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Abstract

Copy number variation is a source of genetic diversity in humans. CNVs can cause
Mendelian or sporadic traits, be associated with complex disease, also represent benign
polymorphic variants between individuals. However, CNVs information of Asian
populations remains unexplored. We identified CNV distribution of 1015 individuals in
Taiwan populations by using CMDX Bac Array CA2500/ CA3000 and find 438 loci
with CNV signals. The CNV frequencies-of six regions are over 20%. Most CNVs
(92.44%) size are shorter than 1.Mb. Average.CNV number in each individual is 4.36.
Among CNV regions, 5479% regionssoverlap“with ‘segmental duplication, 64.49%
regions cover gene, 92.47% regions‘are r;:;f)“:gl"ted in previous study, only 7.53% regions
are novel in this study. In contrast to previ;us studies, .CNVs identified are much less
than the platform with high resolution:-But it 1ower disturbance in clinical pathologic
diagnosis for this reason. So, Bac array used in this study is more appropriate for

prenatal, clinical diagnosis. This study establish CNV map of Taiwan populations for

further reference of genetic consulting.

Key Word: Copy Number Variation, Heteromorphism, Non-Allelic Homomlogous

Recombination, Non Homologous End Junction, Comparative Genomic Hybridization
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Weno BT TR (B) 0 2 BRSO CNV 2 B EAFHE 5| ap MM 0 i)
FERTACNV 23 BARAEIFTOBHLZRTS ,ﬂF’-*{ peek s sk B EAEE 22
S FR Rl AL B TAANHERLRAE S G R OERRS - R
o ] s ¢ o CNV 2 B 22 ikl ”ﬁ»”hl’émﬁ%ﬂ—\”m & 7 CNV

AR

$I8 AFe i(C V)r'%ﬁa % A%

F o A Y A A R Afi’JDNA w’.%’ AR A e R AR
ok AR F JRd @; el B ;Lr-%f %rﬂm%\éa SRR T
MU CNV $f 4 318 1 ehi & (12) <305~ kot % BT o CNV A ehp
FAFAT ety 2d > AL FREN CNV R hfh %) A Flehid i
BFHRCNV b~ 24 RE S nd @ AFR kenid > 2 E R B FA54 s
B CNV ehp 3 A F2r 8 6 2 CNV R N chl FlAp i 0 05 b3 il i

S o AA TR BERE el g g 5%~18%: CNV A 74 &
B AT TAG R M5 @ 2~15% 5 CNV p 7 AFHE Lo

FlendE F K VR i3 zktb):u“;;}@mﬁ‘.ﬁljﬁz FEHORT R T - WA

F_

BHETSHEIRSATNABEE - gl aido-DE AR EIE AT

FEER A B AFRERED - TRAMATFIASF A § LRSS
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% % Repressor tn if » B RAAFPEARE T EH T AR 5 V- BF A
A CNV p Z A FIH R A cnHE > 5 2 FF ¢ ol 0 8 (TS fe

BEEDEFT RGP R I AT T A TR E o § L

““&\—rﬂ%ﬂﬁ“ifﬂ@ﬁ F2A2ZHCNV R AT AhbiEio e 8
ERArA OB NS R M Bm G SRR b S A LA
ﬁi*?lj o gLk ,E'}‘]_EP:)’%{%?JJ ?;;;%KCNV o

{*

F_*

Flt o CNV ey e B A Fend 2 24800 > ARV U RLA G UT A

1. A% »cf (Dosage Effect) s DNA™ ik £ £ 45 B A TR E
%ﬂ%m;ﬂ%ﬂﬁwéi@wﬁ“ﬁ§%*°

2. %R (Posmon Effect) CN 73 TP A SR L R

B 7 (Cis-Acting) mﬁmﬁig 4 A @R oS A g R K PR

F H

1
|

|

1

AFhi e |

=

2 .qr “\_' [ L A n‘ /. 2, >
3 ﬁ%&mgaﬁﬁmeﬁa¢?m%%%:@m¢ﬁ’4%%¢az
1 I ¥
T3 eni & & BTt PN 4 47 & 8 (Interphase) ¥ e 7] 2 A
i ooiem T3 A Fehd F o

4. CNV 2 A& ch 3 iR F A T4 & v ¢ ok B % (Penetrance) €47 7 it
BRABEFLE Y RG- BELFE c EEAL DL FIHEE B
PR G - RARR R o BlAc S S HA 2 N - Al SR
Bifed ke R 3l sbl S o £ R o Beckmann ¥ (23)# 1 CNVs
TAAERFLERBRGMA T B S R F] o Flt o
- BPREBOHEREATS S 0 LABF REE A TSR MY S B
H-BrFECAFACNV 7 L BATIHERELT 0 & BHAR

e
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$28 AFEMERECNVHEHAIZ AR L LR

AR LA GORERET il A Flefes 3+ L] 0R T B4
FEME B g g 2 o vf%#ﬂ 1(16) » = 513 40%: CNV it 2L 1§ £ 9% 3 (Gene
Desert) » e i g 4t » 55 ~ £ 0 F]i=3 CNV p o Redon % (15) & 1447 & 5
HapMap i ¥] ¢ CNVs % & ¢ » 4 3L 2908 % NCBI %% & 7| 4 F]fv 285 i
OMIM £ 7] » ¥ CNV bk”r;faf’*ﬁ}?sz iﬁ;ﬁ B AR o 5 & CNV ik
FIF F GfE B A L F T AR e 3 i CNV A 710 58 A R0t
BB R 0 ol i YR BIRE ~ D NG g Ae Y T R
* oo A G B Cmmmgﬂuumﬁgwgﬁgm’&ﬁa%mwm4F%q,g
I . k%mluais@fz Bt o B ONV BB BT
FfG e RNAS %32 > & 4% mmNAs MIRNAS 28 & KF) &id #4715 4e 1 ey 4
%iﬁﬁ?~i#iﬁﬁﬁl?%%ﬁiﬁﬁﬁ#ﬁﬁ%ﬁ%$tiiﬁ?o

Poav e I LA -‘fi.‘)]‘a‘a‘fr'CNV"}a %7 B 502008 &£ 9 * ¥ £ % Nature
th- B HEE AT OFER(8) b R BA S M- BREFTEALI3FH
WRAHR A DA 2 A G HA A o B R (Autism) ool 44 A A
(Schizophrenia) % - 2008 & 8 * % % % Nature Genetics(19)sh— /= 7 #F i &
ﬂﬁ(CmMSM%%wfﬂmegﬂ(#ﬁ%EWWmey%) % % 20,000
i A ea X 2 FARB M IRGM 44 4 7 5 € 12 ']‘“a,% i.?&fi’;:}ﬁaﬁﬂk " B
0% - AR EABE I B u il B AR Fl R o A 4 2000 &
17 ¥ - K% % { Nature Genetics + :h~ 3 (21)% A £ dp #icfr— B & = NEGR1

7 F]¢ ~ 45,000 e A $HaA A2 K G @ AR ML o ST B AL B S AR - 1RO
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BTG A £ o

AT - B A AE R A 1% R S RS ERE S AR R
Mo hegr %4 ok S5 M en UGT2BL7 5] > Hak 4 ¢ 3 e fe &3 55Uk Pb
% 5 CCL3LL A F1# B # 4c ¥ i85 B 4 HIV ek % ; DEFB4 A %5 #| 8 5 5
EH 4 B & BB Wk % s FCGR3 AFenH BR SR F 5 B T - ¥
b0 10211~ 150112 ~ 1513.3 % =5 5 4 B E B A4 G S Bms
RS HEFH (12 Lhcl Rk 2 HERE D7 B BM - 07 - 5
ZRARR A ) ERP TR LR ek R 2L E B fe CNV AR > @
BAF G b R RG MG TN HATOHE 8 LFE LR
AT e T 5 D R AR R R Y - A A

ﬁ*ﬁ%ﬁﬁ%4$w%ﬂmﬁ+%ﬂm% W o ATk
Cm“*ﬁ%@“ﬁ@m%*mﬁﬁ?* 1 S U PP L
$H4 4] g B s E(Soft)| - uﬁzrw»ﬁnﬁ% AL e B R DR
G R AT R E R 107 é%'ﬂm;:% ,4,3},}1 Zod 3 CNVS 5 & b 81
B $0 0 5 4 Ao B IO T A B ONVS i £ 5 o

BB AR F el o FREANER P e g R TR o
-8 AFeHERECNV)ORELEZZLLE (5

RpLHn MO F e 3], > RAwRs AfhA Tt 99.9%:55 5
HAp e SE LT3 2 chieh - 130G T AF e HEHF R 35 o 0
FHILE A RA T E S RAp g o d 2 CNV 3 4 0 53R :R F 2 AT

BEINORI MR a2 AFRAF Y §F PP Haidc~ ~ 428 SNP

R FI A FERE R R L 2o A% ?f % BT B P A g S i 1 fogd

BY #HFLL T
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ST R P R BTSN R P

2
&
3
|
A
5
)
et
A
ot

HHE 320 0o pRaPBEIE 0 AFL e 2 s
Zodrk - BATRF ORI WAV - BAFERREEV Ap ARSI K A
TRREIAL: AV LPRI M AP RS HE N T MR T A4
BA AR T

—gan g R BE 4522 0 2 A TR I AT T SR
WE5~8Mb 2 { * R I T /HE o RA > I BB RADIAT s E

FOUFIRY AT E RN S F AT 2 R R e > A ke i

Sfaf AT TR o S0 fm 2 ATk~ 247 & CGH A 474 %
FEAT ETIRA 0 MO A R P R AR SR R AT ke 2 52

iﬁﬁﬁgC@4¢9ﬁ%%5ﬂﬁﬁ%ﬁﬁﬁﬂi’Eﬁﬁﬁiﬁﬁﬁiﬁﬁ
EES VX @ﬁxi@?&mﬂzzg%wg |

A Fledd T Fd - x[&zﬁ"]af#’ n’pkén@m PSS U R S 2 2
EEPRMLFT = B AT 5 4p | ‘-””’rﬂ:’ﬂ E’%i’i e EIG BB H L R
m%ﬂ’ﬁ?wféﬁﬂﬁ—ﬁ%ﬁ&xmw¢ﬁﬁﬂ%*%ﬁ% S M)
T Grenfpik 7, & 2k 2 G F] ”*E’fﬁ"’éﬂ | 2% R AT EY 5 Aoz
Bo2HBEBHEE LRl i ER o

CNV L7 ¢ xR 553~ F Al Bihpggp o FMARRLE RIS ar ¥

fr @ g gRIpT F 5 AL LSNP A BB FIEE FHB
w2 BE Fl s Al B op S - R AR SR g o T RPN

FAE LR LS o JUREATe wn CNV 2 7 i e e 7 #RR B T3
g PRFLAFERRLF DT T > plAcBEH Dfza (T
(Glutathione-S-Tranferase, Cytochrome P450 Gene, Carboxylesterase Gene
Families) ~ & & & &= L & & (Leukocyte Immunoglobulin Like Receptor,
Defensin, APOBEC Gene) ~ ‘% % 5 = & 4 (Late Epidermal Confide Envelop and
Mucin Gene Families) ~ # w #w/ (Galectin, Melanoma Antigen Gene, RH Blood
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Typing Gene family) % - > St & 25 AFHCNV > ¢ #1773 kB &
By Fr o~ it ~ppfud B REEG AR BlAeT BB A R
Z¥ A CCL3L1 A Feh& € 7 %774 I > H _HIV-1 7 Suppressive Cytokine f=

Ligand for HIV Coreceptor CCR5 4k ] » % B 48 CCL3L1 48 F) % & i > pF »
CCR5-CCL3L1 = & %Q,chﬁi") ' € F T 5 1CCRS i HIV :)]354% AN
Bt ¢ 4r HIVIAIDS 0% B2 o BiT otk RSP 3 IR Fegr3 & Flena € % 1
BHATR BRSPS SIF R A SF T Sk Tt oFegr3 § 7 %l i Macrophage
# & ¢ Transmembrane Receptor » % H /& pr ¢ HR B iT* 2 F MIF* > Fegr3
A Flendg 4o 4 Fogr3 et it Frdl e o Flot Fogrd 2 F1A| B R D A g 4 A
LEF R R AR WQvu%ﬂsﬁﬁ B o @ A ¥ Fogr3 enE kR
(orthologous) sk 17 15 4 B 51§ 04 BHkF1H £ 10 40 M 57 § 817 4 7
Fcgr3 I ikt 28 Flen i< B A i = f[ﬂﬁ% 'f‘é,& %".3,3‘:,{#%"-‘{ g5 Y TS o
ik e L i g wri}f?%”’ VLR R AT e 2K TR 4
RS BRI ke TEE S i B S R
b F ol r 1 E’“‘B’“ﬁ*ﬂ@“érﬂk“" ”’fﬂ?ﬁiﬁ?& 45 ATE R K AT
TR F s AFEHERER ﬂpg" lszm%a%ﬂiﬂé%%«af e o ]
PSR AT IR A o Hr i 2 A FERBRR TR 4 3 AT e R E ¥R
FoHATEHERER PR ACRE Ao BRSE G LR SR

Z Ot o
A BRATEHESE 2

ERIAFEHERRB NI 2327 5 Brhmw d PR 2 0P
J 48 = 7| (Karyotyping) ~ & =% % & < #ptw(Fluorescence In Situ Hybridization) -
122 10 PCR G RIena 372 2 o 4l RIAFle R E R R iy b0 2 ) e

SB[ R R R A ] B PIT S E RS A Tl g R R D
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bETEE S > A il T PR el R 0 R PR IR Flede CNV i L

BRA A ] FEA DT BHTSE R PR R AR RS A

ok FV > AT & Ze 2 i (Genome-Wide, Comparative Genomic
Hybridization)

W A Flle e B F AP m kR CNV B ¥ * ch i s v ke
o~ onendides 2 A TR E R DA o 1L G A Tl R BN oA
PR RRBERASHBREAFOLI ML o LAY PR A
g2 ¢ # 4 4 §2 (Metaphase Chromosome):& 7 f2 = & J& > Fl f347 B 2
0¥ 2 4 4 MbshdErd i lv&/;a FLHE) A EF A AT T
Ba e {lieis - BAC 54l B cDNA T2 fc Contig 7422 &
SR ST 0 Z%It%fﬁ“ﬁf—:}ixﬁm%\ B mFA L AR
Aol A iR 5Wlﬂ:‘ 1 %L d A A fcEL X LS ATN
Foood gt B g L{Tﬁ_i&;ﬁ}\&xﬁ@_}_ﬁgﬂ e g5
(Array-CGH) » & 2¢-2 é.#! I%»ﬁ'”*fr&“’ WA R R o TR %
s A5 o 2 oArray-CGH m};%? P CGH FIRIE A AR 0 B W] At
A7) DNA 4 7| 5 5 ( Mema )b v e A B0 B end § R o »
ik 1‘#2%5(@’_5']?5? DNA E 51](7‘“#% fo 7 EEEY) > T UG F ST IR0
90 @ 45 ) 430 75~200 Kb =+ ehim A 4 1 4 ¢ 4 (Bac Artificial
Clone) » #& | &d& »~ Clone 4r= /] 4i 3t 30~40 Kb & Cosmid ~ * /|- 4 3%
40~50 Kb - Fosmid > r# 2 ¢cDNA Clone (0.5~2kb) - PCR # 4 (100 bp
~1.5Kb) fr¥k % st (25~85bp) #(29)- ML F & ¥ b 1l F ehdF 44
WA~ FEEAEEROX ) AR BFETT FOATFEGORAE G
o @#E2 R ArrayCCH & F# HfE47 R 5 “T4 8 - P o AT
et BARE IR A N RIR AR R 2 B AR R 0 B
fE47 R d &5 8 CGH h& i Mb 3£ = ¥] Bac Array (7 1Mb =+ » £ 3|
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Oligo- array = 30~50Kb (3) -

SNP & 5 8.5 — 463 »cie Bl CNV et jir(29) o £ vt i L 7] f fe 2
B ¥ A P EOSNP o 7 ZEFPFER T A B4 DNA(F % efrft
Pw) frif s el NZHEMRITT A o & - B SNP = Agd
- BFE RHE 0 F 24 45 Perfect-Match(PM) - Miss-Match(MM)
#4 > MM %ﬁ’?;ff“lf TP Bak A AT PM R4 0 A8 K 3 4p I i1 DNA
Brl> A BIFAPNIMER2 T o 57 FRAFeayifeld ¥
FIEPN 27 4 EE B A Fle DNA 3 i (8 £ s2 7 PCR#3 > R is &2 & 2 3¢
2 o i i ¥ Perfect-Match ~ Miss-Match #7 -6 552 B 22 H & B 48 4 ¥4
Bt @ Bk oy Eizs rizgrﬂ PRPFETE PHE R o
p b SNP & 7 g 8 - B ikEk ?’PEE#%T%B&?WAJ;‘J S L o e DR BT
s & 4 4 (Loss.of Heterozygosity), ’ E\;‘ dgpl B - M R A
(Uniparental Dlsomy)m.; &e-f'*’ SINP fo HPIEACR R K9t 0 e d b
HAATFEd 7 {iﬁ:’fﬁ&\ r;ﬁb 'ff%; B 7 ﬂfmr; 32 CNV % 32 » SNP
%R g Fla CNVLRL: gl ﬁcp#frfiih o % FAffymetrix 2> @ 4 Illumina
e - ﬁﬁﬁfrmﬁ\“é ’F’Vit}%fr— i BBQ B e R CNV 5 3]
7400 3 B Bl i dT R e bl Affymetrix 2 @ ¢ Genome-Wide Human
SNP Array 5.0 » % 7 ¢ # ¥ 500,000 i 2 £ F12 SNP 3£ &% » & ¢ 7 3
500,000 i % Al {E4F 4+ > 7 % sv e Rl 2 A Fle S CNV 5 311 2R F
f347 & e CNV B3 -

Bl senimie B 2 4ps o ArrayCGH d B 247 R 2 ¥ 4
AR ESHER > AP T BT RAETFH G APAF e T
el o b R R i DA Tl 2 TR A enin ¥ oo gt b o d N H R
PRANTUFEE ~FHEFTO? PRI FLEITRT S~ F RO
i

&

MR TRkt Rk L TR RS e B3 > Array CGH
3 & W (Mosaism) P BTS¢~ B ES B IRATOA FI 2 fiedk A [ Ao B
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% (Microdeletion/ Microduplication Syndrome) - 5% & 4 * ig 2k > Array CGH
% Ak Fle CNV g »ed £ L A3 5 B Tk L8~ 2
T3 F2A T R AEF ¥ A i S > Aray CGH #-§ 18 ot
A

S £=Y SRS s SN N e s 7 4 g R

Chromosomal CGH: Metaphase Spreads

el

EE

(AN IEE I EENEEE~EE R
f
B e L

Bl- : CGH ¥ aCGH =k it 12

2 PCR RIZ 5 #4473 % (Target, PCR-Base Analysis Method)

“'J

FHAF e R a7 o 1 PCR G A# A 2 £ i
7 »xer 2 ¢ 2§ 4] PCR (Real-Time Quantitative PCR: qPCR) £_# 4% § i2
% - f8 > TE PCR» ¥ % 2 CNV ek ip] - 8278 & = PCR‘F‘,"Kst BT
T FRREHEAFRE BN S > & PCR F AUt - B
B oif# KPCR¥BICNV e 28 Bl > e V&I BEEFFE
TA 37 0 4o 7

(1) 2 £ ¥ # 3 #F & 3 2 H jiv (Multiplex Amplifiable Probe
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Hybridization » MAPH) : 12 4% “7# |1 DNA & 7 » % & #c i@
24 %313 PCR A4 1T 534 > 2 Fip| & 712 DNA 32
LFHI T FR P RFE  SEF LR RLE A
kT EAFEY FR AT R AT R AR o

(2) % & i 4547 & # #§ $ #¥(Multiplex Ligation-Dependent Probe
Amplification > MLPA) : ¥ - & &R 1= 8 ip ¥ € & B>
{1 E e s b2 PCRWHF B H - F i p kpE

¥ipl 5 B DNA & Eenfh Flle s 8 %1 o

WA T e SRR PCRARM » 2B o da- B RO 2 5 8
o 4oie P B 2eE & PCR(Quantitative Multiplex PCR of Short
Fluorescent Fragments, .QMPSF) -~ qQPECR. -~ DNA F& 7& ¥ jt= (Southern

blotting) ~ I & At & FEEE o 1

N o ‘
| —k |
|

TR Y S E (Computaticprlal Appfoad‘hes)

| 1
A RN v s oA A KR DNA B A A S 1

FEak o d AT A rﬂgv‘ % 2-CNV % ié? s SNP = BLeik (X BVEF 5y T
PR LFHERED 2 ¥ & Hardy - Weinberg T > F]pt i ¥

SNP =3k %14 g (Parent - Offspring Trios ) » i i 4F 2 cryg 5 72 > ¥ 11
7 CNV en3fip] o 4ot #7if > Conrad % (22)4- McCarroll % (8):E i 4 17
HapMap Project 7 SNP A FIA| FALFF R T § B CNV e @ 11T "GiF §
GE kv T TR B A E SRR R BB
DNA B 7 en% [e figs 38487 i3 a0F g8 975 85 4] o SR s"rs—a LAk 1
BT e 7 T frehsg £ (Balanced Variant) » ¥ H j#7 B ¥ L Bl H LD

11\_1 o

To BT RIEY G A L AR TRE  ERB L
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i~ 4 M a7 Fosmid Clone» i — +- ¥t Clone s34 8L 5 71> 2K {8 £ %= & Fosmid
Clone 05 71 & % ¢ %5 7] -+ 7 Paired-End Sequence = ;2 » i&fd ™
2y BORIFR A ey B BEIRT R MW T PP pEOR T ST

B> fed %?é*ﬁﬁiggﬂ,@iﬁ_’riﬂl EAE RS2 FH SE o F A A
F

¥ oeb > k=B pe st it Bl (Paired-End Mapping, PEM) &_#-4L %] = DNA
875 kb = v e B QB R ARGe kAR RIA O B4

AFESET R @A P D A2 ATIEFERP A7) P ERSHEEE S

S sy s— PRSI o A L. e
BTk migit o “{vg% Fﬁ#r A2k e

oo H iR 6 lkﬂ&miﬂ aupd%ég@@%%’&ﬁai\é

T g 1~50 kb |- ¥ £ e SRR lb’fl‘ﬂ"’*"é}“f‘rmgﬁlﬁ INERA R A
AT FREE 2 T h R R R R RS

MHL<IKb # LB g 2T NG PHRORT > R 2O AT
ROEZZFRDOF > pffrfrnenfh i s R R L - 72 4 &6 fRen
AL ¥ oho Fr @l 2 S EREA G RIFTEAF T HRE R
B gt d Ay S 2R g R AR OSSR T FREE TR

LR Al AT RS SRR T R G DR IEEA RHF o 5]

RS

PR AT SR ERE > BELREA AT RIS FEFRE -
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FA4E GH 2 CNV G g

P FlemERECNV)FF L pF e ERCNV 2 AFleds i
AFER B TFHE CNV h 7 8 X AT e h s 2 A s b R L e 47
112 CNV enig it % o

2004 # 3 A BAT Y MF A0 iEE A 0 G PR KL O
Tk %R Ak Fled ang kA o lafrate % (7)# * f245 & 5 1 Mb s Bac
wErd

*(Bac Array) - g 55 Bt ¥ BAEcHh> A e o FI 255 B % 7 CNV

g

%o ok CNV Rt eht o] 4135 150~425 Kb 72 & » T355 A 5 124 B A&

LJ

eHEFE 255 B FH 7 CNV 3% '(CNVR: Copy Number Variation Region)
P oAl%n A Y G EARMI g @ ,#."t’ 7 24 CNVR 2 2 F 4238 10% ;
6 1 CNVR o9 5 42 i@ ZQ% A 7 *Eiit‘ Buy L7 CNVR 5 77 AMYLA
2 AMY2A # %0 1p13.3 iz & 4%_1%sz HEH L 1p133 il owE %

i ) ,sawuamzmwﬁmﬁ'%ma LR L ¥ b BT R

‘fﬂ "r’/ﬂ v g 4 4 L m};? r‘]\+_
+ |
Sebat ¥ (6) ¢ ¥ j2fas s 35KbEw L R P AR 5 A B

(Representational Oligonucleotide Microarray. Analysis, ROMA) - # B 20 B ¥ B
o #m 76 B CNVR» # T35+ §465Kb = 7 - L5 CNVR & 7tk
FEANRORE > P LEERAG Il BAFEHELRE - 276 B CNV
ik o REIHE T T0 B A F] 0 i AT hfon E e 4 Ko SR
HEHR G M G OR e g sldeRg -
¥t 2005 & > Tuzen % (14) 12 T *%i& & $j#w( Paired- End Sequencing) & #
vgReA B AL ¥ a0 Fosmid DNA A 51 34 ( Build 35, May, 2004 > % ¥ A Fle &
7|E B % 581 Mb T 35 Fosmid £ & 5 40 Kb)» #1241 B CNVS» 4 41%CNVs
BE AT HA L 5 43 8Kb~40Kb > @ ¥ F 86%:CNV =% ¥ 24 &
3

%2

L3 lafrate ~ Sebat ¥ #74f 4 e e 4T R £AF 0 BT AT AR
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AAESE R KRR R ARE G A A B T v e S e R
CNV j};'%fj\ %?’éfaiﬁ AT iy BT SRR o A oA i DNA B A 2 s d
i VR B S SDIE Fo ila R ViR - SRR R hie- R
Fre 0 R 241 % CNVs o By ) 56 i chET A g > sgif! 1 i85 B A
Fle BTy 300 B AFlegp R -
2005 # Sharp % (15)** & B A Fle ? E4% 7 130 Bttnd ¢ HE 2 7B

A Flleqm e Feand 45 7 B( Segmental Duplication) » * 122k 3+ Bac & %18 & edE
(2194 B > B3 E R 274 Mb s § 2 AT B A H10%) 0 Ris R L RA T
R h R AT AT BRERE B A ek Flieo Eu) 119 B F 8 2 CNV ehE i
He 73 Ak ﬁﬂé}gkii" AR 4 8 0 66 ’L‘«Lj-ﬂfg’?%pm’ B FA i Reho @ oipt
T A bR T4 B g spirév(Hotspot) HICNV g 2 3 5 A Fle
- R DA R P T A M‘*’mfi%ﬁ ”ﬁ»rﬂ:a FoRalE A ME 2> o
e @y mgd #d %R mfvffé 53% frfm X P EHEHEE (R R
510 Kb ; A #4p i1 < > 959%) q% = 5 fa:,amﬁﬁ#'Jw L
ﬁﬁfﬁqﬁgﬁg\;;ﬁvuobagﬁm{l "'rS/,,\'mCNVv i EFRER L Ee B R R
P EET n“b:éfu\eﬁim Ly, “%%*L%%ﬁif”? ciB R RF S A
FREAEEhing ottt d SWEGFIEE R P A MEE A &
R 55 AT BT R FL R & VAT PR SR E R

B oA Az A F A Ay A E A -

2006 & Conrad % (22)4% 41 7 - 815 & SNP & F13] #idg (Parent-Offspring
Trios) A +5 % &% CNV 13 % o %’ﬁ“d ¥ HapMap Project 71 SNP £ #]3] 7 # ena
¥5 0 7 586 B F B F A PR A > <) 42 300bp~1.2Mb 2 > #
¢ 3 30~50 B ®F4A A P E A3 Kb R EF P E: 550~750 Kb - &
Fhz FliLEe s 267 B (% 35 © Awihgl FI{eif iRl chk B]) o fdk & h% 38 > A B

BRAPEHE] > LR FRAss ¥ A A 1 3 (Purifying Selection) shg % -
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2006 # McCarroll % (8)# * # L #rit b HenAF AN FAL - B3 7 ¥ - &8

E o AEBATEY PR 541 B EEREL 0 FEX A L-TABKD 2 F oo

7 % B Wellcome Trust (Institute, Wellcome Trust Genome Campus ) Sanger
Byl E 2R Affymetrix &8 % 5 ®FT A B 2 a0 2 3t 2006 #
S AR AT ey - 2 CNV Bl (First-Generation CNV map ) (16) - &% i
R ES R 2L fodr ' (HapMap collection) 4 i *% 3 1270 B % #
EFA$7(30 Bkt 2 2 4137 Yourba ¥ w ROk 5 30 BIRATE RIR B YRS B
Fis Rk 45 BRAIP ALR ~ZRRM GBS 45 Bk p Y WA R
RABM hipi) #* Hyr g S i dr (SNP) A& F14 4]{r2 Bac Clone & £
At Ui Flle se 2 Hopsieds CNVEFF fs » 28 31447 B 5 5 CNV 0% & >
CNV T 32 &t Bac Array' Zig 5 341 Kbis #:°SNP Array - = R 5 206 Kb -
st L CNV ¥ 5 A3% 5P (% ML B4 I 9§ 67 CNVR B E A 7

..--"' " |
e [Fl = 360 Mb - ik B B FLF] 9m12%"»ﬁ:£ CNV e 2 i #8kcp B A% 3
B Tl 2 A TS 3 r“!%iﬂl fi"% “fse'%jCNv-%i PP R RAENEES
B 2 %) 260 SNP 8 8 > fs,;;;‘p? CNV fift TE?I‘ m'f:’ fRiks 23107 A 2 k5
P TR FAFLR LT o |

2007 = Wong % (24) ¢ * Bac Clone Based " #i 3¢ Zh Fliese < fu F i BB
A Fle s 23654 ~ 3 40Kb~ =3 F 4 F 8 CNV > 77% 5 CNV & &
EaT ﬁﬂ#p&éé[ﬁ%iﬁ%i@ FARGE 14 B CNV § e g aowee ¢ 7 21 B
kG F © FvF i o micro-RNAs 4~ % > B25F F micro-RNAs 7 ic » & £ A § &%
ER N

2008 # Kidd *(26)i¢ * Fosmid Subclone » =47 8 i B H e A Flie i
HE@G HRASZ22HHH9E7 A 4 FAkp ) Gd fee g4 it i
AT R rip ¥ FIRT 1695 B+ P E e DNA 8 =2(F 7 E& R X3 6

kb) » 2 525 B & t % A Flle g Mendd » B 5] o #rF M CNV ¢ > § 50%
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R EEY EAF MR 2 7 50%E_ Bt R vif g Tene ¥ b5 261 B CNV
PfET AT E P E PR .

2008 # Wang (31) % = 7 % — B I ' 1 48«0 12 48 (Diploid) &£ 7] = &
7> B gm0 Az = i SNP > H ¥ 5 13.6%A & dbSNP Database % # i -
‘bW o wl i R3] 2441 B Deletion ¥2 33 i Duplication » # T 35% 8 ek | 4
492 bp» # ¢ Deletion ##c ¥ #& Duplication & 213 % » 7 iy 22971 * b 453 2
(Paired-End Sequencing) 3 B - % 4% » B 7|«h& & < 3% Paired-End Library
DNA # £ £ & pF > Duplication =20 & 4t $% 5 4k £% o

2009 # Shaikh (32) &3 4 1 - B/ 7 ¥HWiE~ %23 » & * SNP-based ~
® % & hOligo-Array » 4~ 17 2026 L5 A & AN BH - Tk QII;LWEH’L & 4
SR EREY R g S b 0P% AT FRT 3272 B 4

CNV iz ¥ » 53§ AR Fle 35.9% > 5 77.8%&"?7CNVS wAT T EFEY 47 IR

3

51.5%%7% . CNVs & L= v/;kedceﬁ: %ﬁmo LB ‘v/,?cd PR Y ok M

pe

, F R E E AL R 'f&r‘f i mﬁ?‘%& 5 By -
P A gk Fle @ %&/?i“l’}‘ & CNV B g A2 14478

(http://proiects.tcaq.ca/varlatlon/, \Last‘ updated: Mar 25, 2010) o b g b i A e =

TORENERBLAF o d N REAEE FH B A A oo o E el Tl
PR A0 T35 kRl CNV cnife® RSB L RB Y 7 i R

BIEMant Gl2 B o Tt > Pk B3R oA - kR (25) .

¥La FIPaad

EEA G DT E N > AP HAFIERR O LR 2R ILTR
f2 0 & H B e st gt > K 7] e g R B (Array Comparative  Genomic
Hybridization):s# B > 7 - BB E45 A AT 50 @ @A {Hm - &

BOFTREBAF DR ERAG FUASHIS RV ofRr L3 A
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SRR R DA GRS AT et s - BY g oonh st AT D

LN
Rw > A FEIHPTEE T A TR o AP F IR F A AT e
T AEFEx A T eHE %R (Copy Number Variations) » 2 % 2 s0+ -] 5 1 Kb

(Kilobases) 3| % i Mb (Megabases)# % » j& Z A Flie k< a0t &) > & 3 3F 5 A F]

L5 =

% 3 i % & % (Regulatory Element) » o *iz 8t CNVs £ 02 5 P FEeA g 4 2] 40 B

12 (Non-Diseased Phenotype Associated) » F]u* izt CNVS 75 & > € 3 4o e iB.%

HI3h 2 B @3R3 0T o vz 2 CNVs en % T E » 5 »xehgs] CNVS 3 2

hiz g o A AFEY LK 3 ah R G B HA M LS CNVS - 30 iRk
SR RUEST IR i A R K

TE KRG AARAR S ST IR 54 éﬁ%'ﬂ_&:‘ CNVs chgw) 22 o 47 5 iGut

FAp B g e AN B iR Ak R CNVS l"__ﬁ__l\l?]épjmff Ty SN

B 2% p o (Mar, 25, 2010) * &7 & 7 & % F HE http://projects.tcag.ca/variation =

47 14478 5 CNVS B ﬁ?ﬁqﬁﬁ&m ST ERE T )
CRRE e R PG ;;;*meé ;mC,NVsﬁs AT 0 £ H A AT ap b
@%ﬂ’ﬁﬁﬁmeMBP ﬁﬁwiﬁizai AN P W s et
CNVs ca i 545 » %5 CNVS TR B HEH S E M - 4T A A Fla gl
FORE DR EG ATe F 5 e prd 2 G o R E I CNVS BIs¥ > 3 & e qen
fERE > A Flae s 45 Bdp o i § AReEEw g }?ﬁ,f,&%m*fﬁﬁ%i Pt

Aens GRE o s B G er§Te o
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$- & FIEARR

AT AL R KR EL AT

TR Pl RoE B Y 2
FOREA RV EOR A (oA B AT RS T ad ) K jc k1015
BiA > HY N ZE AL REIEEE AL 971359 B ozt $k A4 * Puregene
DNA Isolation Kit (Gentra Systems, Minneapolis, MN) % % B~ DNA » & 12 4% ek i

H AT o

¥ - & 12 CMDX BacClone aCGH. A 5 %] % ¢ ik 7] e 4 £ 8

2.
w5 B 1015 B DNA % 4 ;uﬂﬁr‘?—?ﬁikm% 4 (CMDX: CA2500/ CA3000)3,
‘ I‘I

728 Flile & E B e drie CMD)F | ac array CA2500/ CA3000 Platform 4 %] 7 7
2437 B ¥ 3039 B % mLargc-Insert Clone > A:L\ l'rﬁ-%:‘?};_fll? A ¥k > =% B Clone 1+
| % 150~250kb # % - CMDX Bac Array Platform #* Dye swap > & &P/t %
% ¥z 48 & 4| & Forward ¥2 Reverse Array % & {(73L )5 F & > ¢ v & — B Bac

Clone # Forward Array ¥ 2 Reverse Array % 4 % 7 3 1 £ 47 crff &4 > F]pt B9 &

¥+ & - i BacClone 3+ F 6 B £AFnff & 6 B4R £ “1ip] (8 3 % gLinT 35
BERTTEZAERECE mj@#%‘rﬁﬂio Fpl A F e ﬁ§,§1if§?ﬁjﬂ@7#é‘

FF » Forward Array % &2 Reverse Array W 47 45 e £ & & & AP ¥ e 4o 4 50 5 (P §
- % % Duplication ch& Ji > ¥ — % & &% Deletion ek &) > @ § & R B iHy L E
FRAPE S % 0 B Log2 (6 chliclE F AT w0 B(20.3) > A7t € 2
HEFHEREFL I RFRETR- RPEnE %> ALY k@5 Log2 &

KR BIF T e SRR T R S R g R KT
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B2 eaentif o R b - B2 L B o

AR R S R T RS AT e AT FAREEREQu  )HiER
HAZETHEA R TARTE S B DNA RS E P 159 DNA #
AN XA B AUHETF ey k> TERHEAICY3 s AL HEACYS; T - &
PlE-F R LA ((FRIHR A+CyS~ 23 R A +Cy3) e 2 F #-2 4 » F L DNA &
AEI OOChgcipthse# 5 Ada> LBk 5 248 Ris4er» 3 2
Exo-Klenow » #* P 75 13 = DNA % {4+ (Denature) » #_i# ¥ & ’;4"’5"]%,\ »~ DNA B
o RIS H-DNA A E 3 37C kgt » 2> 8% & ] pFo

B PERS O BTG Cy3 nEFRBRAEL G CySeand T HhARE ¥ - 2%
7 CySeniFpltk A2 45 Cy3 x4k %”T,!P & e BT kA1 5k Spin
Column Tube ( Invitrogen) - éi’ Binding Buffery Wash Buffer ~ 5SM NaCl ~ 75%
Isopropanol ~ 70% Ethanol Wl s 79 DNA 4842 A #4c & Cot-1 DNA % % i$2t
PRI e R o == | |

@ iU 15t DNA 7% & % A 5%'#1 AR NE o R s R 4~ 25l
Hybridization Buffer #- DNA ﬁt ﬂUH‘ Al ;H’—‘:‘j » B EF RS 2 DNA ) A2} 0
£ 7% %+ Forward 4B'L % &2 Reverse EMRNEAFR P EFRLDARRE B
PR R AN ARCEEE Y 20 r 166 o ¥ BFgEgn o
# F 16 » 12 Wash Solution 2X SSC-0.5%SDS ~2X SSC-50% Formamide ~2X SSC-0.1
96 Igepal ~ 2X SSC % » 4wt 50°C 5] #Efi‘“%%at‘f-;[&#g—.,uu—if Er A
sl s TR H ISR o BfE U HFR k¥ CMDX Software | & B P& - BiF LD
s E k& 0 P £ F 5 Segmental DNA Gain & Loss 73 5L o 4rif 3 Iﬁai‘" R

SPRAER B o BRI A D B RHEY 3 g

27



Male gDNA Sample gDNA

50 ul 50 ul
[ Fragmentation ]
[ Random Priming ]
Male gDNA Sample gDNA
50 ul 50 ul

7N Z N

gDNA:25 ul "q ;gDNA25 ul gDNA:25 ul gDNA:25 ul

gDNA:25 ul ‘WQDNA:% ul  gDNA:25 u@ ?gDNA:ES ul
+ # + +
Cy5:25 ul Cy3:25 ul Cy3:25 ul Cy5:25 ul
1 3 4

2

ﬂ [ Incubation in 37°C, 2 -] p& ]

'ERRE

Male Sample Male Sample
(Cy 5) (Cy3) (Cy3) (Cy 5)
Q‘W %‘U 100 ul
Sample Sample
(Cy 3) (Cy 5)
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[ ERMRROF S A ]

U

[ 1 Hybridization Solution 2§ it ]

Bl = : Bac Array CGH e 157 42
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% = & 14 Competitive Multi-Plex PCR =it CMDX Bac Array &

FliedE %R AR

Competitive Multi-Plex PCR #3%f 4 % i= % ek F1H | £ 35 40 & 58 5 05
o HREL R PERAFE S AT AR - B PCR F ¥ 875 4 gl 7]
AVHH  RUEREFITA - REFERBRMEPBRAFASL S S AFA S gt

FARWE P RAFIAS & 5T AFE P gt B R FARE g e

i
e
i
&
g
3

—Mi‘g%t‘ﬁ\;(f!\‘ DI A,\‘*q-’;v /24—:41(-—1: t“—i-—ﬁ' o (30)

Peak area of candidate gene (U)/ Peak area of reference gene (U)

Copy Number = -
Peak area of.candidate gene(€)/ Peak area of reference gene (C)

(U): Unknown » # 77 % s i ‘J%ﬁf

(C): Control » # 7= &% %ﬁfﬁ :—"’
| | m

$+iF 4 B Bac Clones. JFQ?%%;%‘_% 'ﬂéﬁﬂi{%ﬁﬂ oot g o H¢ 5 B Bac
Clones : RP11-556H10 ~ RP11-85G7 #ri¥ & — i _%’é'f% AT R A TR R R e R
I A FeHE SR g H=N2pl23 =% ; ¥ *h 3 B Bac Clones B &
AEFEY F 3 CNV s AW =4 4pl6.1 1 RP11-301J10 £ = A 6p25.3
CTD-2249D1 - 4%+ + it 4 % Bac Clones > A W $+iF H “7p 3 4 F] ¢ RERG -
PIK3C2G ~ CPZ ~DUSP22 &3k 3515 » I 5g 415 $& & » 12 Competitive Multi-Plex
PCR %7 # & 2t it 4 B Bac Clones %] & % B 208 -

¥R p >+ it 4 1 Bac Clone #4 %] : RERG ~ PIK3C2G ~ CPZ ~ DUSP22 >
# %% A %] FGFR2 ~ Kirt A %] e - PCR 5 ¢ 2755 457 PCR ¥ J& » PCR
F g ¥ B ff 2 2500 0 B @ 3 ehp B2 R B el e T

(1) RERG+ FGFR2 +Kirt

PCR F &% %42 % 100ng DNA ~ 200uM dNTP ~ 2mM MgCl, ~ 2.5uL 10X
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buffer I1~0.5U AmpliTaq Gold enzyme~0.025uM FGFR2 31+ ~0.03uM Kirt
513 ~0.08uM RERG 513 » £+ 95 C T % DNA %1210 ~ 45> & F i §
% 94°C/30 45 ~ 5T°C/45 §) ~ 12°C/AS F)#¥ A F1A 4 25 Padk » B {670
T2 CHE W 10 & 48 o

(2) PIK3C2G+ FGFR2 +Kirt
PCR » J&% %42 7 100ng DNA ~ 200uM dNTP ~ 2mM MgCl, ~ 2.5uL 10X
buffer I1~0.5U AmpliTaq Gold enzyme~0.025uM FGFR2 31+ ~0.03uM Kirt
51% ~0.05uM PIK3C2G 31+ » £ 95°C T i DNA %1410 45 > & F
W5 94°C/30 ) ~ 57°C/45 £~ T2°C/45 #i4p3 A F1A 4 25 A%k > B
{83 T2°CE W 10 248 -

(3) CPZ+ FGFR2 +Kirt
PCR £ Jii3 i 2% 100ngDNA ~ 200pM dNTP 2mM MgCl, ~ 2.5uL 10X

e

buffer I1~0.5U AmpliTaq Gold e"ﬁzyme 0.025aM FGER2 513 ~0.03uM Kirt
515 ~ 0.05uM CPZ 314& 4 x%ﬁ-%"@f i DNA 814 10 48 - B¥FaE 4
% 94°C/30 4 54’°C‘/45t 1@ - 72°c/4y57§f;#§i“gikﬂé_#’n 25 Ik 0 B iE
T2CuE® 10 4 48 - ‘
(4)DUSP22+ FGFR2 +Kirt

PCR ¥ J&i% %42 % 100ng DNA ~ 200uM dNTP ~ 2mM MgCl, ~ 2.5uL 10X
buffer I1~0.5U AmpliTaq Gold enzyme~0.035uM FGFR2 31+ ~0.04puM Kirt
515 ~0.05uM DUSP22 513 » 3% 95°C ™ & DNA %4+ 10 4 48 » 2 % i
F 1 94°C/30 ) ~ STC/A5 45 ~T2°C/45 fp ¥ A FIA Y 25 task > B fé

T2 CuE W 10 & 45 -

¥ * GCK-500 cartridge kit (eGene, Irvine, CA, USA) %k &~ 37 F < /| ¥ £
1 DNA & 3§ » 'FT L% 5yL e PCR A4 4> 15 L 5 dH20 ¢ > ﬁrﬁ 4 &>
#X{5:% * e Gene Biocaculator Software ~ OM500 mtd = /2 i& {7 DNA & 4= & 3t > &
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ié Biocaculator Software i{f ¥ p #5&77 I} DNA A e+ | ~ 2 3L {58 F 3 jp ¥t
A E o
#- Competitive Multi-Plex PCR 1% % 22 i CMDX Bac Array = %] 2 % & %

BB 7t ¥ 0 &2 B3 CMDX Bac Array ez 5 2 ZIAM S - G S=

~

A

AT BB T § R E 1 2 Multi-Plex PCR A% NRE % cnit i/ AFH 5
Bor g MER ol BRI SF=AF S AT HE % £ Multi-Plex PCR
BT AERCEE AT AEAHER R S AT ST R T

fz #* CMDX CA2500/ CA3000 Bac Array ' & e fg & o

$o & &ﬁﬁiﬂﬁ%ﬁ ﬂaﬂﬁvﬁ:

|‘ ,!.

AREA TR T E httpﬁ%i‘o.]ects tcag :Jkarlatlon + s p 2004 & 12k

L --"- §

FLATESEER ﬁw;;wnp :

'H

SH
o

£ 5EEBT S ,#*3—1015 Jf?*

RS- CNTE é?é%%ﬁ&i

@atabase of Genomic %riants

A curated catalogue of structural variation in the human genome

About The Project | Senome Browser | Download | Links | Data Submissions | Email us

FPlease select genome assembly: | Build 28 (Mar. 2008) V|

View Data by Chromosome

View Data by Genome

1234567891011121314 151617 1819202122 XY All

Summary Statistics

BLAT Search

_ X Total entries: 29427 [hg18}
Enter sequence in FASTA format here: CHV's: 57829

Inwversions: 250

InCels (100bp-1KE): 30748

Total CHV loci: 14478
Articles cited: 38

BLAT Sesarch Last updated: Mar 25, 2010

Join our mailing list

Read aboutthe updates in our newsletter.

t= AJ, Feuk L. Rivera MN, List=w

humsn genome. Mat Genst. 2004

Bl= A A Fe¥ R FHFE http:/projects.tcag.ca/variation & /i &
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@atabase of genomic %riants

[human genome build 36]
B 84.09 kbp 45T chrs, fif B 69,364,823 7] 69,448,911

. &< = bab2d
Genomic Variants in Human Genome (Build 36: Mai = | WER LR I ms
5F -1
B il

LOCES: bopcogontdB | | | DAL L LEETEI LIttt ittt P ER ittt
*ﬁmlmozm{.ma SPNL | NN_000344 — i

SERFAE|NR_022978 SHNLINH_O22674_copy_3

T T —

—
SHNZINN_ 017411 _copy.2

SR o |
SHNZ|NH_022675
—
SHNZ | NN _022876 _copy 2
i
SHNZ| NN _022877
—
1 dupl Dupl
X]UJ?‘E!NII.WUHM m—
th ;269972
Z10:%
Z10:5
-

Disease Genes {(OHIH} {Disease}
SMNLINN_000344

k 1 1) 5
SHNLISpinal muscular atrophu-1,253200 (3)/Spinal muscular strophu-2,253330 (3)/Spinal muscular atrophu-3,20
SHNLINM_OZ2674, ch.S

L. .
SANLISpinal musculas al.rwn\_n 1,253300 (3)/Spinal musculss atrophy-2,293550 (3)/Spinal muscular strophy-3,2!
SHNZ | NN_017411_copy 2
i U 54
SHNZ | {Spinal muzcular atrophy,tupe TT1.modifier of}, 283400 (3)
iﬂ'ﬂzlm 022875

it i
S-'IQI{S‘mnal -uscula' aLruply l.we I modiFier of},253400 (3}

- | | F
“amzi_cozen

P i
SMZI{Spinal muscular atrophy,tupe [11.modifier OF), 253400 (32

ALL CHVs {Dluﬂ‘Lu:s:ld GainsGreen:GainlLoss) {Btr\xt\rﬂl Variation}
Wariation 0283 che 160604421 .  TOA0E241 |Sebat &t al. (2004

Vriottw\.Sllem et al. (2008)

Wariation 327231 chrs :mm..m41M|ﬂ et al. (2008

Variation_ 3557 |chrS 169109876 . . 70631640 | Redon et al .?M)

Wariation_ 37550 chrS 66853306 . . 70033323 | Cooper et al. (2008)

Wariation 64227 | chr S 169319374, (69073991 |Coread &t a1, (2009)¥ariation 69109 |cheS 165404749, 65410304 |Corrad et al. (2009)
Wariation 642291 chrS:60230d44 . 69447695 | Conrad et al . (2009)

Wariation 62007 | chr3 ;69247765 69533450 | Conrad et _al. (2003)

Wariation 60000 | chrS 60310173, 6061122 | Corrad et al. (20093

Wariation_ 69098 | chrS 69356789, .63461979 |Corrad &t al. (2009)

e ————

Wariation 65115 cheS 160357259, (604185654 |Coread &t a1, (2009) Wariation 65112|cheS:65434
e — ———
Variation 621201 chrS:68993222, 69533335 | Conrad et al. (2009)

Wariation 73001che S 168564771, GO7413471de Swith et al. (2007)
Wariation 7504 |chr 160341948, . 70622744 |de Smith et al. (2007
—
Wariation B094d | chrS: 68865734 .  JO1E0673 | Matsuzaki et al. (2009
— w—

Wariation, ! 16EE65734 .  JOLE9673 | Matsuzaki et al. (2009)

e —

Wariation 93087 |chr5:60318121, 69477787 [Matsuzaki et al. (2009)

— YT T———— = — ——————
Variation 64226 |chr3:69373464. 69076942 | Conrad et al. (2009) Variation_69127|chr5:69418878 . .694274121Conrad et
— ——

Variation 631251chr5:68402479. 68434619 | Conrad et al. (20093

S ar ation 69100 ch S1EB40437 - GHMEILI9] Coread et al. (2009)
Wariation 69092 | chrS:69404415. (69418929 Conrad et al. (2009)
w:ns:mm..mmaﬂlmm et al. (2009)

Bz : Bac Clone: CTD-2041D13 (Chr5:69364823-69448911)*t 3 & crj &



¥z F LR

1

2 CMDX Bac Array CA2500/ CA3000 2 1015 i & + & & % A 2 2 5] e H|
EHE AL F s F o B3I 4152 B A % E (gain or loss)H=uEh » A fF B
438 i# Bac Clone #7 252 i Cytobands » - T3i5& B 4 ¥ L% 1] 4.36 B 2L 7l # &
%3 > edr%k B CA2500 22 CA3000 T 5 4~ B szt » CA2500 7 gLz 1) enT 354 7]

EHERE K Hs 484 = > CA3000 Bwz i< > 5 3.88 =% o

* & *AER # A
#KL 9
% 35 E 971
& o 35
8 1015
#- o A oRE R |
Plateform CNV 3 HE % #
CA2500 4.84 221 1069
CA3000 3.88 794 3083
CNV ¥/ Case No. 4.36 1015 4152

- BT HAT eHE SR

> A T8 2 % Bl (Whole genome View)

T T T T | INEETSY FErrT | — T T T T | ZEEE EETE SRS FEE S S 2 T T

RATIO

2 p i i i I i i [EEEETS RETPOt TETIRS RPURE RUURST PUVI FRURTROE SUSY RORTONY IS IR R I =
1 2 3 4 5 6 7 8 8 10 11 12 13 14 15 1617 1619200122 X
Wihnla Sonnmao Wiowe

BT #4500 2> AFedAre®ERERHL s H



2 Multi-Plex PCR = j# %% CMDX Bac Array v % & » $¢iE 3t 6p25.3
4p16.1~12p12.3 =% 5 ME R ek A X 57 B - @ d Multi-Plex PCR 2~ {7 - &
Mok % k56 B R EBEF L 175% HY » AP EEERG - RePEA L
Sample313-2 » 5 & & ~ $71& Sample313-2 =1 Multi-Plex PCR &2 % i» % Wild Type
(Bac Array % % Deletion Type) & ot ek % & ¥ i 5= Multi-Plex PCR %
6p25.3 *Tk 2 HE 4 8 0 ¥ A fosample313-2 A 4 BB H R i g £ Fp @
# CMDX Bac Array =114 47 5% % & Multi-Plex PCR % — 3k o ¥ 3% F i i+ B $L3E X3
B % a4 30 B > 02 Multi-Plex PCR B~ - & ecn% % 5 30 B > =Rk
ME LR od PR RER AT TR Y Bac Array (1L ¢ A o gen A F] e |

BB b | B

=_ = 9§ DUSP22

v A FGFR2  Kirt

Y Ty

=
| 3
\\\?{r

& e B DUSP22
_ FGFR2  Kirt

N

Multi-Plex PCR % %

DUSP22

FGFR2 )
Kirt

¥ ¥ %8 & 6p25.3/ DUSP22 gene =] &

B~ @k A& 313-2 & 6p25.3/ DUSP22 % - =t

B+ © % & 313-2 & Chr 6 7aCGH % B4 :# A 313-2 & 6p25.3/ DUSP22 % = =

% > 6p25.3 3 — clone % Deletion % 3% Multi-Plex PCR & %
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Chromosome &
arw ‘

- geu
NS
it 00

1f=’f"“"f

I""

: imf gy

22 3% EET
BATID

Dk~ H268

5% 5 6p25.3 }

Chromosome 4

- BEr o Rrim WEmESOE mrodaw s PP T H * B mE b
e P T T T T T TR u g (e

1182 348 /\
4 Chr6 7aCGH %

- clone % Deletion # 3 _,.-
A \

';Z... :.-"'“" kT R
i " " 3."
e

au
G ahnnd 513
SR

'Iln.

22 X% E&T

1182 3145

AT

W=

# & H490 {1 Chr 4 aCGH
%* > 4pl6.1 7

- clone % Duplication %:»
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EH‘

! ‘ >

B+
gene |

Bl-+-7

DUSP22

Kirt [
FGFR2

B+ - % k4 6p25.3/
DUSP22 gene 3 & % I

FGFR2

‘ DUSP22

ﬁ * H268 % 6p25.3/
DUSP22 gene =7 Deletion #

bl |
FGFR2

. CPz
Kirt

-

+ %8 & 4p16.1/ CPZ
# |

9

CPZ

FGFR2  Kirt

|I-1—\.H.N-/-

tk & H490 # 4pl16.1/ CPZ
gene 7 Duplication # 7



Chromosome 12
...1;”,,, FGER? RERG

Kirt

II"'\_H_-\.'"HH_

Bl - 0 % k4 A 12p12.3/
RERG gene | & 4 3R

RERG
FGFR2 K|rt
.f
\ N
'ir'_"_l o |
B+ = A 321 e Chr 12 maCGH H B+~ A 321 A 12pl2.3/
3—5% ) *ﬁ 2 i clone % Dupllcatlon % """' RERG gene mDupllcatlon *

l‘“‘\)’

PIKSCZG 3, 1*.;- ; 4& PIK3C2G
FGFR2 Kirt T RepEgel®
Kirt
FGFR2
- . JlJL i
Bt 4 @ %% #%aa 12p12.3/ Bl- LA 321 & 12p12.3/ PIK3C2G
PIK3C2G gene | & % IR aene 1 Duplication % 1

3Lk & H268 ~ H490 2 321 1 Multi-Plex PCR 4 47.% % ¥2 Bac Array % % - &
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1345 CMDX Bac Array 25 % o o BREF L CNV + § fog8 4 ¢
Centromere ¥? Telomere s+ % » 27 L < )gkmg,?;»— Rem o #%HEY - % 3>
13182021 F_1t 5 I CNV 50 B F 213 CNV ¢hi= % £ 14q11.2(32.41%) ~
14432.33(42.66%) ~ 15011.2(44.14%) ~ 19p13.2(31.03%) ~ 22q11.22(31.33%) -
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Cytogenetic Taiwan Population
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% :P;Z..‘%%.,ﬁ’#ﬁ&é?‘)g’efﬁ“ﬁ CE T RAJETP AL SKETIRRA)

Method Sample No. CNVR No. CNV Size  CNV Avarage Source
Bac array 1011 445 150 kb~30 Mb 4.33 Current Study
Bac array 55 255 150~425 Kb 124 lafrate(2004)
Qligo- array 20 76 465 Kb 11 Sebat (2004)
Computerization 2 241 8~40 Kb A Tuzen (2005)
SD array 47 119 150-425 Kb MNA Sharp (2005), Asian=8C+4.J
Farent—cffspring trios 2 586 300 bp~1 2Mb M A Zonrad (2006)
Parent—offspring trios 2 541 1-T45 Kb A McCarroll (20086)
Bac array & SNF array 270 1447 24 1kbf 206 Kh A Wellcome Trust (2006), Asian=45C+45.]
Eac array (26363 clone) 95 2654 =40 Kb M A Wong (2007)
Fair end Seguencing g 1695 153 kb M A Kidd (2008), Asian=1C
Fair end Sequencing 1 2474 497 bp A Wang(Z2008), Asian=1C
Fair end Segquencing 1 2920 0.1-100 kb A Ahn (2009), Asian=1 K
SMP array 2026 3272 2 bp~2 6 Mb 269 Shaikh (2009); Asian=12C
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chrl

Case
No.

84

Popul.
(%)

8.28%

Case

Popul.

CNVR

Cyto NG (%) Clone Name Event
622976 |802152  |RP11-206L10 5 0.08% | 0.49%
p36.33 17 S R R ) 16 027% | 1.58%
p36.32 ] 0.10% 4356201 4538331  |RP11-11105 1 0.02% | 0.10%
11143717 [11308518 |RP11-28P4 1 0.02% | 0.10%
p36.22 2 0-20%1: 12351275 }12462906 |RP4-636F13 ] 002% | 0.10%
12953712 <J12934179  |RP11-907120 28 047% | 2.76%
p36.21 31_ S BTN 13388043 |RP11-204E16 23 038% | 2.27%
p34.2 e 0.00%, (41525520 41714392 |RP11-65511 ] 002% | 0.10%
h 47311175 [47483419  |RP11-624P10 ] 0.02% | 0.10%
p33 1 0.10% 4=

1K 5247 47536716 |RP11-74211 ] 0.02% | 0.10%
p22.3 3 1r080% I85485485¢ |85694513 |RP11-449P23 3 0.05% | 0.30%
o l 195708140 105861123 |RP11-48A6 1 002% | 0.10%

p21.3 3 =o1%.080% ‘
199299348 [99448949 |RP11-89P12 2 0.03% | 0.20%
142650738 |142806916 |RP11-46316 ] 0.02% | 0.10%
211 . Loge 24174221 1144361891 |RP11-30017 3 0.05% | 0.30%
144706445 [144862226 |RP11-780023 1 002% | 0.10%
147538833 [147702161 |RP11-1601.8 6 0.10% | 2.71%
q23.1 ] 0.10% 1155892292 1156056457 |RP11-68N5 1 0.02% | 0.10%
q23.3 3 030% [162713598 [162895106 |RP11-134M3 3 0.05% | 0.30%
244944068 245106860 |RP11-102B17 ] 002% | 0.10%
245382614 245545837 |RP11-36013 1 0.02% | 0.10%
q44 10 0.99% 245809744 245972563 |RP11-77118 1 0.02% | 0.10%
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Case Popul. Clone Clone Clone Name CNVR

Chromo Case Popul. Cyto

-some # No. (%) (\[o} (%) Start End Event
246175941 [246341428 |RP11-121022 1 0.02% | 0.10%
246768571 246944046 |RP11-378120 8 0.13% | 0.79%
44189 230596  |RP11-664N22 ) 0.03% | 0.20%
p25.3 4 0.39% 333841 497043 |RP11-60K6 3 0.05% | 0.30%
883970 1026826  |RP11-123C13 1 0.02% | 0.10%
p25.2 ] 0.10% 4438703 " 4606948  |RP11-5909 ] 0.02% | 0.10%
p24.3 3 |030% 113868637 ,<| 14051764 |RP11-794118 3 0.05% | 0.30%
pl6.3 1 [010% [50837941. 51003975 [RP11-780H1 1 0.02% | 0.10%
pl6.1 e 0.00%, 157007808 57160561 |RP11-811L7 ] 0.02% | 0.10%
o ; OL@_;S%&%%S 81792654 |RP11-799D9 2 0.03% | 0.20%
]2 6305 82293616 |RP11-775D7 1 002% | 0.10%
71871227 |87385778 |RP11-1080K19 9 0.15% | 0.89%
0 87649620 | |87827692 |RP11-1030A21 9 0.15% | 0.89%
pl1.2 737 7.19% [89028072° [89200771 |RP11-483P7 52 0.87% | 5.12%
chr2 157 15.47% 89561790 |89717265 |RP11-62120 59 098% | 5.81%
89800710+ 89958566 [RP11-433C18 57 095% | 5.62%
pl1.2-pll.1 2 0.20% 490993186 [91155050 |RP11-641022 2 0.03% | 0.20%
pll.1 46 453% 101670045 191679791 |RP11-90E3 45 0.75% | 20.36%
" q 0790, 194690032 [04858509 [RP11-134N21 8 0.13% | 0.79%
94953146 195132040 |RP11-317D19 1 0.02% | 0.10%
ql2.2 1 0.10% [105976810 [106154022 |RP11-798K13 1 0.02% | 0.10%
ql2.3 1 0.10% 106871334 [107053741 |RP11-464P18 1 0.02% | 0.10%
ql3 ] 0.10% 111344519 [111495247 |RP11-1144016 1 0.02% | 0.10%
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Chromo Case Popul. Case Popul. Clone

Cyto Clone Name

-some #

No.

(%)

(\[o} (%) Start End

ql4.1 ] 0.10% [114990964 115147046 |RP11-28110 1 0.02% | 0.10%
ql4.3 8 0.79% [125735605 [125901144 |RP11-11G20 8 0.13% | 0.79%
q22.2 2 0.20% |143922717 1144089691 |RP11-298B2 2 0.03% | 0.20%
g31.1 ] 0.10% [174967371 [175153504 |RP11-780C22 1 0.02% | 0.10%
227076 227427 |CTC-228K22 1 0.02% | 0.10%
p26.3 3 0.30% (043122 1120651 |RP11-105L21 ) 0.03% | 0.20%
© 1130610, 7<]1325575  |RP11-696M8 1 002% | 0.10%
59980796, |60159008 |RP11-81214 1 0.02% | 0.10%
pl4.2 200 A 0.03%, 60022762 60191344 |RP11-418E13 1 0.02% | 0.10%
1 f60556800 [60707635 |RP11-280N4 1 0.02% | 0.10%
w}i 54352431 [64528692 |RP11-14D22 1 002% | 0.45%
pl4.1 2 r020% f68008075¢ 163170632 [RP11-384L17 1 0.02% | 0.10%
168448766 [ 68609004 |RP11-692D4 1 0.02% | 0.10%
chr3 19 1.87% - :

p12.1 1] 00 186540469 [86711505 [RP11-375C4 | 0.02% | 0.10%
95279371 195439150 |RP11-259L.20 1 0.02% | 0.10%

qll.2 2 0.20%
= 1974947574 [97643916 |RP11-162D8 1 0.02% | 0.10%
q13.33 ] 0.10% 4120926865 [121091380 |RP11-169N13 1 0.02% | 0.10%
174574124 [174732545 |RP11-198D7 1 0.02% | 0.10%
426.31 : 0.30% 176545003 1176724570 |RP11-29215 ) 0.03% | 0.20%
q28 ] 0.10% 193557831 193718283 |RP11-151M22 ] 0.02% | 0.10%
029 s 0390 H94902965 [195114828 |RPI1-32612 1 0.02% | 0.10%
197126284 [197313351 |RP11-480A16 ) 0.03% | 0.20%
p16.2-pl6.1 2 0.20% [5094266  [5290815  |RP11-326023 3 0.05% | 0.30%
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Clone
End
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Event

Case Popul. Clone
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Chromo Case Popul.

Cyto Clone Name

-some#  No. (%)

pl6.1 74 729% [8520656  [8687196  |RP11-301710 74 1.23% | 7.29%
pl3 1 0.10% |44518741 |44676568 |RP11-105F21 1 0.02% | 0.10%
pll 4 0.39% 48760589 48941257 [RP11-620D19 4 007% | 0.39%
ql2 3 0.30% |55797692 |55998510 |RP11-504F11 3 0.05% | 0.30%
ql3.1 3 0:30% 1 ]60608378 60768901 |RP11-91C3 4 007% | 0.39%
hrd o7 0560 4213 1 0.10% [87452063" 87629591 |RP11-164121 1 0.02% | 0.10%
' q28.3 1 b 0.109%1136343075<]136488904 |RP11-35118 1 0.02% | 0.10%
q34.3 4 | 4039% 179787284 1179926971 |RP11-630J16 3 0.05% | 0.30%
35.1 10 0.00%, [184365857 184561775 |RP11-451F20 1 0.02% | 0.10%
- }188403361 [188555573 [RP11-152024 2 0.03% | 0.20%

0352 ; 01:3 % 1188879765 [189042572 |RP11-92A7 2 0.03% | 0.20%
' , 1189391176 §189553650 |RP11-1141D18 1 0.02% | 0.10%

| 189850975 ]190012097 |RP11-256D4 1 0.02% | 0.10%

5152 ) ‘OFIL‘)% 96649';152‘.&. 08394690  [RP11-11008 1 0.02% | 0.10%
9816L10" 110020490 |RP11-65417 ] 0.02% | 0.10%

o15.1 0 7.09% 15627290+ ]15780983  |RP11-135M13 ] 0.02% | 0.10%
0.00% |17465586 17591042 |RP11-91D21 71 1.18% | 7.00%

pld.1 ] 0.10% 28714511 |28864672 |RP11-195G17 1 0.02% | 0.10%
pl3.2 P 0.20% |36941080 |37112868 [RP11-705K7 2 0.03% | 0.20%
pl3.1 ] 0.10% [41021892 |41168355 |RP11-722F5 1 0.02% | 0.10%
o1 ; 0300, |14848627 45022904 |RP11-246L1 2 0.03% | 0.20%
45454078 |45784678 |RP11-97B16 1 0.02% | 0.10%

pll 2 0.20% |46180429 146358622 |RP11-63E15 2 0.03% | 0.20%
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Chromo Case Popul. Case Popul. Clone CNVR

Cyto Clone Name

-some# No. (%) No. (%) Start End Event
qll.2 ] 0.10% 157339914 57537646 |RP11-941D3 1 0.02% | 0.10%
ches 20001 1970% 1T ] 0.10% 62461023 |62605518 |RP11-160F19 ] 0.02% | 0.10%
ql3.1 1 0.10% [67278115 [67419794 |RP11-26L9 1 0.02% | 0.10%
69364823 |69448911 |CTD-2041D13 86 1.43% | 8.47%
70073062 [70247704 |RP11-74H23 63 1.05% | 621%
al32 19 1074% 70234685 J70425356  |RP11-195E2 7 120% | 7.09%
, 70296260 <] 70475039  |RP11-482B7 42 0.70% | 4.14%
q21.1 1 [010% 100154922 1100338373 |RP11-143D12 ] 0.02% | 0.10%
q23.3 205 N 0.20%, |128623899 128811151 |RP11-203A10 P 0.03% | 0.20%
932 ] 0.10% 4145497943 [145726441 |[RP11-876L8 1 0.02% | 0.10%
935.2 1 0110%-4172851020 |173016219 |RP11-346N16 1 0.02% | 0.10%
435.3 ] 010% J177591246 1177742659 |RP11-2116 1 0.02% | 0.10%
0 2310440 [357279  |CTD-2249D1 169 2.82% | 16.65%
p25.3 170+ 16.75% 1381240~ [1568545 |RP11-42D22 ] 0.02% | 0.10%
17938597 11992653  |RP11-110312 1 0.02% | 0.10%
p25.1 | 0.10% 15293472+ |5443772  |RP11-1114 1 0.02% | 0.10%
1223 ; 0307 955036 ]18121418 |RP11-90M17 1 0.02% | 0.10%
21424579 [21545525 |RP1-1351.22 P 0.03% | 0.20%
p22.1 ] 0.10% 129073892 129203316 |RP1-8818 | 0.02% | 0.10%
p21.33 9 0.89% 29863159 [30014486 [RP11-71C20 9 0.15% | 0.89%
p21.32 1 0.10% [32843695 [33023853 |RP11-10A19 1 0.02% | 0.10%
p12.3 2 020% 45964230 [46145363 |RP11-11H19 2 0.03% | 0.20%
pl1.2 ] 0.10% 157501590 |57681850 |RP11-637D3 | 0.02% | 0.10%
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chr6 202 | 1990% [q11.1 1 0.10% [62379845 162576993 |RP11-164C22 1 0.02% | 0.10%
ql2 ] 0.10% [69911578 70090135 |RP11-622F12 1 0.02% | 0.10%
4161 | 0100 102756130 92944280 [RP11-45115 1 0.02% | 0.10%

96397095 [96562812 |RP11-386720 1 0.02% | 0.10%

q21 ] 040% 1 §107812833 [107967471 |RP1-67A8 1 0.02% | 0.10%
q22.1 ] 0.10% [115088963 }115242892 |RP11-122B15 1 0.02% | 0.10%
q22.31 2} 0209 1119974543<]120136481 |RP11-765A3 2 003% | 0.20%
q24.1 2 | .020% 1140635836 140723070 |RP1-217016 2 003% | 0.20%
q25.2 1 4 0.00%, [153821550 153994956 |RP11-198L11 1 0.02% | 0.10%
q26 ] 0.10% 4162343450 [162535020 |RP11-456M6 1 0.02% | 0.10%
L 68170160 J168359681 [RP11-114E13 1 002% | 0.10%

627 . 013)% 170655599 170792198 |CTD-2011D14 ) 003% | 0.20%
JL. . 0 . 0

p22.2 ] 0.10% “J3026370 3185513  |RP11-234N20 1 0.02% | 0.10%
p21.3 1] 010% 120201817 12160876 |RP11-79021 1 0.02% | 0.10%
p21.1 1 0107 117213145 |19376129  |RP11-100774 1 0.02% | 0.10%
pl4.1 ] 0.10% |42264550: |42467165 |RP11-429N13 | 0.02% | 0.10%
p12.3 ] 0.10% J46811922 46974907 [|RP11-51N15 1 0.02% | 0.10%
pl2.1 ] 0.10% |52601653 52771400 |RP11-871A24 1 0.02% | 0.10%
pll.2 ] 0.10% [54607136 |54784743 |RP11-449G3 1 0.02% | 0.10%
qll.1-gl1.21 7 0.69% [61096752 61270745 |RP11-1025020 7 0.12% | 0.69%
61608951 [61789025 |RP11-626C15 1 0.02% | 0.10%

62966021 [63119691 |RP11-248G15 1 0.02% | 0.10%

qll1.21 10 0.99% |64668252 64771093 |RP11-644D10 6 0.10% | 0.59%

61




Chromo

-some #

Case
No.

Popul.

(%)

GBS REONVA 2 B S 4

Cyto

Case
No.

Popul.

Clone
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Clone
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Clone Name

CNVR
Event

64708585 |64864970 |RP11-489G16 3 0.05% | 0.30%

65966133 [66119326 |RP11-214K14 ] 0.02% | 0.10%

ql1.22-g11.23 ] 4 039% [71658313 [71830847 |RP11-35P20 4 0.07% | 039%
b 5 5120 73343780 73537332 |RP11-351B3 1 0.02% | 0.10%
73785125 73944776 |RP11-89A20 | 0.02% | 0.10%

q11.23 5 0.49% 74852506 175029107 |RP11-605K23 2 0.03% | 0.20%
© 175967888 <]76118659  |RP11-1113B10 P 0.03% | 0.20%

_ 76490095, 76687312 |RP11-467H10 1 0.02% | 0.10%

q21.13 205 4 0.20%. 89163364 89305339 |RP11-17A16 2 0.03% | 0.20%
q22.2 ] 0.10% 4105004303 [105185493 |RP11-135H16 1 0.02% | 0.10%
q22.3 1 0110%4106485513 |106660211 |RP11-120N6 1 0.02% | 0.10%
L1 . 0|69% 08768839 f108908853 |RP11-590B16 1 0.02% | 0.10%
' ‘ I A1107732310 [110940607 |RP11-635E6 6 0.10% | 0.59%
43131 2. 7] 020% Ji18727269 [118925701 |RP11-590F14 P 0.03% | 0.20%
o 153024535 11153229490 |RP11-105P6 3 0.05% | 0.30%

=" 1153229742 1153389164 |RP11-30512 4 0.07% | 039%

436.2 : 04 [153507 155 [153713711 [RPILL1073NS 1 0.02% | 0.10%
153585437 1153735765 |RP11-317C13 1 0.02% | 0.10%

436.3 ] 0.10% [158536683 158689697 |RP11-133]16 | 0.02% | 0.10%
2303777 [2411033  |RP11-104H14 2 037% | 2.17%

3849244 4007372 |RP11-243D4 4 007% | 039%

4218952 4386750  |RP11-113B7 1 0.02% | 0.10%

p23.2 27 200% 50354 |4938784  |RP1L.96PO 1 0.02% | 0.10%
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Case Popul. Clone Clone Clone Name CNVR
No. (%) Start End Event
5271311 5431541  JRP11-3615

5822620 ]5966061  |RP11-95C8

Chromo Case Popul. Cyto

-some#  No. (%)

0.02% 0.10%
0.03% 0.20%

p21.3 1 0.02% 19740415 119927437 JRP11-402K21 0.02% 0.10%
24912114 125057768 |RP11-161N9 0.02% 0.10%
p21.2 2 0.20% 125119935 25301066 |RP11-652E5 0.02% 0.10%

0.02% 0.10%
0.08% 0.49%
0.08% 0.49%

o |25045698 125406408 |RP11-76B12
Vo 143602365 <|43764092  |[RP11-467N1
pll.1 YV & 43735846, " |43895573 [RP11-32P10

chrg8 44 4.33%

qll.l 200 4 020%. |47019365 47126364 |RP11-970F14 003% | 0.20%
49230394 149231494 [RP11-268N2 0.02% | 0.10%

qll.21 2 012)7“‘ 626944 149794697 |RP11-20816 0.02% | 0.10%
, 257354 150395540 [RP11-10H3 003% | 0.20%

ql2.1 1 0:10% 458007449 " 58157371 |RP11-60119 002% | 0.10%
q21.13 1o 009 81884881 [82095247 |RP11-81906 002% | 0.10%
q21.3 1 J010% 190197490° {90371703  |[RP11-99K4 0.02% | 0.10%
q24.21 ] 0.10% 130828111 [130999900 [RP11-79E8 002% | 0.10%

0.03% 0.20%
0.03% 0.20%
0.03% 0.20%
0.03% 0.20%

264605 419765 RP11-1112G24
p24.3 2 0.20% 442177 642967 RP11-675G5
615306 812246 RP11-130C19
4979026 5111688  |RP11-42A14

u—y N 1NSY [\S] 5] [\S] [S=y Juiy [y Juiy [\GY [y Juiy NG} [0, (U] [Ny Uiy Fy S [\O) U

p2A.1 . 0.30% 8228656 8410865  |RP11-290M6 0.02% 0.10%
pl3.3 1 0.10% 33988396  |34157504 JRP11-143N9 0.02% 0.10%
pl3.1 46 4.53% 39766263 ]39963954 |RP11-927H19 46 0.77% 4.53%
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Case Popul. Clone Clone Clone Name CNVR

Chromo Case Popul. Cyto

-some # No. (%) (\[o} (%) Start End Event
41071154 41307321 |RP11-797M14 59 098% | 5.81%
pl2 70 6.90% [41581167 [41740982 |RP11-105J4 49 0.82% | 4.83%
42198320 42370032 |RP11-86114 47 0.78% | 4.63%
43662586 |43856412 |RP11-723015 86 1.43% | 8.47%
b1 103 10,150, [4179849 44373479 RP11-984C16 65 1.08% | 6.40%
chr9 268 | 26.40% 44666649 |44848283 [RP11-160N1 33 0.55% | 3.25%
45506659 <|45680377 |RP11-435A4 26 043% | 2.56%
66426891~ |66602753 |RP11-318K12 15 025% | 1.48%
a2 S 5se [07222026 67374086 |RP11-7615 15 025% | 1.48%
68635600 |68779111 |RP11-111418 10 0.17% | 0.99%
59796362 69975287 |RP11-154P18 23 038% | 2.27%
q21.2 ] 010% §798339507 §79911276 |RP11-795D8 1 002% | 0.10%
q21.31 ] 010% “I81585778 _[81746774 |RP11-31D18 1 0.02% | 0.10%
q21.32 1] 010% [84501653" |84667659 |RP11-122C19 1 0.02% | 0.10%
q22.1 3 [030% 189865365 190040361 |RP11-1061L15 3 005% | 0.30%
9934.11-g34.14 2 0.20% 1132470385 |132643715 |RP11-57C19 2 0.03% | 0.20%
q34.2 ] 0.10% 135572168 [135778033 |RP11-451N3 1 0.02% | 0.10%
q34.3 ] 0.10% [137706134 [137897355 |RP11-498D23 1 0.02% | 0.10%
214538 366264  |RP11-10D13 4 007% | 0.39%
pl>.3 4 0% Fetaa lo3s615  [RPILI07MI | 4 0.07% | 0.39%
o121 | 0100 |PA651099 134842954 |RP11-452HS 1 0.02% | 0.10%
35203904  [35380538 |RP11-383B9 1 0.02% | 0.10%
pll.1 6 0.59% [38946155 [39125182 |RP11-109B16 6 0.10% | 0.59%

64



N R HONVE 3 8 BT S - 4

Case Popul. Clone Clone Clone Name CNVR

Chromo Case Popul. Cyto

-some # No. (%) (\[o} (%) Start End Event
qll.l 39 384% [41704729 41716128 |RP11-81J3 39 0.65% | 3.84%
chel0 - 7090, |42 2 0.20% 159260247 159432213 |RP11-237L11 ) 0.03% | 0.20%
q21.2 ] 0.10% 162550850 62706448 |RP11-79H15 1 0.02% | 0.10%
103291815 [103442009 |RP11-68M5 1 0.02% | 0.10%
92432 : 0.10% 1703323201 [103508676 |RP11-765011 1 0.02% | 0.10%
133629636 1133778293 |RP11-45A17 1 0.02% | 0.10%
| 134340939+ 134548854 |RP11-288G11 1 0.02% | 0.10%
4263 20 S R 135251707 |RP11-431G18 15 025% | 1.48%
135079030 *{135240347 |RP11-108K 14 13 030% | 1.77%
pl5.5-p15.4 7 069% 42759787  [2871057  |CTD-2226C18 7 0.12% | 0.69%
1168465 4353116  |RP11-1118C1 39 0.65% | 3.84%
pl>4 4l 4.04% 190460 ¢ I3319716 |RP11-1031H14 ) 003% | 0.90%
o1 ., OH)% 440322149 140503595 |RP11-1068EL1 1 0.02% | 0.10%
s SETT J40455882° [4b654414 |RP11-768P16 1 002% | 0.10%
pll.2 1 o [010% 144196265 - |44375216  |RP11-280B8 1 0.02% | 0.10%
pl1.2-p11.12 ] 0.10% |#8641632: 148820012 |RP11-463K8 ] 0.02% | 0.10%
pll.12 2 0.20% 51245305 [51433879 |RP11-828P18 ) 0.03% | 0.20%
el 1 | 11039 3 0.30% [54983642 [55174873 |RP11-475G4 3 005% | 0.30%
ql2.1 7 0.69% [58565900 [58765261 |RP11-1012N1 7 0.12% | 0.69%
ql2.2 37 3.65% [60573957 [60758403 [RP11-465F2 37 0.62% | 3.65%
ql2.3 ] 0.10% [62458891 [62622065 |RP11-488C4 1 0.02% | 0.10%
ql4.1 2 020% [81471789 [81648504 |RP11-1ES8 ) 0.03% | 0.20%
ql4.3 ] 0.10% [91047295 (91156775 |RP11-74L24 1 0.02% | 0.10%
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Case Popul. Clone Clone Clone Name CNVR

Chromo Case Popul. Cyto

-some # No. (%) (\[o} (%) Start End Event
q22.1-q22.2 ] 0.10% [101500552 [101687165 |RP11-90M3 1 0.02% | 0.10%
q22.2 3 0.30% [101724663 [101939112 |RP11-31506 3 0.05% | 0.30%
q23.3 3 0.30% 118829889 |118992228 |RP11-62A14 3 0.05% | 0.30%
q4.11 ] 0.10% 120907159 |121086046 |RP11-349K 14 1 0.02% | 0.10%
p13.33 ] 0.10% 152513 329664  |RP11-28313 1 0.02% | 0.10%
pl3.31 6 0.59% [7918347 © J8062130  |RP11-277E18 6 0.10% | 0.59%
, 10845115 <|11018538  [RP11-144023 1 0.02% | 0.10%
p13.2 12_ S TR 11480339 |RP11-90N7 12 020% | 1.18%
pl12.1 15 0.00%, [23903839 24058953 |RP11-162F10 1 0.02% | 0.10%
pl1.22 ] 010% 408345839 [28516515 [RP11-924M22 1 0.02% | 0.10%
pl1.21 1 010%433570627 133333327 |RP11-460N10 1 0.02% | 0.10%
- 31 3.05% |RLLL ] 010% »127;7;*:,4 34291672 |RP11-313F23 1 002% | 0.10%
ql2 ] 0.10% “138344092 " [38526440 |RP11-553H9 1 0.02% | 0.10%
ql4.2 1] 010% J63110965 [63280538 |RP11-6008 1 0.02% | 0.10%
q21.32 1o J0i10% 185151469 085314955 |RP11-58K21 1 0.02% | 0.10%
q21.33 ] 0.10% 189933545+ [90114298 |RP11-91705 1 0.02% | 0.10%
q24.11 ] 0.10% §108715934 [108907571 |RP11-319B22 1 0.02% | 0.10%
q4.32 ] 0.10% 127319957 |127481773 |RP11-1103G10 1 0.02% | 0.10%
043 ) 020% 130310708 |130471421 |RP11-146E8 | 0.02% | 0.10%
0.00% 131366783 [131574912 |RP11-357122 1 0.02% | 0.10%
ql2.11 ] 0.10% [18729484 18809111 [CTD-3053A5 1 0.02% | 0.10%
ql12.12 2 020% [23756529 123919964 |RP11-521E7 2 0.03% | 0.20%
q21.1 ] 0.10% [52892079 53074594 |RP11-454H21 1 0.02% | 0.10%
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Clone
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q21.2 ] 0.10% 60785575 160972894 |RP11-509024 1 0.02% | 0.10%
q21.31 ] 0.10% [63500884 63656227 |RP11-10J15 1 0.02% | 0.10%
chrl3 15 1.48% 65078855 165222198 |RP11-148N3 2 0.03% | 0.20%
qQ21.32 5 0.49% 66064171 66234235 |RP11-1007P20 ] 0.02% | 0.10%
66614909 [66786429 |RP11-326B4 2 0.03% | 0.20%

b 1112739483 1112940263 [RP11-326K11 2 0.03% | 0.20%

Q34 4 1 0.39%|112777833<] 112939731 |RP11-98F14 3 0.05% | 0.30%
| 113805195~ [113967059 |RP11-262A6 1 0.02% | 0.10%

J 19273689 19485419 |RP11-831B15 279 4.65% | 27.49%

20341345 20523996 |RP11-89F2 2 003% | 0.20%

1474792 [21636629 |RP11-170P20 9 0.15% | 0.89%

ail2 329_ J2Al% 16367481 |21813687 [RP11-246A2 35 0.58% | 3.45%
21930049 122109381 |RP11-990K12 44 0.73% | 4.33%

20138643 22343786 |RP11-1083M21 1 0.02% | 0.10%

24722688 - |24860156 |RP11-180019 1 0.02% | 0.10%

< 1252977214 125474958 |RP11-264E8 1 0.02% | 0.10%

ql2 4 0.39% 425791020 [25986265 [RP11-997B23 1 0.02% | 0.10%
26798461 [26947540 |RP11-194P13 1 0.02% | 0.10%

29293930 [29458342 |RP11-111108 2 0.03% | 0.20%

chrl4 777 | 76.55% |q21.1-q21.2 ] 0.10% [40873782 41029779 [RP11-1134E12 1 002% | 0.10%
q21.2 8 079% [41905205 42060712 [RP11-117P10 8 0.13% | 0.79%
q24.3 ] 0.10% |75570349 75733729 |RP11-71M17 1 0.02% | 0.10%
Q312 ] 0.10% [83227463 83392181 |RP11-799D22 ] 0.02% | 0.10%
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CNVR

-some # No. (%) (\[o} (%) Start End Event
105265054 |105433202 [RP11-448N5 3 0.05% | 0.30%
105476398 |105645662 [RP11-259B19 55 092% | 5.42%
105858039 1105929313 |CTD-3039D5 427 711% | 42.07%
105912193 |106065910 |RP11-683L4 2 037% | 2.17%
95233 433 | 42:05% o5991433 (106084983 |RPLI319F2) 14 023% | 1.38%
106099276 }106230230 [RP11-76N15 10 0.17% | 0.99%
106417962<]106301951 |CTD-2011A5 12 020% | 1.18%
_ 106224623 |106318106 |CTD-2313E3 8 0.13% | 0.79%
J 18747261 18874512 [RP11-90P3 268 4.46% | 26.40%
19106050  [19287262 [RP11-624A1 265 441% | 26.11%
203738 19367754 |RP11-138C5 245 4.08% | 24.14%
) 97638717 J19914846 |RP11-415B7 374 6.23% | 36.85%
qll.2 448 | 44.14% [20361407 1120536752 |RP11-80H14 5 0.08% | 0.49%
20523632 [20703023 |RP11-452H4 3 0.05% | 0.30%
20732386 120912999  |RP11-228M15 1 0.02% | 0.10%
921439045¢ |21638078 |RP11-37371 ] 0.02% | 0.10%
22235690 |22401831 |RP11-104J9 19 032% | 1.87%
26185054 26346267 |RP11-1107G17 3 0.05% | 0.30%
27029453 |27209685 |RP11-650N15 ] 0.02% | 0.10%
27121297 27288357 |RP11-150A20 1 0.02% | 0.10%
chrl5 199 | 49.16% [ . 049% 7207142 [27as14s8 [RPILTISGT 1 002% | 0.10%
27573730  |27748282 |RP11-300A12 2 0.03% | 0.20%
27740710 |27905905 |RP11-92F7 1 0.02% | 0.10%
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Case Popul. Clone Clone Clone Name CNVR

Chromo Case Popul. Cyto

-some # No. (%) (\[o} (%) Start End Event
ql13.1-g13.2 1 0.10% [27830813 28024200 |RP11-360J18 1 0.02% | 0.10%
ql3.2 28 2.76% 28290234 28449080 |RP11-1122013 28 047% | 2.76%
4133 . Logo, 120179961 130330317 [RP11-115G22 0.18% | 1.08%
30654159  |30830644 |RP11-420B6 0.02% | 0.10%
Q1.2 1 0.10% 1 |48810464 [48983569 |RP11-846K6 0.02% | 0.10%
q22.1-g22.2 2 0.20%_|57065159" 57246081 |RP11-306H6 0.03% | 0.20%
Vo 194552710 ,]94747821 |RP11-134D15 0.02% | 0.10%
4262 2_ ' " 92491963, |92661067 |RP11-109P8 0.02% | 0.10%
063 A oo\ 99707174 09872903 |RP11-497M17 0.02% | 0.10%
' 'Ilr~.'..99fz;471ﬂ35 99914584 |RP11-530H6 0.02% | 0.10%
'Li 56993 431289 |RP11-243K18 0.02% | 0.10%
) 1990274 ¢ |1170981 |RP11-656716 0.02% | 0.10%
pl3.3 g 0[7 % 12084432 | [2304090 |RP11-846C9 0.02% | 0.10%
L 241683 2417096  |CTD-211712 0.05% | 0.30%

0.03% 0.20%
0.02% 0.10%
0.02% 0.10%
0.02% 0.10%
0.03% 0.20%
0.02% 0.10%
0.13% 0.79%
0.02% 0.10%
0.13% 0.79%

95526437 [2730046  |CTD-2270M10
pl13.13 ] 0.10% [11420097; 11635674 |RP11-788A3
15110713 [15273942 |RP11-97N13
15519951 15681435 [RP11-81L19
pl3.11 9 0.89% [15681614 ]15882688 |RP11-629E8
15790648 [15973627 |RP11-844E20
16112598 16307524 |RP11-963L5
p12.3 1 0.10% |18035829 |18197022 |RP11-758H24
21354957 21532552 |RP11-98D10
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Clone
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21509195 21675241 |RP11-120E20 1 0.02% | 0.10%
12.2-p12.1 3 030% 121655258 |21833696 |RP11-449K24 3 0.05% | 0.30%
hrl6 120 | 11.82% PR

o o } a0 22338081 20508571 |RPII368Ia1 > 0.03% | 0.20%
pre. ' 27178754 |27319548 |RP11-103D22 ] 0.02% | 0.10%
28058998  [28203578 |RP11-915B15 4 0.07% | 0.39%
29551001 _[20714202|RP11-180013 3 0.05% | 0.30%
29683738 <|29869247 |RP11-301D18 2 0.03% | 0.20%
20893466, * [30059319 |RP11-114A14 2 0.03% | 0.20%
pll2 | 424 198173 30174456 |RPII455FS > 0.03% | 020%
31957577 [32156413 |RP11-1072P17 14 0.23% | 1.38%
2562118 [32773200 [RP11-499D5 33 0.55% | 3.25%
, 35562261 |33754381 |RP11-347N4 17 028% | 1.61%
pll.1 5 049% 34476099 " [34626960 |RP11-80E22 5 0.08% | 0.49%
221 3 "’"“‘“”_ﬂ._‘otab% 652536 5 65412816 |RP11-114M2 1 0.02% | 0.10%
65946400 66146378 |RP11-433A16 2 0.03% | 0.20%
q22.3 35 345% |72892550. [73055468 |RP11-252A24 35 0.58% | 3.45%
q23.3 ] 0.10% 181230729 81407271 |RP11-606H18 ] 0.02% | 0.10%
816310 976400  |CTD-2237N10 3 0.05% | 0.30%

133 4 0.39%
P * 533625 726771 IRP1I-300D1S 1 0.02% | 0.10%
18948013 |19165438 |RP11-816G17 150 2.50% | 14.718%

112 151 | 14.88%
P 120492969 20692357 |RP11-142H5 2 0.03% | 0.20%
pl11.2-pll.1 1 0.10% 121967843 |22110995 |RP11-125D2 ] 0.02% | 0.10%
i win N anere lall2 ] 0.10% 126246069 |26422085 |RP11-525H19 1 0.02% | 0.10%
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T 12 3 030% 34003230 |34174152 [RP11-607B2 3 0.05% | 0.30%
ql2-g21.1 ] 0.10% [35207013 [35434692 |RP11-387H17 1 0.02% | 0.10%
q21.31 ] 0.10% [41349283 [41528260 [RP11-111123 1 0.02% | 0.10%
q21.32 145 14.29% [42087498  [42244563 |RP11-79018 145 2.42% | 14.29%
q22 5 049% | 148434265 48595724 |RP11-248L3 5 0.08% | 0.49%
q24.11 ] 0.10% 60311024 }60488913 |RP11-829P10 ] 0.02% | 0.10%
pl1.31 1 Je0.10% 16269078, <l6418978  |RP11-19E14 1 0.02% | 0.10%
chrlS 4 0399, jalllzall2 I__|4010% [17267518," |17448560 [RP11-311F3 1 0.02% | 0.10%
0131 L7 0.00%, 53192567 §53367231 |RPLL-79LS 1 0.02% | 0.10%
] 010% LJ73414443 173593637 |RP11-90L3 1 0.02% | 0.10%
LD de02925 lio9s436  [RP11-75H6 1 0.02% | 0.10%
) M1331140 ¢ 11495632 |RP11-317H11 1 0.02% | 0.10%
p13.3 3 | 030% 1541605 [f1585189  |G248P8411D6 1 0.02% | 0.10%
T 1602142 |G248P81027G3 2 0.03% | 0.20%
oy 17562047 ']1947196  |RP11-846C18 1 0.02% | 0.10%
7789817+ |7950264  [CTD-3193013 3 0.05% | 0.30%
bl g | 33309 pl3.2 35| LS TG [5863520  |RPLLIOFIS 314 523% | 30.94%
o2 ) 0200 120455617 20644162 [RP11-106E12 1 0.02% | 0.10%
24107907 24108553 |RP11-89N18 1 0.02% | 0.10%
o2 ) 0200, 124827680 35023870 [RP11-345121 1 0.02% | 0.10%
36556817 |36742905 [RP11-18J6 1 0.02% | 0.10%
38449070  |38638734 |RP11-939022 1 0.02% | 0.10%
al31l 2 0.20% 39390486 [39546101 |RP11-31D10 1 0.02% | 0.10%
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Chromo Case Popul. Case Popul. Clone CNVR

Cyto Clone Name

-some # No. (%) (\[o} (%) Start End Event
ql3.42 14 1.38% 59909223 60083800 |RP11-155P5 14 023% | 1.38%
pl3 ] 0.10% [2989984 [3165774 [RP11-520F6 1 002% | 0.10%
pl2.3 ] 0.10% [8035960 8174995  |RP11-26K18 ] 002% | 0.10%
chr20 6 0.59% |p11.23 ] 0.10% [20252074 20440763 |RP11-470C13 1 002% | 0.10%
pll1.21 ] 0.0%  [25459775 25610059 [RP11-109122 1 002% | 0.10%
q13.33 2 0.20% |60192432" 160385082 |RP11-157P1 2 003% | 0.20%
pll.2 10 099% [9769099. <]9959643  |RP11-430M17 10 0.17% | 0.99%
pll.l 6 | .059% ]10052189." 10187262 |RP11-24D17 6 0.10% | 0.59%
{1"—%’] 14;90;04 14724640 |RP11-1144F24 1 002% | 0.10%
qll.2 1 0.10% LJ14627682  [14865524 |RP11-846C20 1 002% | 0.10%
chr2l 22| 2% || ZR465003 14925811 |RP11-392H8 l 0.02% | 0.10%
QL1 5. 0|2<f>% _ 1984354 22147565 |RP11-990C8 1 0.02% | 0.10%
' ‘ V7 99433185 L |29617050 |RP11-203K3 1 002% | 0.10%
q22.3 3 ] 030% 45594025 [45808493 |RP11-345F15 3 0.05% | 0.30%
16756005 '|16926481 |RP11-168B14 1 0.02% | 0.10%
171950014 [17392290 |RP11-690P21 112 1.87% | 11.03%
17448597 17639741 [RP11-71120 3 005% | 0.30%
18002551 [18171177 |RP11-652F11 2 003% | 0.20%
qll1.21 318 | 31.33% [18073347 ]18286507 |RP11-316L10 1 002% | 0.10%
18259448 118440797 |RP11-260L7 ] 002% | 0.10%
18859172 |18981817 |RP11-586118 320 533% | 31.53%
19310295 19458332 |RP11-155F20 7 0.12% | 0.69%
19565460 19711786 |RP11-1116M14 1 0.02% | 0.10%
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ql1.22 10 0.99% 20579317 120752897 |RP11-4811.22 10 0.17% | 0.99%
22415519 ]22596122  |RP11-124F9 1 0.02% | 0.10%
chrzz 39 B4 103 2 0.20% 22800851 22995231 [RP11-76ES8 2 0.03% | 0.20%
22871034 [23040012  |CTD-2338K23 1 0.02% | 0.10%
37259048 |37435352  |RP11-5904 2 0.03% | 0.20%

ql3.1 3 030% F—
. [37642077 137856194 |RP11-103312 1 0.02% | 0.10%
143960327 <]44128818  |RP11-78A15 1 0.02% | 0.10%
al331 2_ U207 1558955 [46320515 |RP1L66MS 1 0.02% | 0.10%
q13.32-913.33 | 15 L 0.02%, [48083933 |48278974 |RP11-98121 | 0.02% | 0.10%
i fasateas 48259549 [Goagps3o73ar | 2 0.03% | 0.20%
41333 ; oS <liB255788 48205808 |G248P86144C3 | 2 0.03% | 0.20%
' ) 148393208 |48566243 |RP11-697C11 | 0.02% | 0.10%
|| Ju9100208 [ [49944089_|G243p85566F9 1 0.02% | 0.10%
272927~ 467714  |RP11-91D5 1 002% | 0.10%
402160 ©-'|547936  |CTD-3128A11 2 0.03% | 0.20%
433104 614144 |RP11-800K15 1 0.02% | 0.10%
480453 1619358 JCTD-2584M8 1 0.02% | 0.10%
p22.33 13 1.28% (1109108 [1328943  |RP11-892B14 1 0.02% | 0.10%
1782036 [1929740 ~ |RP11-74L17 5 0.08% | 0.49%
2201001 2375939 |RP11-640A16 5 0.08% | 0.49%
2689420 |2873864  |RP11-802124 1 0.02% | 0.10%
3147893 ]3332868  [RP11-809F20 1 0.02% | 0.10%
6513904 6692138 |RP11-294K6 8 0.13% | 0.79%

73




Chromo

-some #

Case
No.

Popul.

(%)

i SR HONVE 4 8 B S - T4

Cyto

Case
No.

Popul.
(%)

Clone
Start

Clone
End

Clone Name

CNVR
Event

p22.31 10 0.99% [6958009 7136799  |RP11-483M24 8 0.13% | 0.79%
7455636 17633868  |RP11-323F16 1 0.02% | 0.10%

p21.3 1 0.10% [28360036 28535208 [RP11-487M22 1 0.02% | 0.10%
chrX 49 483% [p11.21-pll.1 P 020% 156571345 156751495 |RP11-431N15 P 0.03% | 020%
qll.1 1 0.10% 163953972 64102032 |RP11-920E2 1 0.02% | 0.10%
ql2 1 0.10% [66222560" 66389922 |RP11-109N24 1 0.02% | 0.10%
q21.33-922.1 1} 0.109% 198440888 98259699  |RP11-91K 14 1 0.02% | 0.10%
q22.2 2 10209 1102918729 |103115179 |RP11-771H14 p) 003% | 0.20%
1223 10 0.00%, 1109162727 109309460 |RP11-471A8 1 0.02% | 0.10%
q4 ] 0.10% 4120338591 [120511529 |RP11-893C7 1 0.02% | 0.10%
q25 19 1.18% |125404777 |125555340 |RP11-664P12 12 020% | 1.18%
l‘ 148315715 148484642 JRP11-19515 1 0.02% | 0.10%

[ 1148935632 1149102282 |RP11-792M20 1 0.02% | 0.10%

08 N ) OBE% 149154798 149306899 [RP11-221G13 1 0.02% | 0.10%
L 150087321 [151147751 [RP1I-110C24 1 0.02% | 0.10%

< 151701063 [151881428 [RP11-665024 1 0.02% | 0.10%

154597372 |154763617 |RP11-722P3 2 0.03% | 020%

2500466 [2690572  |RP11-990G10 1 0.02% | 0.10%

pl1.31 5 0.49% [2530482 2721249  |RP11-63907 1 0.02% | 0.10%
2550572 2721250  |RP11-975F3 1 0.02% | 0.10%

10193916 10345898 |RP11-1097022 1 0.02% | 0.10%

chey 31 30.64% o112 . 030% 0383378 [10456941 |RPILI15505 P 0.03% | 0.20%
q11.223 69 6.80% 123429774 23574981 |RP11-247714 68 1.13% | 6.70%
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-some #  No. ° No. (%) Start End clone Name Event
57236087 |57310616 |RP11-80F8 222 3.70% | 21.87%
al2 234 23:05% 57239667 |57326818 |RP11-88F4 213 3.55% | 20.99%
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