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Miller et. al. Amer 7Lk
‘ t.’ J. Human Genet SureFISH
N £+ | 86, 749-764, May 15q11.2
. t " ‘ 14, 2010 749 UBE3A
— il' 0 q
(7.2 Mb&E%€) (10.9 MbR)
CGH~¥/o20O7L A RS —T> X
1 2 3 4 5 6 12
T ]
13 14 15 16 17 18 Y
IRERIRRNEN i
5l : 77=L-> b SurePrint G3 ISCA CGH+SNPY-f0O7 L Togo picture gallery by DBCLS s licensed under a
Coriell Institute NA04592 (Trisomy 21) Creative Commons Attribution 2.1 Japan license (c)
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CGH IR MSD w3 <707 LA
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s WIS 2L SR
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A1 InDel e NEEh

Agilent Technologies




e, R, s X0 8

> L > FCGHY O L1 DRIE
A5 RASREICEHEOIJAVITIXOLAF R DNA (TJO—-7) %= In Situ &5%
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-~ ) tb7=
EEEED

-
«‘3‘ Log,(Sample/
T L L fLE - T,
)\ TULIE 2z S 2RISR
%2 Gain - 3D EDEHTO— T D2
22 B0 - BB _EDLog, (/6 )2k

‘ CytoGenomics

T — IR 2-1 0 +1+2 e e
RRASFE I f 1 i flg,i |
4x180K ISCA ! Gain y 8 SUREGE)
CGH+SNP i i ]
B B AR A e mii— )

>10 kb - \

4 J N2k Probe S e
~50 kb Loss| i PRI RO T | 2

. + N pacing o CytoGenomiCS e N e
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CGHY 2OV LA ICHBIFDH>TILOFRIRDEIE
m IEEHRHGEA Ui

2L 15: 69265541-69564414, 208 Kb | [Be  tiwesossttesrozeszeeamy | d | p
3 S A,
CancerDNA% | | | %V 0
0
—— 5.2 +2 T,
11.4
16.2
it
. +1 A i
-_—73.0
100
1 2 3 4 0 | X o w . pMMy ey | T T W RS TN
R O D E
T -
Validated by Dr.Ogawa, | A _
TOkyo U | f f f f i I 1 1 1 1 1
69.26Mb E9.31Mb 6936Mb  ES.4IMb 63.46Mb 69,51 MBS.56 1818Mb 183.0Mb 1841 Mh |185.2Mb 186.4Mb 1575187
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(AR MR
~65um)
1x244K § S oaak g M| 1xam
2x105K g 105k g 400K 2x400K
Axa4K §44k §l80k Ax180K
8x15K g | . g ok [ ][ 1] 8x60K
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SN P*ﬁ ||:|:|| }EEE l Restriction Digestion 1

WECHRBRBMMPAICHBSNPCHLT L.,
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RDESNPEEIHICSTBHADT LILOBER e | wesaion |

CGH 7O—7 Alul/Rsal

e A L —3 ¥ AG
| B genome YT oEIE L] -
B B o
=l -— \ L TS LT
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| o - s wa
JOo—7 o= As iy Microarray

low signal
Probes

284Kk &%k MNIUVYE— FRSY=—  UPD,
cnLOH

ﬁl l H" ﬁﬁll ﬁlll ﬁﬁ cnLOH/UPD 38 (%) %SNP TO—J ([CTHRLE,
NA06231 (Coriell Cell Repository) &,

Tetrasomy  Tetrasomy g
Hemizygous (identical  (non-identical <
Diploid deletion Trisomy copies) copies) g
2

4

No. of &
uncut 9 — 3
alleles CGH g
1 — -
0 |

F & & F &P
Application Note : 5990-6274EN
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FFPE :
Blood, tissue, cells ML U EE)N
S50+ >l
EE7N
Jobk3b - —~ ULSSAN)ALSE
SA1LDU NE EEE ki Am il Syl
jene GenomePlex Complete |PicoPlex WGA Kit for
— ANV, Whole Genome Single-Cell L
AFwvT e HETOE . .
Amplification Kit [Sigma] | [Rubicon Genomics]
SNUERAFTY T SureTag (Complete) DNA Labeling Kit Genomic DNA ULS Labeling Kit
1M, 4 1.5 g 2 Ug
244K I (16.5 pl) (16 ub)
2x400K, | 0.5-1 pug . 1 Mg 1 Mg
DNAS 2x105K (20.2 pul) 50 - 100 ng FEHIT (17 ub) (17 pul)
~[4x180K, (10 i) - 0.5 Hg 0.5 jg
4x44K v (8 ul) (8 ul)
8x60K, | 0.2 - 0.5 ug 14R 0.25 ug 0.25 ug
8x15K (10.1 pl) " (8 ul) (8 ul)
g ) IDmE Intact 500 bp < Intact Intact/degraded/damaged

XCGH+SNP~Y 10O L1 (&

IEEE - LR O ~3JL - ULSSANIUEE(IERAT]
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~A L NS~ n
CGH)’L- - CGH+SNP’Lroo-7 0O )L
Test gDNA Reference gDNA
>500 ng (>200 ng)| | >500 ng (>200 ng) CGH-only @
__________________________________________________ <AoOr7 L1 DiGgE
Hl RE%S= (C - HIRREER(C ., . CDRT v TERE]RE
_____ KBMAE | KB
. N O N
DNAD DNAD
O SNUE L SAJME R
" SAJLEDNA | [ SAULEDNA | 30min~ N TUSLEB—>T>
N O)* %E% Y, \_ OD*%E% ) O)H% FEﬁ
B - .
I\ UL A 24 or 0 gg
B $2T—=>3> 40hrs ™M
inES ~10min

AFv > ~16min/slide
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JOILRA v T5F—cUZFEURE (2014F68)
EEH(1) : \ATUSMEP—2 3 ViBEESENS67EICES

SN)UHLERESUreTagD BRI DIAHZENBWNC E(CKD, ¥YroO7LAF7—
S DQCHK

RO X(CHEWNTBG _NoiseDfENWNE LS IRBDZENHDF U,
COEEBICKIDFEWNS/NZRERNSBG_NoiseDfEZ FITFRACENTEET,

ZEH(2) : Random Primer&Hybridization MixsARESDREZ9S5EIS
98E(CEE

R 7 LA TX%Zmd Cy3 - CySH T COBRIFICH IS DmE(CRE <ENHDIHE.
T—IPNFAICRFr VI FTIENSHDHXUT,

REZLDFEDHDCELIT TR, BREENEULBVNLDIPEEESTHENEN
FUTZ,

IRERFHTO M) LIEHEEBROA ETRD . HARSEBRISIRIEERF T,
ST UREBHHSBLNEULET,
http://www.chem.agilent.com/library/usermanuals/Public/G4410-
90010 CGH Enzymatic 7.3.pdf
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o o ONA % % 12 118 % 8 o BTRENDEATUVVIRWDEERR
L (Cy5. Cy3) TS~IAE (%ﬁ/ﬂkgb)
© RNA - BREDI - TAEFTRED
) ovewe iyt SaEid (et
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<= % CCH =4~ 0P LA [)\1

JUL. kE
p-mEmknL, e JE-H

i
N
J
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SureScan YA 20OF L4 X

FPFITRAF VA O & /
Cy3 I ILEEY
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() > — S8R T —ADQC
. - " CytoGenomics Y 7 DI F T ‘ ;&'ﬂE'ﬂ:fféa)%ﬁch MetrICSOD{IE
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CGHY OV L AXRRICHITDIEESDERERE 1

DNADEENARIEHETHDE. SIN)LICFERT Dexperiment&reference
DDNAZ(CENED., ZDFERI7vtz1 /14X (DLRSD) ZigIMEEEY,

—A3EDNA Z= < ERM(CE=ZE I DEADITE »
(45 Qubit dsDNA BR Assay Kit) ([CKDE==HELE \‘/

DLRSD&(E - - -
Log Ratio g Derivative Log Ratio g ) A@'ﬁ:@@éiﬁ
ST tEt e 00— fEdLogzratio
— ; ; DEDESDEEE
-1 o & DEETEHE -
FN ¢ J A XFHIDTzEb (.
IQR (Inter Quartile

00 =~ oo on B o o o=

ST Range) statistics %z

s v g e (O AVT. JE—5Zn
o . berant | S £ TVRHEEICES
T R : 3 Boutliersz st LT
P sTE,
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CGHYoO7 LA (CH#ET DY T)LDNADmE 1
RNA, AL AE<E

G NARA DRIV
RIFAWERIE EOREADMEN 8
- A260/A280 (1.8-2.0) . - 7 H0O—RT)VESUKE
A260/A230 (>1.0) =HIxE ANk
B ‘ 1.2% Clear E-Gel,
| EEE=\ SYBR Gold
é«gg / \ Nucleic Acid Gel
gw 2 \\\\ ‘ Sta|n;j-lé@-
| =——— NanoDrop ND-
1000 UV-VIS
pure\ D_NA Spectrophotometer R
X:‘:V /T_g (Or %O)*H%E‘]) Intact fr:;lrrrll. fr:;]Ir::.
DNeasy 3min  gmi TapeStation
C'ea"up fragm. - fragm. Genomic DNA Kit
=
T ERDINA > i e .I
ERNICEET D \/ i -
BOES T EORER A | .‘, =
DL (45 Qubit dsDNA . |\

BR Assay Kit)

:
I
|
[
[
I
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Agilent 4200 TapeStation Genomic DNA Kit

TapeStation SAenj :E?/ct;?cin GeomicDNA
A Genomic DNA Kit P

K BN ﬁ*ﬁﬁ%%ﬂf@@ 200 to >60,000 bp
n 1 min 5 min "
I taCtDNeasf,ragm3 mifiragm.8 min ’_Wh y 0.5 ng/pL
Cleanup fragm. fragm.
S o m S REERE?
Q L] |
B . SRR 200 - 15,000 bp
;(z”ﬁ% — + 15%
- Agile ogies i :‘ 150/0 CV
ATk o - + 20%
=8 - ( ) 10 - 100 ng/uL
e be
st | 5 - 300 ng/pL
A i
= b Il 15 samples
3 ; E L SRS < 25 minutes
< »- ] T - MiE 96 samples
<140 minutes
*1 Signal:Noise ratio>3 for a single peak ~ b
*2 Determine using the Genomic DNA Ladder as sample v>7) l/i% / 15
*3 Average result from various genomic DNA sample types 1 Tape
*4 DIN — DNA Integrity Number < Ny——
*S 1 Tape(C D& 1Ladderd kBN A2 D =T YIRS 1L
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SR)UEDQC : BEREL 2
(UIXE EBFRENDIAFHFNER:) -
RIBRTOMIIL VZ.5TDI7YVITF—

Input gDNA (pg)  Yield (pg) Specific Activity of Cyanine 3 and
Cyanine 5 Labeled Sample (pmol/pg)

0.2 3to 6 15 to 50
0.5 8to0 13 20 to 60
1 9to 14 20 to 60

*8x JA—Nv bONroO7L-1ADINR)UDIHE

X HIPREERUIE = Sig U 2ina. HERGERDIAAHMZRIE(F LEERODIELD 5ELRADFT,
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S—ASDOCHBEZL : BEZRE 3

Metric Excellent Good Evaluate
BGNoise <10 10 to 20 > 20
Signal Intensity > 150 50 to 150 <50
Signal to Noise > 100 30 to 100 <30
Reproducibility <0.05 0.05t0 0.2 >0.2
DLRSpread <02 02t00.3 >0.3

QC MeticsIEH (g=Cy3. r=Cy5) F=1U7 S

AnyColorPrcntFeatNonUnifOL Feature non-uniformity outlier7 5205 —45 D&
g_BGNoise, r_BGNoise FHT4 T bO—)LOEERE
g_Signallntensity, r_Signallntensity [/ F)L@EDEZL

Signal to Noise Signallntensity/BGNoise

g_Repro. r_Repro BDIRLTO—-TDBGZEZE ULSIWZABDCVH AT >

CGHF7 =45 D J A XL\l (CGH —45 4 EDQC)

DerivativelR_Spread (B DE>T0—T>—SDLog2RatioEDIEERFE)

JORIIL: ThTII2a—F+a>7] BEENETIELZEU

Agilent Technologies
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FTUVWQCABMUIRX (CytoGenomics kICFRR)

Restriction Control : FIRERDOYIKZQCLTWEY ., [HIREBXRKISAOI> ~O—ILT
O—27 ] (C(EUIRRIEMNESENTUVWET ., JO M DLORB(CHED> TERZEERLUICIHES.
CN5OT7O—-TDTJFILIF0ICTIRD FE T, Restriction ControlDEUE(L. F&FEBIIC.
[BIFRERMIGAOI> bO—)L7O—7 1 @Red HXU Green ST FH)LDOs/IMEZ KL
9, sLCOI> MO-IILTO-THEHEINTULWVRWTILATHA>THDIBE. <
DIE(F-1(CTEDET,

LogRatiolmbalance: A DT O—-T DA UOMNSFEU EICHEL - 1KLL \LogRatiodEDH
FEID. WHKWD “raindrops” IRFK (AIk) ZHRHBUEIT . EARZ ED
Amplification &Deletion/\Z > X Z5TB L TWET, REHME(ZAmplification & Deletion
DEDINS O ANBEFENDIEHENSHNT., 72INSORATHDIZEEZEHTDK
SERESNTWVWET., —ABEAD A ZXRELDZET,. BEAmplification 5L (&
DeletionW\\I N H AT (TR D IefBAberration callMEUETWBCEZRUET . I
BOYTILT. EWHINLYZDT7 L1575+ >T. Aberration N ENIEEZ <R,
BORWT—4T(E, fEE >-0.26 . <0.26 (excellent range) &ixdZENFEETN
&9, CytoGenomics 3.0 L CTEZULMEIE >-0.75T9,

stdDevLR: #TU U \Standard Deviationd X kU7X, DerivativeLR_Spread KD >7
JL . waviness (ZBK(C8> TFIEL L (CLogRatioNtd >N TFTHA>IEDT D) &k
HUZET, log ratiosDEMEZETBEICHWLWSNTWET ., BREMADLogRatioDIFEERE
HHICATE IR EICKD. 7—H(CFET DwavinessziRH L. TDE(E<0.3NMEX
LT, BMEDEEFEL"DerivativeLR_Spread”&EUTY (0.3) &
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S A R N INU Y
DNAD SN ALEHE

mifife - B - IRNS DS/ LADNAIC
SureTag Complete DNA Labeling Kit [5190-4240]

o SINULICRHEIRFHFIENIANT 1+ Y b
(HIPREEER - SN)UEEREE - SARJUEDNABR DS A*)
« UJ7 L2 XHA®DT ) LADNABAE**
(human Male - Female #&25ugd9 D)

J7 L > X5 /ADNA
« ) AOE—#8Z({DDIR0), individual male. female FASROMRZEEN SRR
o T LAGEMNEHY AT AT THEER,
« Nanodrop & Qubit TE=ZUL. 200ng/ul MiEE TR
- Genotype * sequensed &, CGH+SNP~X 12077 L - Dreference& U C{EARIEE
* BN S ADHDRFEH D ET
(G824 : Purification Columns, B4 : 5190-3391)

¥k DI 7 L2 RY ) LADNAMMIE U TULVRWEDEBERFTLTHEDET
(2% : SureTag DNA Labeling Kit, #Z : 5190-3440)

mR)LYYUEE/INS T o 238 (FFPE) s 5ds ) LADNAIC
Genomic DNA ULS Labeling Kit [5190-0410]
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(&%) Reference DNAJI

CGH+SNP _

_______ ndvida ____________JPool

Agilent Reference DNA Male* Promega p/n G1521 (female)

Agilent Reference DNA Female*  Promega p/n G1471 (male)
NA18507 (Yoruba Male)**
Human NA18517 (Yoruba Female)**
NA12891 (European Male)**
NA12878 (European Female)**
NA18579 (Chinese Female)**

Harlan Sprague Dawley (custom)

* SureTag Complete DNA Labeling Kit (5190-4240) [C&3&ENEX 9.
** Coriell Institutedk D AZFH]
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Reference DNADCNVICHY 58 —£1Z bAR L Rl

B>7T)LERK (H1395)
ERA~--0O7 L : Agilent 185K aCGH

6&E/RaM& (U>TII H1395)
AU I 7L >X : BL1395 (E—FE&HEEDnormal DNA)

3BL1395 SH1395_251406812992_501_Patch_CGH_185k_08Dec_1p3pspag

APromega F SH1395_251406612913_501_Patch_CGH_185k_08Dec_1p3pSpan

ga Female




LA e s W A AN R SRR kT L . i1 ) B

Cot-1 Human DNA

o YAuOF7LAI\ATUFAE—2 3 2 H(CfER

ISR\ TSI AME—2a> % <BINT,
BDIR U Z T Ow 09 BeHICAVNSNET,

® Agilent CGH. CGH+SNP Y207 L1 Ek&k(C&#E1L

E I

5190-3393 625 ug 1x1M, 1x244K: 12 ~¥A/o0O7L~A
2x400K, 2x105K: 25 ¥roOaryL -+
4x180K, 4x44K: 125 ~¥1/2oO7L -1

8x60K, 8x15K: 312 ¥roOryL -+
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I\ AV A(tZ—23> - VR (ICIHBIRNEEE « 313

/ INATVSFATE—23> \ 4 i )
e

e —
Bl e=—t

£ % @ Agilent Oligo
@ ’1;(; aCGH/ChIP-on-Chip
Agilent Oligo - @TC" Wash Buffer 1 and 2
aCGHIChIP-on-Chip  /\TTUSTE—=2>3>
hybridization kit F 2\

%%x INATUSFAE—-23>

HRATY bS5 R A-—T>

K / . AT y
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LA e s W A AN R SRR kT L . i1 ) B

2 -
LOBNRERELD SHEERFv T

SureScan

- BEITRASA RZEHEATV>

o AFv ROV bZES 24 AREEIC AT+ > a8
« AF v HICBRSA RZENTEIEE

- Feature Extraction software & B &hiES)

o Ay EEEUET—SYFTERIEE

s LKWAAF=v oL e
- SfHEE (10,5, 3,2 =U0O> XF+v > 04k \

» Ozone protection > XF /A (EHIRRD 1 )LD
BHWE)

« ISO 13485 certified DEHSET TR
o KDOZINT BRGNS
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© 77>l > FCGH 1E0E)
GenomePlex Complete Whole Genome Amplification (CKkDE4"J LAiEE

Test gDNA Reference gDNA =] IEEET]] =
Random Random FHYSDNA [ng]
Fragmentation Fragmentation 100 50 10 1
: : 3-4
Librar Librar
/ / hrs »
PCRIENR PCRIENF 12,000 — E — g
- o 5,000 = N —
IRIEDNADIER =~ 1BIEDNADIEH 2000 ~ |
1,650 ~ Pt —
IEIEDNAD IEMEDNAD _—— -
SAJUL SARIUE 30T e — e —
SN\ LAEDNA INJUAEDNA - 200 — [ E
DA DA o ~
I\ T LA 240r 8x60K, 4x180K J A4 —<v hDiFE
-E“ —< > 40hrs 36H%Fﬂﬁ$¥§tﬁ"-§%Hy'?%
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© 7L > hCGH 1EiE;

CGH7Z LA 7 —54

DEEDNA

EEUKE

12,000 —

5,000 <

1,650~
1,000

650 ~
500 ~

300 —
200 —
100

I EVANG

T3 AERT

50 ng

pay:iZed

gyl O
D
0Q

"‘r‘%‘?’*’f"#**fl‘*’*‘“*‘*wvf =

o




o~
S

@772 > MCGH

1RO )L

Agilent Oligonucleotide Array-Based CGH for
Single Cell Analysis [G4410-90012]

- 1ER/ERE : PCR-based WGA methods

- IBIEEREE © PicoPlex WGA Kit for Single-Cell

(Rubicon Genomics)
1RMEEEDNA
]. :Z E; Zl I bp

5090
4072
3054

2036

1636

1018

506

220

12,216

Reference
Single Cell DNA Male
(30pg)( x8
Lysis and Lysis and

Fragmentation Fragmentation

Lib Lib
lorary ibrary 3hrs
- PCRIBIE
1. Reference PCRIZIE - BS
Genome Male
(30 pg) IS DNAD ESIEDNAD
2. ¥EEIS J I\ SARJUE S~JUE - 3hrs
. =<
DNA (15 pe) S AL SAIUE o
3. 1A DNAD¥EE!  DNADHEE
(IAEHR)
& ?\/j'/_ > ATV AL~
ZNY; 23> 16hrs
CGH 8x60K

Agilent Technologies




R, s X0 8

@J TL>RCGH 1fp” Ol
BRI ) \DNAS KOBELENR % FI L\ = RAF {51

a4 _J) /\DNA 15pg ALERE 1 FHRE
|| 1B D D 1B 0 1BiEH0D | |1BIEHD

maE| N

r: i . pi32

pa22

pa2.12 pi2a

1.3
v pi2

p21.d

pi13 pi2.a

12

a2 i }

132 12
i 1 212

pit.22

92 A i R T i H ql1.22
q21.31 i 0 SO | RO i q21.32
el = | IE 1 T T B

222 AR [ S (R B

A ek ]
§

3§|:|12
ol -
« M ol ) | e

T “.“.1.. 2.

AR S YRR

925
q28.2

e | 1R i

wo Ml J

R4 EHYA GI:I l/4
> 5 Mb aberrations, SurePrint G3 Human CGH 8 x 60K
1EIE >0.3 log, ratio = RIK >0.55 log, ratio  *1BME/X L IDDNAE : 500 ng

9243 q13.2

0252 I TR

%% Agilent Technologies
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“Same Day, Cost-Effective Aneuploidy Detection _%3;;/ jillﬂja

with Agilent Oligonucleotide array CGH and MDA "E;QSH%%E

Single Cell Amplification Method” [5991-4063EN] ~ \

- IEIRERIE : WGA method based on F7IUE
B'TH 1.5 H%FEﬁ

multiple displacement amplification (MDA)
(Phi297RU X S5 —tZ{#EF)
- @MEERE : REPLI-g single cell kit (Qiagen)
- 18184/ /s : 10kbBA £ (2-100 kb)
Dr. Ali Hellani M S/RL—=3 >
U — AR l(
i
T

Sample vs. Male (DLRSD: 0.51) Sample vs. Female (DLRSD: 0.55)

Sample vs. Male and|/Female

SHEOIKREER (Blastocyst). 8x60K CGHY 277 L1 {&F

4.2 Agilent Technologies
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5 ©EEZREADHIOI Y o077 LA

SREQRIE —BE DT — 5 =S

CGH (Ek-<IZ - S k- ZOMETILEY)
JAE—#Z{t & JE—HBZbxENRUVVBEZR1L
CGH+SNP RE RG]yl
(& bood)

- EInTF - exon fEEk(C/\A P REMNFTZTH 12 . HBFERIRERIT(C
« EEBEEMEEICKD TA—HDRAUHERIC (E bdDdr)
- Baylor College of Medicine 51> ¥ro0O7 L1 (& D)

Database of Genomic Variant *&&xdDCopy number
variant (CNV) ¥°Segmental Duplication (D%&E1E(C
CNV JA—HALEETYA >,

HEULIFIAT7RELTHTA> (E D)
*20094F DGV V5

4.2 Agilent Technologies
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H4A00/ICGH+SNP / CGH / CNV <207 L+ —&
G3 H

D

SurePrint G3HUMan CGH 1 x1 M

SurePrint G3 Human CGH 2x400K Human Genome CGH 244A
SurePrint G3 Human CGH 4x180K Human Genome CGH 105A
SurePrint G3 Human CGH 8x60K Human Genome CGH 4 x 44K

CGH | SurePrint G3 Human High-Resolution Discovery 1x1M* | Human CGH 4 X 44 K (ISCA)*
SurePrint G3 Human CGH 8 x 60 K (ISCA)* Human CGH 2 X 105 K (ISCA)*
SurePrint G3 Human CGH 4 x 180 K (ISCA)* SurePrint HD CGH Prenatal Research
SurePrint G3 CGH Postnatal Research 4x180K* 2x105K*

Human SurePrint G3 CGH Postnatal Research 8x60K*

SurePrint G3 CGH+SNP 2x400K
SurePrint G3 Cancer CGH+SNP 4x180K*
CGH | SurePrint G3 CGH+SNP 4x180K (ISCA)

+ GenetiSure Postnatal Research CGH+SNP 2 X 400K
SNP | GenetiSure Cancer Research CGH+SNP 2 X 400K
SurePrint G3 CGH+SNP Postnatal Research 2x400K*
SurePrint G3 CGH+SNP Prenatal Research 4x180K*
CNV | SurePrint G3 Human CNV 2x400K*

SurePrint G3 Mouse CGH 1x1M
SurePrint G3 Mouse CGH 4x180K

Mouse CGH

Rat CGH SurePr?nt G3 Rat CGH 1x1M*
_ SurePrint G3 Rat CGH 4x180K*
chlcken CGH Chicken Genome CGH 244A *
Chimpanzee  CGH | SurePrint G3 Chimpanzee CGH 4x180K *
Rhesus .
Macaque CGH | SurePrint G3 Rhesus Macaque CGH 4x180K *
Bov!ne CGH | SurePrint G3 Bovine CGH 4x180K *
Canine CGH | SurePrint G3 Canine CGH 4x180K * * SFENET /OO0 LA
Rice CGH | SurePrint G3 Rice CGH 4x180K *

i’ Agilent Technologies
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CGH ~¥-rooOrL -1

ELF - exon fEsk(C/\A P REMNITETT 1>, HEFRR/IERAT(C

Median probe spacing

e i intragenic CNV  Overall
G4447A SurePrint G3 Human CGH Y2070l 1#+wv 1 x 1M 1.8kb | 2.1 kb | 2.1kb
G4448A SurePrint G3 Human CGH Y207 LA+ wv k2 x 400K | 4.6kb | 5.2kb | 5.3 kb
G4449A SurePrint G3 Human CGH Y207l 1+wv k4 x 180K | 11.2 kb [12.7 kb|13.1 kb
G4450A SurePrint G3 Human CGH ¥/20O7L1F+wv k 8 x 60 K 33.3 kb |26.7 kb|41.4 kb
GA82AA#D3642 SlurxePlriplt*G3 Human High-Res Discovery ¥ 2077 L1 2628 (no bias)

EFJ)LAEY) - SurePrint HDORGZEEHNDET,

FRBEEMRE(CK D T A — DA UTZEET(C

Median probe

Targeted spacing
ISCA
region I%%? backbone
G4827A#31746 SurePrint G3 Human CGH ~¥-rZ~0O7)’L- 8 x 60 (ISCA) *
i 74
GA826A£31748 SEJIr;Segz)rmt*GB Human CGH Y207 L1 4 x 180 K ~500 5 kb 20 kb
G4426B#31747 Human CGH Y207’ 4 x 44 K (ISCA) * ~230 5 kb 75 kb
G4425B#31750 Human CGH X207’ 2 x 105 K (ISCA) * ~500 5 kb 35 kb
ISCA (The International Standards For Cytogenomic Arrays Consortium) (CKDFTH1 >,
ISCA (. FERARBADFIEIEI - intellectual disability - BEME - TOMFEEELESO/NEEED
clinical genetic testing M7zsbD~N o077 L1 DiEE{EZBIEUICEKRI> Y —2 77 AT, 2015
% 7 RIS The ClinGen Structural Variant Working Group ([CEESNTWNE T, I HELE DTG,

Agilent Technologies
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SurePrint HD human CGH ~¥-rZ~0OJ)7 L1 {1tk

Human
Genome CGH |Genome CGH|Genome CGH

Microarray Kit |Microarray Kit| Microarray

Kit, 4x44K

Total features 243,504 105,072 45,220
Genome build hgl8 hgl8 hgl18
Exonic probes 14.3% 22.7% 37.0%
Intragenic probes 55.9% 61.0% 77.0%
Intergenic probes 44.1% 39.0% 22.3%

Intragenic [ 7.4 kb 18.9 kb 24 kb
Median probe Intergenic 13.4 kb 39.4 kb 148.7 kb
spacing CNV

Overall 8.9 kb 21.7 kb 43 kb
Average o arall 12.7 kb 30.3 kb 70.4 kb
probe spacing
RefSeq
coverage At least 1
@ of 198’698 robe 92.8% 90.7% 85.5%
genes)

%3~ Agilent Technologies
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Mouse/Rat CGHY 2O’ L1 1{1%k

CGH SurePrint G3

Mouse Rat

AMADID 027414 027411 027065 027064
Genome build mm9 mm9 rn4 rn4
Intragenic probes 55.3% 50.9% 43.0% 38.8%
Intergenic probes 43.5% 43.1%  55.8% 55.1%
Median probe | agenic ( 1.5kb  9.1kb  13kb  8.0kb |
spacing

Intergenic 2.5 kb 140kb 2.4kb 14.5kb

Overall 1.8 kb 109kb 1.7kb 10.7 kb
Average probe ., o 27kb  15.1kb 2.8kb 16.0kb
spacing

*

RefSeq Atleastl g700,  73.0% 89.9% 73.8%
coverage probe
RefSeq*
coverage A:C:E:St L 961% 048% 98.0% 97.4%
(+/- 5kb) P

*25,767 mouse genes
16,168 rat genes

5%~ Agilent Technologies
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CGH+SNP ¥+ Z0O07 L+ N
= - IREBEEEOIENEE, - BB F exon TRIRIC T A —HDAUETH1 >
CGH Median probe spacing SNPZO—7

Z/)  LOH/UPD
SNPs#t  fERE

77—
SR> —4

N—X  Exonfdisy, backbone Overall

GenetiSure Cancer 890
Research CGH+SNP  |COSMIC/|s oy~ — N 102,911 |, -
G5975A A0 LAY ~ cGC =/317°0E\|J\7 20 kb 9.8 kb SNPs 2.5-10 Mb
2 X 400K -
GenetiSure Postnatal 89%
Research CGH+SNP | ClinGen |< ey — N 102,911 |, o
G5974A 2107 L1%Y ~ | IScA =/31700E\|J*j 20 kb 9.8 kb SNPs 2.5-10 Mb
2 X 400K -
T LTA R DY —=TwY bl - B FICTIA—DR
. BEODEBGCFOIIIICH—TY S
« HBEDOMEEICLDZLDTO-TZEE
«  HPEIECHEL \probe scoredCGH probes%zi#ik (>0.5 quality score)
o JEEERSEEILFICTIA—NR - EREREMEBREELTFICTA DR
o TOYVULANILICHIN— : 690 BILF e TITOYLANILICHI— " ClinGen/ISCA (C
(CGC &Sanger COSMIC —4A AR —X) PBVWTCERTHEDHDEEZEZSNTLD

. EMIOV>D89%I(C =23 TO0—T%=EE 424 EIF

o FOXTF7/t> hOXT - 2 DDfragile site BT OYV>m89% (C 23 TO—JxEE
(FHIT, WWOX)Z & 94 MiENNTEE(C NRUL> bOXT - BIJ7OXT7ZED
JO—JZEEEN EFRD I1SCA i (C O — T ZEEIEM

%% Agilent Technologies
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GenetiSure Cancer Research CGH+SNP~-1r2O77 L1 F—431l
Loss ¢ﬁ)|':lj (Single Sanger Exon (Cancer) - Leukemia -
RIMS?2

Gene View :chrB : 104370495-105626630,, 1.25Mb  Gene View :chrd : 105001250.17-105001918.81 , 668 bp  [=
1 | ' + ]
' 105.00130 Mb
104.5 Mb - X * 05.00130 ] |
' % | :
s | 105.0014 Mb
104.75 Mb e 3 ]
e . | 105.0015 Mb - .
+* + ] —
105.0 Mb T— s ol 1 1E s
T TARAT 1 HS00160 Mb 1 i 5
- : >
' Rl ’ 105.0017 Mb -
105.25 Mb i A * 05.00 ]
] 5 } 1|
2 10500179 Mb ]
105.5 Mb - . ’ :
5 105.0019 Mb
2 4 0 1 2 0 1 2 2 -1 0 1 2 0 1 2 3 4
« 0.47kb
« 3 probes

* Log,Ratio=-0.77
HAT-4

%% Agilent Technologies
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CGH+SNP ¥’ L+

BAGF - exon fEE(C/\A P REMNITeTH 1 2. HBFENIRERTIC
CGH Median probe SNPZO—T
spacing

intragenic ~ Overall jDé'\_Igg& Loﬁg{%ﬁD

urePrint G3 CGH+SNP 64,367 ]
48424 A OOTLAFY R 2 x 400K | ~AKD | ~7KD o Tgpg | 5710 Mb
I - IREBENEMEI(IC KD T A — DA UTEHEET(C
CGH Median probe SNPTO—T
spacing
Targeted B&  LOH/UPD
region  OVeRl o ow  mugE
SurePrint G3 Cancer CGH+SNP 1 probe/ 59,647 ]
G4869A A OO0F7 A%y k 4x180K* | 0.5-1kb | 22 KP | “snps [ >710MD
SurePrint G3 CGH+SNP 59,647 ]
G4890A A OOFLAFY k ax180kxx | 2 KD 25 Kb | “gnps | 2710 MD
*Cancer Cytogenomics Microarray Consortium ; **ISCA (IR The ClinGen Structural Variant
BOYA NI ZOXANAoO7 L1 DEE{EZEHE Working Group) (CLBFTH 1>
iaw EFRI>Y - T AICKDTHA, R nEIE
FRIEmMCY, - ISCATELZ (~500)
FEI’J pHIE, ;2 REE R, - TOXT - — 1> bOXJ’FISH
- Sanger FJE&:? 427 o0—> EiZ,Q
- TOAMEREER T : ~100 - T R 5k / EE 1 pRIEL
- BERN7E2 REEEnALE, - )\ TORENRESNTVDELET
B -OX 7758, : ~130 - XEFH AR R RO R E ph L

- ZIBFD15 kb A58

Agilent Technologies
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CGH Average probe spacing

Targeted region

Disease-
associated

lor College of Medicine 51> YA/ 207L+

SNPZO—T

fask

LOH/UPD

SurePrint G3 CGH+SNP

Exon-by-exon :

overall backbone miRNA ~—

T &=

2x400K

(CCMCEEM BRI = D)

Postnatal Research cytogenetically relevant 59,647 i,
GS957A NAoOr7L1Fy ~ 1700 genes 3.7 kb| 30kb 755 SNPs >-10 Mb
2x400K (ISCATEIFZTY)
SurePrint G3 CGH Exon-by-exon :
Postnatal Research cytogenetically relevant ;
GS961A o077 L1Fy b 1700 genes 2.4 kb] 30 kb 75>
4x180K (ISCATEIZZTY)
SurePrint G3 CGH
Postnatal Research
G3958A & L pOP LAy I 1Lkb) 60ko 1 - '
8x60K
SurePrint G3 CGH+SNP Exon-by-exon:
Prenatal Research el ' 13.4 59,647
G5960A |~ 557 Lt v I cytogenzeztlcally relevant | ] 30 kb - Snps | 2710 Mb
4x180K i
SurePrint HD CGH
Prenatal Research
G5959A A IOT LAy - 30 kb - -
2x105K
SurePrint G3 CGH+SNP Exon-by-exon:
Cancer Research cancer associated 2,300 59,646 | _
GS950A 15 sOF L A% w N (6 probes per exon) genes 2.4 kbj 12 kb 235 Snps | 2710 MP

£~ Agilent Technologies
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Exon-by-exonTH- >
STXBP1 E-FDE—T OV >OIE—#ZEt=E=Y T o 7 cE#RH

STXBP1E{=zF exon2 MOR&%E HIH4T0O—J THRE

STXBP1i:&{=F exon2

_hz1%
J———
S

=

e

1044 Y030 1044 1240 N 4k 14k 130,34




CNV Y1200y LA

SurePrint G3 Human CNV
2x400K

420,288
hg18
17,588 (4.3%)

207,876 (50.3%)

205,016 (49.7%)

920
1,077
1,130
1,056
6,630

11,752 (62.9%)
6.799 (36.4%)
274 (75.7%)

156 (43.1%)

5,495/6,481 (84.8%)
3,270/6,481 (50.5%)
10,706/11,159 (95.9%)
10,190/11,159 (95.9%)

Agilent Technologies



EEE S —_— AR G W NGV
SureDesign CTHRAIALNY o007 L1 Z2751>93570—
SureDesign TERICHRAILT LAZTH1> . 1S A—5 —1]8E
*NAoO7L1DTA—-NXY K~

Agllent SurePrint G3

' ' l 180K 60K 60K
400K | |

‘ - 180K | 60K 60K
1M |—

| - 180K 60K 60K

| a0k [—| [==

- - 180K 60K| 60K

, -.a’._!ll [ -.l.l_l.l_‘lll -P.I‘E_'lll (L mwl

Agulent SurePrlnt HD

Y=z . ' l[ 44K \ 15K 15K
# & probe spacing: 105K i
44K 16K 15K
> ~ il
150~200 bp T —_
aak sk 1sk
105K — ,
) Caak ||k s
‘ -‘.‘l!“lll L ‘w.l [ -ue-lﬂ Ll-,.l..“llﬂl

*CGH+SNPAHO RS )7L (& SurePrint G3 D+

Agilent Technologies
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SureDesign® CGH, SNP 7 O0—J —AXR—-XJ>7>Y

Species

Human (Homo sapiens)

mouse (Mus musculus)
rat (Rattus norvegicus)
Zebrafish (Danio rerio)

Nematodes
(Caenorhabditis elegans)

Chicken (Gallus gallus)

Cow (Bos Taurus)

dog (Canis familiaris)

Rice (Oryza sativa)
Chimpanzee (Pan troglodytes)

rhesus macaque
(Macaca mulatta)

CGH+SNP

NRABLTL | BRBZLTL
A R EYIE | A NS EYIE

Agilent Technologies

# SNP probes

~28.7 M #9115,000 SNPs

~19.1M
~18.5M

~1.2M

~4.1M
~4.1M
~4.4M

~4.7M

~5.7M




s . | w30

SureDesign v. 3.5L& (20164 3 BLAB%) DSNPTO—T
£0/TA =T RDEN SNP FO— T TLOBHFED LOH it % £

« #9 60K OSNP ZO—TJ7ZENM (b—4JLTHI115K SNPTO—)

« SNP ZO—TJD 7.5 —>3>%dbSNP130H'5dbSNP141(C 7w FF—
ZNUTHEV, R T A>T ESNPTO—T D55 —ERHERR

(451 : genotype P’ NNIC/ZD CUE S BEDREXEHERR)

CGH+SNP XA LT L VERkES
JO—JURXBSEERWNCIZEEET

Array Layout Available Probegroups

8 x 60K Genomic_SNP_30K_2015, Genomic_SNP_15K_2015 (default)

4 x 180K Genomic_SNP_103K_2015, Genomic_SNP_85K_2015, Genomic_SNP_60K_2015 (default), Genomic_SNP_30K_2015 - e
2 x 400K Genomic_SNP_115K_2015, Genomic_SNP_103K_2015, Genomic_SNP_85K_2015 (default), Genomic_SNP_60K_2015

1x1M Genomic_SNP_115K_2015 (default), Genomic_SNP_103K_2015, Genomic_SNP_85K_2015

l Cancel Back Begin Probe Selec tion

Agilent Technologies
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CGH DR LT LAV DER

PRI LT L BISEIR UTZProbe D AEF D ICDWTCTIE - RIAFENSDS
&, dye normalizationF®Dprobe groupEiRlESHDINENH D F T,

o FODEUX?
Minimum: Feature Extraction®#égE . 4 available feature @ 1% LI E

Recommend: & UBIEETHNIZE. 244K TA—<T v hDIZEL10%U E

* TOARIR?

non-aberrant i*majorcdd C ENRIAFNDMEE. T (TEREBAKR(C
SOAMNGRELETO-T0IL—T RENLEFELLTT,

WEDRILT AR, SBEREENS S A AIEIRENTZ
“Agilent Normalization Probe group” ZZIRUL\ZIZITE T,

(BEB53A. CDProbe groupZremovelU T, I—UKREREICLD
probe groupZEMO D (CE B TLWEEWTEBULEEA)

Agilent Technologies




CGH+SNP Y-r2oQga) > L1
AR R IR

Agilent Technologies
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SNPTO—TH$rL<bEULEZ (2016583 H)
XI5k : GenetiSure Cancer Research - Postnatal Research CGH+SNP~X-12o0O77 L+
20168 3 AUBFEDH RS ICGH+SNP~YroO77 L1
- SNPTO—JDF7 )F—>3>sRBEDT—IN—I %
dbSNP130h 5dbSNP141(C7w 5 — I,
ERTY A (CHDESNPTO-T D55
genotypeDNN(C/RDEDIRE., —BHERLE LT,

- EIRE#Minor Allele Frequency & >5%m50.5%I(CEE L.
SNPZO—TJ DEHIEN (60K—103K)
E5(CERICKDMERRODRWTO-TJZ&ERUE U,
copy neutral-LOHD&REFHKEN 7w T (5-10 Mb—2.5-10 Mb)
SNPA/\L v 2R KX Dg—{bE=nNFE LI

20163 LUFDOSNPT O—-IMES N TV YroO07L 1D
HR— hMIRET BHEEEReference > J)LAY
Agilent Reference Male - Female& 7D FE Uz,

« 2016FE 3 ALY A > DCGH+SNPY OOV L1 &&BEREHT
BEAT I D (C(FECytoGenomics Y T D1 J7 version 3.0.6EF &
dbSNP141(CED < FiReference genome fileDER (C K BDEEFTNNETT,

Agilent Technologies
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SNP'O— J D4FE

Cut Site Filter « ~2 Million

Reference Double s,

Cut

MAF > 0.005 or
0.5%

EH>T)LZRANT
00— performanceZ Female Design Male Design
T A ~192 K, 3 Tms ~182K, 3 Tms

Ran many samples to test SNP states.

Used algorithm to select best SNP/conditions

Determined 102,911 best SNP probes (all go on each design)

Note: Only Agilent European Male/Female References are supported with the new arrays

%% Agilent Technologies




R S A ) Gy S TSSOSO WA Wi INUY
(&%) 20164 3 BLUAEIMOSNPT O— I H' 85T =N TL\DSNPoELE,

dbSNP130

1.Alul & Rsal Cut Sites in Genome:;
17,838,944

2.# SNPs in genome:
~17,804,034 (Sep 3rd 2009)

3.0verlap between 1 and 2:

800,000 SNPs
All SNPs

17,804 k

4.# polymorphic HapMap SNPs:
~4,165,774

5.0verlap between 3 and 4:
~124,000 SNPs

6.MAF > 5% and empirical validation:
~65,000 SNPs

Agilent Technologies
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HIRER(ICEK D7 LILICREF LRSI FILEZE LD
Bl : CELADSNPEES, (7L )LATI(SPRESERERS] & 720, CTIFEIBISHURLY)

Homozygous CC Heterozygous CA Homozygous AA
—CGCT—— —CGCT— —AGCT—
HIPREERR(C KD —CcGCT— — AGCT— e
il
(Alul & Rsal) ——CGCT—— ——CGCT—— A
—CGCT— ____AG CT — — ~AG CT e
EERICKD
SN UERE ¥ cooT R ¥ co TR HIAC e
33 o c-r—*i Jed AG CT ¥ 33 AG o H
INATUSA e N .
v—>3> > TFIL h=2F)L K=2FIL
- AR

3

A AL

¥ p AG

1
7

Agilent Technologies
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SNPF—A DT ATwvY 1 2 {ERICBIFBTO—T D

log2(#&{&/U J 7 L > ) tEnfm
1. &27TOD SNP ZO—TD log2 (#&fk/ (£7—%)
VD7 L R)HAEDTE T ﬂ oo 1
2. UIJ7 L > XA THIBEERTUINRL
77 L)L ost  Logy(1/2) || Log,?2 :
° 0 O)SNP}_97&}3FB§E 04k Log,(0/0)
« 1DOFT—HDlog2ttfE=#IE(151<) Log,(0/1) +Log,(1/0)
!l +Log,(0/2) +L0g,(2/0) 1

96 -:1 -é LogZ(E?atio é 2/@ * °
il BE@%?%‘C

7)) qWAN A ,
L  mmmoosann

“““““ tog,(1/0)Ltog,(2/0) il Uncut allele 2
~N
Logz(O/l) Log, 1 Log, 2 o} 1R
—1 —1 ... Uncutallele 1
Logz(O/Z) Log,(1/2)| Log, 1 i FRAK N
‘ ‘ ‘ OLUncuR‘aIIeIe 0
WIEZD . k
|092tt . &_C:E/J\ —1 0 EE i oe-ad; s 1o ‘

4.2 Agilent Technologies




R S A g W DTGNS e W TRUY
SNPF—SDZDIFHNDMIE (FIDR—=Step2 APFOFEIE)

3. ©SNP JO—TJ D log2 ratio fEOD NS,
E—2%&HE . uncut alleled 18 —#%=RE

. E—=2D fitting

. Bayesian likelihood

4
5
6. OutlierddJ )5 —
/

. Step 2 THEBR=MNJ/z [Reference T
uncut allele=0D>—%4 ] O—Ef=1EE

8. Allele Specific Copy Number MO&EH

9. GenotypedDiti}]
(CGHT —amBE5NDT /) AdE—EHDIEHR
BRNSND)
Bl : HIPREZZR CUIN/RWL 7 LJLC
tINad7LJ)LA DOSNPDIZE
JE—#=3, fIRBERTUNRWIZLILE=21Z&
—genotype=ACC

Agilent Technologies




SNP1—JLODSHE

1

09+

08

07+

Fraction called

03r

02r

01F

06+

05+

04

TE1

Call OfE# 1%

Call rate in 12 samples

— | 204552
e [ AJB 251
m— | AOEES T

MADST 55
[\ 15205
| 471005

MATZ740
— NAZD40T

MAZ0409
— | 850122
MATZETE
MATEETY

1r

0.995

0.994

1]
0.9

Confidence threshold

1 1 1 1 1 1 1
Dgg 1 1 1 1 1 1 1
051 082 053 0584 0% 09 05% 0583 059 1 09 091 092 083 084 09 09 097 09 089 1

0.999 -

0.998 -

0.997 -

0.996 -

0.993 r

0.992 -

0891 -

Call DIEHE™

Call accuracy in 12 samples

[\ A1 2740
— 212575
N ATEE1T

e

Confidence threshold

£Z+&H SNP call DfEF8E (confidence) 95%LA EMSNP call Z1E& (Call rate)

ZLR— BT

Agilenttt  Application Note 5990-6274EN

3. Agilent Technologies




L e ., T A SRR e B ey e LT - " R . by R\ ) B

SiiciCUTD 7 L2 REUTRHUVWDIRAZ
genotyped diFGE
DD 7 L > AdDgenotypel M7 UIEHIBRT —IWNE U DIcsd (FfTstep2£&HR)
KD FEERIRgenotypesT—5FZED TS
BB I 7 L > A Tgenotypel. ZNZMHE U TCEUS T DDON T B &=L
N

snpl AC AC HERR AC AC AC
snp2 BEBR CTT CTT BEBR CTT CTT
snp3 AT AT AT AT HEBR AT
snp4 TT BEPR TT TT TT TT
snp5 CC HEBR CC CC CC CC
snp6 AC AC AC BEBR AC AC
Snp7 HEBR CT CT CT HEBR CT

Agilent Technologies



EERERNDAY 2N
NAOO7 LAT—FICE5RDEE
TORERE

4.2 Agilent Technologies



AV BERBEROBRBOERRE

HHEREEOSEIBEE. K. pHREEL BN
SEAZRBERGZESFDAY >

6.0
\| Bk ,jkj

SE X 1)

"Effects of Atmospheric Ozone on Microarray Data Quality”
Thomas et al., Anal. Chem., 75 (17), 4672 -4675, 2003
ZZ 3k 2)

“Elimination of laboratory ozone leads to a dramatic improvement in the reproducibility
of microarray gene expression measurements”

Branham et al., BMC Biotechnology 2007 Feb 12;7:8.

Agilent Technologies




’\

AV REBICKD Cy-Dye DRI 7

1000 -

U} -
2 900+
= ]
o 800 -
g J
© 700
:é J
© 600+
L ] Ozone:~2-4 ppb
c 5004
S 400 —u— Cy5 - Carbon-filtered
= i —o— Cy5 - Not carbon-filtered
S 300~
c . ---@--- Cy3 - Carbon-filiered
o 200+ ---0--- Cy3 - Not carbon-filtered
.= 0] Branham et al.,

100 =

o BMC Biotechnology2007 Feb
o 20 4 e s 100 120 140 12:78.

Time Interval After Initial Scan (Minutes)

AV (CIREUIRRE (BIRE/RA>N) TECYSDI T F)LAEE (FIEE (C
R RESYAN
B Alexab47FDMDIREBEENEEZR THCYS ERKROEZENH D -

B Alexa555FDMDiFREHEIEERT(EICYIRERICAY > EBE100ppbE TE
BEN BN DT

Agilent Technologies




AV INWEEESXDIRMAT VT

DNA%

o
s osoub S TP o s L 2 a B
T—=>3>
BRINERP(C
D BDEIIEERL
BAMY NCH5X D& X571 RERKRICERBEE
Wet Mode Dry Mode
EVDT LA EERTIERRL,
NI U A A—2
- ZiRw MARIDCY5320 3 )L AT — - 254 RADCY5> T IV HmAE—
- Zihw b EDOA T EZ < D - WashTE T AF v > F TDOE.
IR (R CBDEE FEFEDO”M (Tl C &

Agilent Technologies




S A R N INU Y
EERIRIRZ AV B FDITHIC
1. AFvIF—LEUEEIC, MUOUVILEREZ ©OErDREBE T TS

- UVIRSEEET OO — AR FIR EDEEREER s
CAE—OL—H—TUSIREDA T e N oy

2. AVUBREIT (IS —ZRET D (i)

AV FIAGRICFET BT, UVHEERT TERR(C(S
BRIFIRON

| OXIREE :
o-#B8 Oa#s | Diurnal
| 0000~ 0.020ppm
0021 - 0040ppm 5 8
004 -~ 0080ppm
0061 - 0119ppm
0120~ 0238ppm
W 0240ppmbl £

Hour

AVVIEEFEA - FRZEIT D

ARR[HDAY VIRE (FHUSK(C K> TERRD

Agilent Technologies




R, s X0 8

AV >R \
RN EBIIZEWVNI NHIZEIRFT LU TR0

1) BREAY 01— T—RXMEA(HEE)

2) ZERICH I UBRETAILI—DERE

3) Stabilization and Drying Solution

townwFhhnxtzE L., Ozone Barrier Slide CoverZ#iASH AL A HE

Agilent Technologies




o~

1) AV OU—-2T—X ()
-Wash - 7\:\:\7>%'U:Faﬁ7i7r‘J/7U—(c_

ON OFF

el
'm n—\m-- £ /
s /
z:!& T - | %10
-— 1N ; g /
p— e —— . o5
- 8o J e e G
-5
Time
MEES . 2-M005-01B
ot - AVUI)—T—X X F—OHN—EZL2CEITANET,
H A X[EB-CRA¥+F&SureScanTlE ‘WashE(ZIE T o 2T TER
BGYFRIT HBEXZFTEHEWVLED * I—ZHIEBEIZH>TWNAEDT
=X\
gLI=S, NEDEIIFAMENOABDZEIEHY FEA,

DAV~ EERA SR E T

Agilent Technologies




e, R, s X0 8

2) ZRSA AV URET 4 ILT—ZEA
-ERESRET AT —(C

* IMDERADERDIYRAHZAIZ, AV
CBREROFYOA—ILIAIAE—EFEAT S,

FRIRT . EMRAOERESBLEELSITEEHOE LS,

TN~ FEFISDBECT 1
goELzrrvicezssrvEs (R B B B R

REREDINTHOI 20 10 20

time (min)

% of rBGSubSignal reduction ($/50)

Agilent Technologies




e R BN DY

3) Agilent Stabilization and Drying Solution
-ARTA RTSREKEZ I—T+ >0

(B A&ES: 5185-5979)

- S&D Solution 74 YV VREGFER)EIE L THEE,
- Wet Mode & Dry Mode TADCy5 DR iR %5 <,

GE3-¥=9
- 2BERIZOHA I L TWNET
-RIEMNGILE - B L TARBTIDENHYET

Washl = ® wash2 = .y ®  gp

Agilent Technologies




L e ., T A SRR e B ey e LT - " R . by R\ ) B

S&D Solution®sHihZEER

DDDDD

PERMDEIR — Scan 1 > Scan 2
Washl — Wash?2 715_03}?5%%
S&D Solutionr—— Scan A »Scan B
X DE IR S&D Solution & Ez )&
Slope0ss | | Slope:0.97

t20_HH_SSPE_BE_AvgOfrBG SubSig

al

DDDDD

00000

DDDDD

Scan B

t20_HH_SSPEwash3_E_AwgOTrBGSubSign

00000

UUUUUUUUUUUUUUUUUUUU

XE: R ERRIDCY5S J FILEE (BGSub), Y& RFEHRDCY5 L& E (BGSub)




7SL> RDNAY 207 LA
2FvFSRTI

4.2 Agilent Technologies



L e ., T A SRR e B ey e LT - " R . by R\ ) B

AAFZVIA—RTA—HX

o BT ECERZBEENREE
—>IHNE CHNULLEBID R+ > H(C1003 L _EGFZE

o XS4 RKREICTZDFH - PN FHNHD TCEETDE CERD
A ICEBR& E LRI HE

SHAFZVIA— NI A —FT AHEE SAFZVIA— T A —FABkHE
On Off
G »\‘V;W/P “'“"“’TVT/\.“‘/—

4.2 Agilent Technologies



L e ., T A SRR e B ey e LT - " R . by R\ ) B

AFv+ )I\—>a>REOEL FEH

CAFv+ - CAFv7 -
SureScan SureScan
EAE(T AR SR RE LR

AF v ARG E 10 - 5 um 10532 um
e AxA4K 444K 4x44K(5um)
G5 57
Ay Zalgerd LA (5um) (5um) 8x60K(3um)
TIFFD5 — 5 55 16bit 16bit or 20bit
XDRZF 1 >
(BEETHRIE - WE 20bitZF+ IR SRE

MiRNADIZS

AFv7Frd> ~O-I)L

T R T T Ver.7 Ver.8 Ver.9

Agilent Technologies




16 bit&20 bit

20 bit A% >
Red 4+ IL|

1,048,575 / ........................................................ E

65,535

: Green¥JFIL i
65,535 1,048,575

TIFFT—ARIZRTFETED LT F IV ESFEZE200itETILITAZEIZLY.,
IEDAFT Y CIEWENETATIVILU DR FHIENTES

4.2 Agilent Technologies




S

XDR - 20 bit : Saturation[ElE /5%
GEETFFIR - miRNA)

Saturation = * * BEFREBREOIATIVILUSA [T—E2 T 74K
RIFET ZTHUTFIERESHE] 282 5E. VIO FIVICEEEN LS

8.54

EXBEGFERET S
=8, A¥xvFIEX T+
ILEBIEL TRHRET S

@ a7

224
174 4 N T FILBREEZSH
124 L S EHENEELNERTE
ord o | TSaturationLTLFE
o 1 | NS

I I I
S0
.07 080 180 ZHAO0 380 480 SE0 66D

LocyConcentstion)

Lo =reesn Proc

* Procezesd Sig. Ye Concentrelian

Agilent Technologies



- R BN DY
S 4

AFv>>2 OV I NI T7DIN -3

=101 =

carcusel setings
[ edterded Ciyramic Aange Scan b ode

e | DR A ed PMT [%] DA Green PUT [

H':ll'rj L [0 =] Hi [im =] Le [0 =]

St =l |1 "I End st Id.n - Chsck Camousel |

5 can Region |mn|

Scendyea (0] w 21 Gmm|

End slot: |1l] v] 0 o =rtHD_GX_2Cclor Rl Dperator:

lot Sidz 1D 7 Channel: \ Scan Region [ Rescluton iv TIFF [ H PMT . G PMT [ ADR [ Cutput Path 7 Descripbcn
1| | iodcloch RrG AgibntHD (61#216nm)  Sum Ca0bi 1003 1008 cHoDR>  DAScarData
2 cAutdetess R AgilentHO (61 % 21.6mm)  Sum 206t 100% 100X ¢NoXDR>  DAScanData
| 3 hutodsiesly Rt Agilnt HD (61 % 21.6mm]  Sum 20bit  100%  100%  <No»DR> D:AGcanData
4  cautodzlecl>  R+G AgilentHD (61 % 21.6mm]  Sum 20 bt 100% 100%  <No#DR> DMScanData
Slide Iy . State . Scan Protocol Output Folder
(01 251727810267 | Seanning (10%) | ailentG3_CGH CAScanData
IO 252657310248 [ In gueue 1 gilentHD_CGH ChScanData
(D2 251727810212 | In queue 2 gilentG3_CGH CAScanData
S ure S can : |_,F 251727810296 | In queue 3 qilentG3_CGH (E:\Scan[)ata
2 D5 252657310211 [ In queue 4 gilentHLD_Li5H ChScanData
Ve r 9 I:,r' 251727810231 | In queue 5 ilent33_CGH CAScanData
D 252657310233 | In queue 6 gilentHD_CGH CAScanData
Ml 251727810236 Bn cuens 7 ilentG3 CGH CAScanData

Agilent Technologies




CytoGenomics|C Kk D AEATIE/E

Agilent Technologies



. | w30

CGH - CGH+SNPY -1 o007 L1 - — i (C
ERIDYVI DT (FElL &A1)

HIBIL + #EA

Agilent CytoGenomics

Software (Feature Extractionz PJEL)
- 4 —_ H£YFE : B hOANTIG
. = “{;4% (MjgiFeature Extraction(&

WindowshRdDHEN{ET] &E

E— L 4
IF o BUEEULIET—HE
|- o CytoGenomics CHZHfTRIEE

20T

Tif BT —4 :’
\ ZUE1L AEAT
Feature Extraction Agilent Genomic Workbench
software =) software
e ETE © & NOUONC TS

BRSO E L [RIFOFER LD

Agilent Technologies




CytoGenomicsV T hD 177 (EMEE bDHXTIE)
Q CGH + CGH+SNP Y- Z0O7 LA DfzsbdD EW\BUERITY —IL

HRER D ESOSNIZ “O—02J0—" O T b~
ERPRAAZT (CH&RIE

Q BEELIREDTZHDENIET IV T U X LEtEs 8. criocenomics

ASOFTWARE
EER < JE—#% - Loss of Heterozygosity Zi&H '
3fEAREHRE. JO0—FILTS0> 3> HHEH

Q #ETRMH

mmmmmwwnt - ——— - -

L . ﬁg i 1|’f = HHHW“ | => |||||Hi\ Tt m

: : ”””iiml\ll

NCTII

e e e s B

e [t | s | o i Ao |

A7 @R fEtTERZ R~ L7R— I\%’:H:'JJ




SRS MR S TSNS, W W TAUY
Design File& (3 ?

ARy MIEBPEIANRY SORBHEAIEBBRNSEND.
EML - BATDBR (I HETT,

SHA>TI71)&
SurePrint G3 Human CGH~Y 20O’ L1 4x180KMDiz&

D_FL201010011xm|
\

6#70>Design ID SHA > T 71 )LDVERRHE

THA 2 I 7A)LICEFNDIER

7 LA _ED60merdDEH (XIS LT YA > 7 1)L&dDDesign IDHAEIL T
Probe Name Probe ID BHE. ZELRL

Gene Name NFT—AINR—RZT(C UTE B F&

ANy == N — —|ZE > =
. AN~ = o ST L == .LAE,\]T_Q/\_X%EK(L_ L/j:."ﬁ*&rda)t\
Systematic Name N T —IN—ADZEEIMIIEFH 2L T5 ALV A - Lo TEALS

Description B FDHAES

XProbe NamelIMNIE DR (C KD TEFTFRA NI 7AILICEENRWCENBDZET,

Agilent Technologies




R WSS DY

STHAIDr7AIRESET 7LD T>O— K
SureDe5|gn

HRICEE a-trA BLTFA EEEICRRICETVEEITSLSICHMBUELE.
e

SureDesion

HEOTEROMBES S O0— RVEEIFET.

SureDesign AQDJ 1Y, BRET55. %O)(gb\%ﬁi 7 ’]/) I/:B \

(B551) WOy T
2013%11819H&D. SureDesignf*5SCGH, ChIP-on-g 9 'j 00— |\ v \7:_7:_ (TE 3_0

EXOPLAGTICRIRUTRISESTR] e iy s DL T O —
St J DREHIEIFRBLFIEROY X

T [Sequence List] J77L - (CHESH=TL)
- SureDesign & 560merd>7O—JHL5 U X +

SureDesign &3 / B8R / THECDWT / ERE

e/ B &5 1A [BED file] UCSCGenome Browser|(C
o e e it BDIAFH. &TO—-T D5 ) A LDMESR
SIITERANR ncanireremiviisonTICE HEANEE Ro SIS R N
ik v =371

(BI7AI)LE~xoOr7LAD7HA>C

>
QU’FBHTL\?{?O ) /
* CGHYA 2071 HRILIA2OZ7LAEEHA R

%% Agilent Technologies




20164 3 HEEDSNPT O —J DR DTz D

MY I O 7777vI5T— b (CytoGenomics 3.0.6L4F)
- FTUWSNPO> 72 =i I DIz8I(C
SNP 77)LTUZACEIZ SNE L.

X GenetiSure Cancer Research CGH+SNP - GenetiSure Postnatal
Research CGH+SNPDO#MTIC(33.0.6LAF = C{HERIZE0,

XFTUWFZILT VX AGHAEILDARFEWNVZLTEDFE L
CGH+SNPY-ro0O7 L DfEERICEBHATY .

- BEAT(C{ER 9 2Genotype Reference T 71 )LIC
L 2DDT7AILNEIIENZE U,
(Agilent Male_DBSNP141 - Agilent Female_DBSNP141)

| Reference | Green Sample (Cy3) l
| Green Sample (Cy3) 'J | - I,
| Green Sample (Cy3)

¥ || AGILENT FEMALE_DBSNP141 \
AGILENT MALE_DBSNP141
Agilent Euro Female

Agilent Euro Male

Chinese Female (NA18579_v1)

European Female (NA12878_v1)
European Male (NA128%91_v1)
PG_MALE2015

Agilent Technologies




., y y
L e ., T A SRR e B ey e LT - " R . by R\ ) B

2016E3ALIBMDSNP IO~ JDfzsbDd
CytoGenomics 3.0.6F ¥rLOHARE 7L T U X

Chromosome View: chr? (AMP: 0, GAN: 1, LOSS: , DEL: 0, LOH: 3) LR == G
p2.2] T [ 3 [ . p22.2+ . e o
] L] . “ p21.3 i
po. ! .. ¢ L] p21.24 s
] . 1 :
pl5.34 . o, ¢ p15.3 .
o513 Plaad
2 B e
P13 P13
pi22] ' 122
ity . 112 -
a2 ’ |
il
2 .
L] L]
PRE
i 21.2
2 22.1
) ' az2.
4 22.2 =
31.1 a2
W 31.2 P
] 2] \
a1 1 3
ul 32,1
337 . qus: :
g3 ] L
35 g34] -
3.1 [] 35
3.2 q36.1
36.2
2 2 0 i 2 ] 4

p-arm MO—ZHLOHE L THERE SN BRE SN TV D fep-arm B
TULVRLY (v3.0.6RID/\—=32>) LOH & U Tt (v3.0.6)
tART—4

Agilent Technologies




.
S

AHDEEANE

CytoGenomics ¥V J D1 7 DicE)
74_E/Z@nbuﬁt (ilji)
FSHA2 I 7AILDA 2 iR—

5 — A% “Analysis Workflow”, “Select Samples”
Global Display Name % “Del Chr 17"(CZ % (triage view(CHBEKR)
green sample (Cy3) Z= NA12891 (CE&TE
Array ID ZZF~

fEMrEmE (“Triage view” ) ZR<
6. CytoReportdDERk

2l

Agilent Technologies




ER7—5
ER~oO7 LA
74507 4x180K CGH+SNP ISCA ¥-r~—Or7 L+
 NA09208* Cys v i Cy3 [ NA12891%* )
Miller-Dieker lissencephaly o 8 CEPH/UTAH PEDIGREE
syndrome; mdls o ar 1463, INTERNATIONAL
chromosome deletion L HAPMAP PROJECT
_ . U5 Caucasian, Male y
H>I)IL LR
Green sample | Red sample O . fem
Reference (Cy3) (Cy5) EESNDIE—EZEAL 145!
Chr 17(CHIFTBRK.
Green Chr 6([CHBIFBD/NE0N
sample NA12891 NA09208 | JE—#u8EME (Database of | Male
(Cy3) Genomic Variant (DGV) M

BIX0 CNVSEEIRD)

*Coriell Cell Repository

Agilent Technologies




.,
-

Triage View_LdD&Viewer

Log, (5@‘%&/ 7L >X) FRIDI7 L) LDER J—H1ERRD FHY I b
—>IE—HZELORE _ —LOH/UPDODi®RE ~ Track DI TICAD
4 Triage View : Del Chrjl7 | —l— TULYABTrack N

Eytnﬁe"*l’llcs (%@g;\l’ievﬁ Copy | Search | 3Sample Info | |.|]J QC Metrics | f_La Change Call | &Change‘itatus | :;'-E Reports
Genome\hewiAMP 10, : 5, E;“m@ v IX
mw m m Hhﬂ{mmvﬁm ¥ ﬁmﬂwl
GpnnmﬂMew A
1 12 90 1 2 X ¥
= ) | II
E
=}
5
£
=
[ ]
[x]
- adl
g slzlz0502 o
5 EEELEiE
= &
- é f
:
. 2
39.6 Mb S - ig
+ E
sl (GENE VIeW | Tracks
+ L
* s 1 T T
4 2001 0 1 2 0 1 2 3 4 Genes_hg19 I5CA Pathogenic CHV-DGY_hg19_v" MyWariantsDB
Qv F X
Chromosome ‘1 Start 4{ Stop 41 Gene Name| Size(bp) Type #Probes | Mean Log Ratio/LOH S.. | State | Suppress |-Classiﬁcat...|lnMy\"aria... Actions |
chrg 7220322 7,752,586  DEFB103A,FAN 532,265 Deletion 7 -0.487 Algorithm .. ol [ Edit Notes
39,153,394 39,381,514  ADAMSP,ADAN 122,621 _5 4.541 AlgonthrAber ratlons 1 Edit Notes
chrB 50,862,026 53,269,741  sNTGLPxoNL 2,407,716 (R ¢ £.999 Algorithm .. o [ Edit Notes
-| Interval Table | CGH Probes [ SHP Probes [ Default Analysis Method - CGH+5NP vZ ‘

SurePrint G3 CGH+SNP ¥-r270O77 L 4x180K{£FE

‘. Agilent Technologies




~ . .
- '

chr 17&R 5% (ISCAD"pathogenic’>—INR—RX EDERD)
BESEBOAZT SEET (5.9 Mb)

r B
it TrsgeView:DelChe7 kAR TR TR T =
| §
5, L = I ; B k
Eytusenﬂm Ics ,f@ Wiew | :—'E' opy R Search =4 Sample Info |.|]J QC Metrics f_L'F Change Call H& Change Status | E Reparts
GenomeView({AMP: 10, DEL: 5, LOH: 8) BHGd v 1%
Chromosome\hew chri? |AMP 0, DEL: 1, L...[E= =
p13.27 4 | 5 E
p124 [x]
1.2 1.8 Mb = E
P12 ' ' 5 E :
| : . iz; 5 =
] 1.9 Mb ] o I E
: t ¢ . SE 2 HE allE
= 2|l
a1z 2.0 b s H 5T g
q21.14 o @
- 2.1 Mb 7 T
q21,32 . 0 @
a22] . 2.2 Mb ? A 22
t: . 25" R -2
az3.14 ! : 2,3 Mb ] iG55 5
q24.15 - é = o
q24.3+ 2.4 Mb ] + =
q25.14
a25.24 ’ 2.5 Mb ]
; - . ; : : — — : : ; ;
2 0 1 2 3 4 -2 1 2 0 1 2 3 4 Genes_hg19 ISCA Pathogenic CHV-DGEY_hg19_v2 MyVariantsDB
e I X
Chromosome '1 Start 11 Stop ‘1 Gene Namo: size(bp) Type #Probes |Mean Log Ratio/LOH S...| State Suppress tClassiﬁcat... InMyVaria... Actions |
chr17 SureFISH 24,457 5,901,054 : 5,876,598 -0.856 Algorithm ... O 0 Edit hotes
chr17 SureFISH 72,083 5,853,691 RPH3ALEAASINEEL A00 8.015 Algorithm ... O 0 Edit Motes
chrls 20,481,702 22,567,188 BCLE,HE 105,487 _24 0.672 Algorithm ... o[ Edit Notes
-‘ Interval Table | CGH Probes l SHP Probes wult Analysis Method - CGH+SHP v ‘




RN —— AR Gy L L. AR W ND

chr 6 OJE—#ugE (DGVDELA] CNVs EDERD)
REMRIBMORE = ERR (44 kb)

(7:Gain - 7R:Loss « Z:Complex - %2:Inversion - £&:Unknown)

Genome View(AMP: 1, GAIN: 9, LOSS: 5, DEL: 0, LOH: %) B & T X
A SO S Naint o DN S (IR 7 N o i
1 2 3 4 5 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 22 X Y
Chromosome View: ch... B8 =B = § (4l () ¥ * * | Gene View ichré: 78820487.5:79172960... 58 S mml v A 2 0 5 = T ol B8 (5 S GRG0 = 228
p24.2 * "s r ‘;v 28,85 Mb 3 1 NV-DGEV_hg193_ w4 Multi Transcripts for Gen. ..
p22.2 N HEN
p21.1 T8.89 Mb -
p11.2 !
q13 i 78.94 Mb ] p
qle.2 +
q22.1 79.05 Mb * i
q23.1 3 -
q24.3 721 Mb -
qzé 79.15 Mb 4 I | -
2 -1 1 2 2 0 1 2
Q v I X
C... 47Starts: Stop 43| Gene Name Cytob... Si... Type#P...Mean Log Ratio/...  State |Su...  Classification | Count Actions |
chreé  |7,305.../9,130... | CAGE1,D5P,EMP&,MUTED,EEF p24.3 1875 54 6.1 Algorithm... [ | [+] 0/2 I
chré  78,97... 79,02... ql4.1 44 BHE 0.914 Algorithm... [ *[s] 0O/2 I
v -
chr7  |12,81.../15,00...|ETV1,DGKE p21.3 -...T84E8 MET 6445 Algorithm... * | [+] 0/2 I
chrB |7,220...|7,752...| DEFB103A,FAMS0AT, FAMI0A1 p23.1 532 M? -0.4%1 Algorithm... | [+] 0/2 il
] ||

-| Interval Table

CGH Probes [ SHP Probes [ Default Analysis Method - CGH+SNP v2 [ Gene List/Track I




- y
S M) Uy D e DTS- § i A

WEFFT—FN —ANDY >0 (A > —Fwvy MMEGHE AR
Gene ViewzH2IUw o
(4 TiageView: D7 T R W TR R TR T =)

CytoGenomics

GenomeView(AMP: 10, DEL: 5, LOH: 8)

-ﬁj@;\a’iew | ﬁ_i" Copy | QSearch | TjSamplelnfo | |.[|_| QC Metrics | f_L'i Change Call | &Change‘itatus | tjg Reports

CEFR LR

p24.3

p22.33 78.8 Mb 1 2 .
p22.24 : [ . " . + .

p21.319 ; + 1 eolly *

p12.3]
p11.2] + Create Probe ID List

13] o .
atdq s t . 1 Show Intensity Bar Char

.o :. . 78.89 Mb A Create Track

q14.24 b . 79.0 Mb 1 l Show in UCSC
q16.1] “ .
1] A + Show in DGV
T
q22.14 b . **e 791 Mb 1 t S Show in Ensemble

422.324

5+ 4 Welcome to Agilnt Techa.

NI Bov Bl vt e v Pages Sy Tookv @

+ UCSC{hg1?®)

. . LICSCihe18) |
[

1
1 2 0 1 2 3 4 Genes_hg19 CHV-DGEY_hg19 w2 My\ariantsDB
Q v I X
| robes |Mean Log Ratio/LOH S| State | Suppress |Classiﬁcat...|lnMy\"aria...| Actions |
6.434 Algorithm ... 0 Edit Motes
0.920 Algorithm ... O 0 Edit Notes
6.778 Algorithm ... 0 Edit Motes
— ponsmn mw";u%“:mm"vmw — —

SurePrint G3 CGH+SNP ¥-r270O77 L 4x180K{£FE

Agilent Technologies




- y
S M) Uy D e DTS- § i A

WNEBT— Y = ZANDI 2 T(A 25— MukERE)
ROBIREBEZA(L (Aberration) OEGF=Z=HT YD
& Triage View : Del Chr 17 R RS TR <)

QC Metrics | f_L'i Change Call | Hchange‘itatus | |j

Y
CytoGenomics

GenomeView({AMP: 10, DEL: 5, LOH: 8)

Reports

Copy | Q&Search | JSEI’I‘IP[E“‘I]‘O |

-L%@View | =

R RS

"» Xy

1 1 5 11 12 15 1% 17 19 20 21
L. EEE§ G <
M . . - + EF
l'. . 38,9 Mb ] ¥ ;% 5 II
- ' In 2
. - *
N 39.0 Mb 1 = 5
., + E
M £ + £
- i + Ld o]
. - 39.1 Mb C 3 . .
+ : | e
B A 39.2 Mb ] - * o i; e By
. 2 sBEEEM |
ok . 39.30 Mb E =tol=l=t |,_,
. s == E +
. M §E- slclizl=zlz i
! " 39,4 Mb 7 = 4
. =
. 39.5 Mb 3 %E
5 =
F1r1d in column 39.6 Mb 3 “ =
AT ]
DGV(he19) f?:
-
DGV(he18) g
T = T T T T
0 1 UCSC(hg19) Genes_hg19 ISCA Pathogenic CNV-DGV_hg19_v2 MyVariantsDB
- UCSC(hg18) v Ix
Chromosome v{ Start 43 Stop 43 Gene Ne Ensemble Type #] : | Suppress (Classificat... InMyVaria...| Actions [
chrg 7,220,322 7,752,586  DEFE1034 NCBI Entrez 7 - 0 Edit Motes
chri 39,258,894 39,381,514  ADAMSP,) Pubmed Amplification © - O 1 Edit Notes
chrB 50,862,026 53,269,741  SNTG1,P¥ GO oH £.999 Algorithm ... o [ Edit Notes

Interval Table

6
CGHProbes | SNPProbes | De KEGGIHUMAN) “ipog . cGresNp v2

Google




CytoReportZ &Rk

_

[t Triage View ! DelChr 17 -~
=

Eymﬁﬂ"ﬂmlﬂs & vew |

GenomeView({AMP: 10, DEL: 5, LOH: 8) = = - (g8 6

L =

=Copy | QEearch | zSample Info | |.[|_| QC Metrics | f_L'i Change Call | &Change‘itatus | \:‘;_gReporir.

vand i oo o o o |

12 12 14 15 16 7 18 19

= _6 3
oy . 38.9 Mb | + = %
p224 '0.0‘ : ]
b -
p21.2] . 39,0 Mb ] ++ &
E . + &
p11.234 ool ] ] . E
3 ¥ . 39.1 Mb + 7y =
4 - - +
q11.22] . ] 39.2 b : . o I% B
a13.3 : -L 39.30 Mb ] 5 B e o
- - =1 =1k E ‘2
21123 o i S EEE | J
q21.39 o “ 39.4 Mb ] AR = = e
B . . =
q22.2 1 . 4t 5 =
] 39,5 Mb ] *
az3.1] ';. . 1, %E
q24.114 . . Find in column 9.6 Mb ] 4 - . . .
] AR 5
a24.21] DGV(hel9) S 4 . f;':
1 7
a24.234 DGVihe18) I+ !
T T T | L T T +I T T T T T T T — T T T T
-2 2 0 1 UCSCihg19) 4 -2 0 1 2 0 1 2 3 4 Genes_hg19 ISCA Pathogenic CHV-DGY_hg19_42 MvWariantsDB
- ucscihets) Q ¢ F X
Chromosome ‘1 Start 41 Stop 41 Gene N Ensemble Type #Probes |Mean Log Ratio/LOH 5| State | Suppress |Classiﬁcat...|lnMyVaria...| Actions |
chrél 7,020,322 7,752,586  DEFE1034 NCBI Entrez 7 -0.487 Algorithm ... of [ Edit Notes
chrg 39,258,894 39,381,514 ADAMSP,/ Pubmed Amplification 5 4541 Agorithm ... | [ it Notes
chré 50,862,026 53,269,741  SNTG1,PX GO B - £.999 Meorithm ... o [ Edit Notes
Interval Table | CGH Probes | SNP Probes | De KEGGIHUMAN) Loy coH.sp v2
Google —




Feature Extraction(C &k
AF v > EROEBEL
(2805 —)

4.2 Agilent Technologies



A A —=ZDFUE{E & (&

CDEETIE D
KO TN A=

ARYEDF DT FILEFHE

1hs— — DT FIVE

25— — ETRCy5D
O FIVE

e ey e CGH, ChlP-on-chip, CH3,
GE 2color

Agilent Technologies



L e ., T A SRR e B ey e LT - " R . by R\ ) B

1A A —ZOEUEILDRIIC -
#E9EIL? Evk?

EJtL: X¥vUESR pixel
Evk: [FHROEZTRTEA

16b|t, 0~ 65,535 (col = 303, raw = 123) 5559
20bit; 0 ~ 1048,575

J4—F¥: =ERMICHEINGIYT,
GREMIZIZEBERILZERYBRLV=E30D)

# ARk ? J4—F% 7 -
ARyk: TJO—JhEHInTWHNSHITY7,
GBEENMTIIZKYAST=-EH 1K)

Agilent Technologies




L e ., T A SRR e B ey e LT - " R . by R\ ) B

#BElE (R7Rw NMEEAT) DFN

ARYMIBEDHEH BARATYITCHAShBHEE
. 2color
T4—F ¥ &INVIT SRR DIRTE
- /[r MeanSignal
S JLBREEDRH e > 9 9
-
/{\y77°5>p*ﬁIE .................. > g/r BGSubS|gna|
N B
II)T*ﬁIE ............ >
-
&%*ﬁIE TITTITITPIRIIIIRRRRRRRRSY S o Ir ProcessedSignaI
N
%ﬁ‘ttﬁ-l-g ......................... > Log Ratio
(Logp)
B!

Agilent Technologies




.,
-

1. ARy MIEDIRE & pRsRTE

ARYMIBEDRE
THAT7AILEFIRAL. EHEI T LA LD AR YMIBZRTE

BB ARk
- ARV DEZE A EENSRE

BELARYE
- J)IEMBERARYMIBZEHETE

" FRIBUR TE

I4—F %
- AIRYMR R NI TB RS (v F—Hy5—)

O—AIILINvD TS5 R
- ARYRDEBEZEO—HIL/IANYI T SHURELTHIYERS




L e ., T A SRR e B ey e LT - " R . by R\ ) B

2. >0 F )L
NBEZIFDEITILDOHRZE ST
Step 1.

)
SEIFRNONEZIFDE )L = HERR

Step 2.
BODESTILERNT. T4 —FrBL —.
O— Py OIS KOS FIL RS E e
PHSSUREREC S SD. (Etima) ik
FeatureExtractionV J hHEET D Bz
E oI LAUBRESE
IQR (PU5RdEamE) 5%

*_ _b. TQutlier f
|0k 1.42 % 1R Fisels Lt
Lawer rejection boundary  28%ile  B0%le  75%dle LIpper rejection boundary m
Intensity : ' | ‘

Agilent Technologies




L e ., T A SRR e B ey e LT - " R . by R\ ) B

3.BE A —FVvHRD
I\ OS> RO

Step 2TRRNTELLEDEFHRE LTS5 (Outlier) #1-T5
SH dIFICHET S

feature outlier local background outlier

F?%b“ (Outlier) DFELH
(1) FAH—LBEIEILTHEBRINDSGRAR YL
— NonUniformityOutlier
Feature (r, g) 1858 L A
(2) £ (FEYRLRARYRE) IZHEWNT (FILT7E—T AR TL DAY

BimlZ@m L BEULI)EZFD ARV

— PopulationQOutlier
Feature (r, g)




L e ., T A SRR e B ey e LT - " R . by R\ ) B

4. )\w 200527 > RfEIE

Spatial Detrend*

Background correction methods Agilent offers —

Local subtraction : Global subtraction:

Local background Average of all background areas
Average of negative control features

Minimum signal (feature or
background)

Global background adjustment

Option : other background subtraction methods —
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| Spatial Detrend Surface
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Multiplicative Detrending
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FE Protocol Editor - GE1-v5 95 _Feh0?7
Protocol Properties | General
E Settings
Protocal Steps | Backeround Subtraction Method No Backeround Subtraction
[ Place Gid El Sienificance for IsPosfindSienif and IsWell AboveBG) Use Error Modsl for Significance
2-gided t-test of feature ve. backeround maximum p-walu 001000
4 Find Spots il o Multi 130
B Signal Gorrection
[ Flag Otiers B Calculate Surface Fit required for Spatial Detrend? True
: Feature et For Surface Fit FeatureslhNezativeControlRanee
‘D Fomp.te Bkgd, Bizs and Error Ferform Filtering For Surface Fit True
ﬁCaIcu\ate Metrice Perform Spatial Detrending True
Adjust Backeround Globally Falze
&, Generate Results E Perform Multiplicative Detrending True
Detrend on Replicates Only True
3 Filter Low zignal probes fram Fit? True
Meg. Girl. Threshold Mult. Detrend Factor 5
Perform Filtering for Fit Use Wfindow Averaes
B Use Palynomial data fit instead of LOESS? True
Polynamial Multiplicative DetrendDegree 4
Robust Neg Ctrl Stats? False
Bl Choose univerzal error, o the most conservative (of propags Most Congervative
MultErrarGreen
I Add Frror Green, Thue
IUse Surrcgates True I

_— T

Ilze Surrogates True
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2. HIERBDETE

— Linear(727#JLF)
—  Linear&LOWESS
- LOWESS

LOWESS :
locally weighted scatterplot smoothing locally
weighted linear regression

~FAINAT AT FIVEERE T HERTE
~HRDEBELFNERGOZREERED

-J. Quackenbush. 2002 Nature Genetics:

- The Chipping Forecast Il ,496-501 (Nature Japan weblZ#I1XPDF
FY)

-http.//'www.mged.org/normalization
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