotyping array DEIC I THIED
dye DEWICIEKNT 2 EEZ 5N 7 U IVEEE DD
HEWICEH U TERLET VIVEE DFIE /T (tQN)
IKDOWTHRIE LTS,

Hlumina T ERE DB FEOXEIA 772 A allele
BXU B allele EFFATED, BISLENcdOCRE
EENENX, Y ELTWVD. INHIEINY T
WM 2 HOEX A (Cys BXKT Cy3) DEWVICHIG
L7286 DTH 5. B LI NIHOCHREME X, YV I,
BeadStudio (¥ GenomeStudio) i< & O FFRITHEE N
ZHOCHREEMN B FLESATREZR 77 V) )USBE DI L 755 K
BB EENS. UL Liahbes / L 0D SNPs
W9 % 7V IVIBE DRI IZEN D> THD, T
DIEWZ quantile normalization I &> THliET 5. 7z
ZUDMORHE E X DVNEWEDITDWTHIIEAKE
TEDLEGNHD, TNEPTeOMIERDMHEIC B
ZRELTWAS. Ol X, YIS U THIEMED 1.5
BREZ AL, 15X, 1.5xY ELTW5. X
Wk ®) TREN TV BABIZ X 1 Ichs#k L7z

%% SNPs @O LRR % BAF ZHH 9 %I idHiiEE hiz
7T A= TH S 728, HapMap ¥ )
(Ilumina 300k version 1: n=111, version 2: n=120,
370k: n=123, 550k: n=120) ZHW T reference data
set ZTER L T %.

tQN & R & Perl TrtilhENTED, tQN Project
web page MH AU Y O— Ru[fETH 32 Tl <
LA, Mumina Human660W-Quad, Human1M-

omnia, HumanOmni2.5-Quad, HumanOmniExpress
DBMT— %2 (cluster file) WAV 2 — RAJEETH 5.

2.3 CNAHEVIIIITDEELESD

HEZIToT- CNAHEEY 7 vy O EZ#K 21
F LTz,

Thttp://www.openbioinformatics.org/penncnyv
2http:/ /baseplugins.thep.lu.se/wiki/
se.lu.onk.llluminaSNPNormalization



#£2 HERSECONAHEEY 7 b7 D% L. LRR:log R ratio, BAF:B allele frequency, PFB:population frequency
of B allele, HMM:hidden Markov model.
| GenoCNA | ASCAT | MixHMM | GPHMM
ALY Wave fifi IE Wave fifi (E Wave #ilE (+tQN) | &L
AT =% LRR, BAF, PFB | LRR, BAF LRR, BAF, PFB, | LRR, BAF, PFB
1 a¥—NU LOH
T
73 XL | HMM E7) fitting HMM HMM
TGP ROk, X ROk | EROK, XREA | HREA G SENEN
JEMAFROFIA | BIEFRMEFROHML | ~NT o OHi FIHEL ML
H 16 W7 VEL, HERRE | IRACK, ploidy, Wi | M7V IVEL AR, W7V,
RS 7 VUIVEL, HEEREEE IR

Log R ratio

p36.33

Log R ratio
o

@ o~ N = ™ @™ = - 3
S - - = - n o T
© O @ N TN N Mmoo T
o ™ =% =} o o O
Qa a T

1 J¥—HdfERIC BT % tQN ORE (SHk > D Figure
1 (d) & U Figure 5 (c))o Urothelial tumor "> 7" )L 1 %
BafRD Log R ratio Z BZIITEDIT LI D (AAFE,
AB:#, BB:F). LEE Tllumina @ BeadStudio IC K% %
D, FEUE tQN FiithDE D. BeadStudio Tld, AA(FF) &
BB(R) A —N—=F v U TBLTIENHTH SN, tQN
HHBEEEEN TV S.

3 Omnil T—XIC&BY 7 by I 7 DHE

FENLD A > Z— X D -t E N7z Omnil OFETE
MADET—ZEHNT, GenoCNASY, ASCATY,
MixHMM?), GPHMM?2 Ol #17-> 7=.

3.0.1 CNA O¥EFIE

TR TFIETEFNETNDOY T NI LT BET
L7z.

3.0.2 GenoCNA®

1. DAER, JEMAERD LRRICH LT genomic wave®)
i 72 91T

2. IEMAEBDT—% (LRR, BAF) &, B 7 UILE
M (PFB) ZHW, R _EICT genoCNV %23
1L T, JEMAIDR SNP OEIZTEL (B 7V
IVaAE—E) ZHEE.

3. BAEDOT—% (LRR, BAF), B 7 U VAR
% (PFB), MUHEE LTz (B 7V)La
E—#) ZHv, R EICT genoCNA 72517,

4. genoCNA DOFATHER (HMM ODIRREIC K 517
AV by, I¥—EEIFZZ LR (genoCNA D
segment FERDHI 1Tl CNA IO HH 19 %
728), MOty ba X7 OMRE .

3.0.3 ASCATY

1. DA, JEMABOD LRR IS L T genomic wave!)
fliIE 72 9417

2. WAKE, FEMAEHNICZNZN LRR, BAF i
FLDIET 7 AV (ASCAT D ANEX) Z1FRK
L, R T ASCAT 7Z517.

3. R D ASCAT ODFITHERMN ST A MMED
HhzETFEA T 7 AVIcH ).

4. HWhENlze 7 A v F—=Ricey X 7o
TSR



3.0.4 MixHMM?3

1. BAEBD LRR IS LT genomic wave) ffilE7%
FAT (tQN 1FFHTHT).

2. BAFDT—2% (LRR, BAF)IZDWC, EH
AgE > Z2—hHEICEK>T1 aE—, 2.0
Y — 2 R E .

3. FRUICHEDE, DAEBDT—% (LRR, BAF)IC
DT, 1 AE— (BAHS A, JEBAES AB
{EA) TO BAF ffid median, N 2 I E—5H
B{TD LRR LD median ZHH.

4. MAEBDOT—X (LRR, BAF), B 7V VAL
% (PFB), MU EGd LRR i, BAF 7%z Hu
MixHMM 7% 9277,

5. MixHMM OFITHEHR (HMM OIREIC KB 7
AV R) ity ha X7 ofERE A

3.0.5 GPHMM?

1. WAEBDOT—% (LRR, BAF) &, PFB(B 77V
JVEEHIERE), 5 SNP (7iEJEAD +500 kb D GC
GHEZHV, Windows (64bit) T GPHMM
947 (Genomic Wave ffilElZ GPHMM I X D
Thbh3).

2. GPHMM OFETHIHR (HMM OIRAEIC K 517
AV B)Iict Y ha X7 ofERE M.

3.1 CNA OHEFEREROLEE

YT BOREERRZK 2, 31TR L7z, ASCAT T
&5 IV THEED I L T 95 B> 7L, MixHMM
Tl 39> 7IVT 1 copy MR B TRIE IR > 72
DI IT T TIVOFER LTS TS, K41
ASCAT N U GPHMM THEE X iz Ao HE| &
LRI T LT a E—3 (ploidy) &R L7z,
GenoCN & 2 copy ZFHARTHEE L TV 5 8L T, ploidy
DOEIANDFHIENIA T TH B RRICHZ . ASCAT
WAV CNA DEEH 1SN, K 7AEMAYIC ploidy
DOEMZFRH L TWAHTHS. MixHMM & 1 copy
11 U < 1Z 2 copy Dz A\DRDTATIT 20680 H
D, TOANDREEICKDKELERENED SN, K
T L% SNPsHWid & LOH & LT LE S Hifh%ssEn
RIS, GPHMM & [AkkIC LOH & #9255
% <, F 7z loss THIKIC IV T 1 copy & 2 copy D

LOH Z#fih < B A ZIRICFHT B EHHHETH
5. TN5IE ASCAT EAkIC, JEMATETATHE
72572 SNPs D&% MixHMM % GPHMM D A J7Ic
T5LUETZO0E LNVEVWEEZ, GPHMM DA
7 IEMAEBTNT I 57 SNPs ICFRE L TH S
T &1 L7z, BK0001D & BK0002D % U CTHEE#TT
W, ORGSR & Elg U 72X 72X 5 127k Lz, BK0001D
THBMN 2 copy TDO LOH DEF A IVHNIHATH
D, BK0002D TEMAEY A VINHATWVWS. —/5T
BKO0002D @ 3p I BTl loss Tid7x < copy neutral
LOH & FHILTHD, £/ 5q Tld4 ~ 2 copy TEY
A ZIRIHEEDFENT L E 57z, GPHMM ICBWVTA
THDREAINCT % L HEINDZHEREZ VD, ¥
ICHEEDARZEICIZ> T LESHEE B EHETH 5.
2, 3MhBE, NS5OV T FIITICELBETHI
TEZEHOMMV CNA DA 1T D T e hH B
WD TRV T R T7HRICHER L
F— 2D SNPs H Omni-1 IZ LR TAIRNT &9,
HARNTH 2 72DIC allele HEMN LS T & EDFK &
LTEZLNZDNE LNAEY. ZZTEHENTIE
BB DEHOMM CNA BEIGED T2 N £ %
T, sensitivity I&HEFEIC 7R % DY 100Kbp A ORI Z
O —EDIREENIE VA HEETRIKIC Y — 2 L7z ASCAT
& GPHMM DOF5HEZK 6 1SR Uiz, M s A
TWVWBZ ENgh B, BEICK TICY VT IVEICET
WY 7 b7 THIENTEROEKDYE T A Y M
7R LTz (GPHMM D& X Jetifhzd R—F LTz
V). BRI MixHMM TlEY 4 71K LOH &
FHT B BB, ¥T A2 NEOERIEHA
ENB. BTAYMIIY T R ITIC K> TIEARZE
<HD, GenoCNA > GPHMM Td MU 2 Wy >
JIVIMFAET 5 —J5 T, ASCAT IZ K% FillZFE LT
RLZWVICHZI 5N 5. IR RN 100Kbp
Al a2 REEIc Y —Y LT LE S &, ASCAT
& GPHMM O+t 7 X ¥ FEUSHY B Z 5N T3
(% 3 ).
FROFHEERZNFUSH LT, loss XU LOH D
CARTSLZKSIC, gain DL A RTT L2 9 I
AU CARNTTLICT B ERIREENELUTNS
X9 TH%. ASCAT & GPHMM DIZIRHERHAL T
%, ASCAT DJTH gain & TS 24> 7L
ZUWKETH %, F7z smoothing Z g &5 5 ED D
T 51O AT T LHHBICED, 2 ha X7
HEDE—=7 & —HNEL7EZ>TN5.
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ETED A Omnil 7 —Z % HWT, GenoCNAS),
ASCATY, MixHMM?, GPHMM? O Z17- 7z.
INSOREF LD D &,

1. GenoCNA Tl ploidy OHEEIC HILHIRR L.

2. ASCAT IF RIS d % > 7 )V DR Hisk 7

WEHFET .

ASCAT 378 CNA ZRiMiic lL, X7z
ploidy DIIEE MK O IZBHMAVICERHT 5.

MixHMM (& HEIZ X > T 2 copy T 1 copy (£
L <& LOH) D FENRLETH D, T Ok
RICHEEN R E {KTFT 5.

MixHMM (FHh72 Y+ 7RI LOH Z FHll L,
FEHICZL DT A NMIHEILTLES C &
NH 5.

GPHMM & MixHMM & [[IRRICES A 7 IRIC
LOH ZTHld 2 &hdH 5 (MixHMM &K D i
DIZVEETH B, GPHMM & MixHMM D&k
VIMIITTHD, HEINLETNE LN
).

VI hUITICKBTRNE, NEBRET AV
ZERMIITHENDS.
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5.
3. Fil 2 DD FHEEREIERL, FHIDTHTY
2 (& T BRI BRI TR MRGIE 7 A R & 9 B it
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T 5. ASCAT & GPHMM OFillitAE%R < lL
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D, TNENENEIRTIE2DDY I R IILT TOF
HERZ I RT 5 C TG LIz,

4 TIllumina SNPs Fv 757—42H50D CNA Fif
INMTZAY

3HIDEEEAN S, Ilumina SNPs Fv T TF—Z 5D
CNA TS TS5 A 7%
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