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プレゼンテーションのノート
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プレゼンター
プレゼンテーションのノート
We now have a portfolio that truly has “a sequencer for every lab and every study” 

Focused power for MiSeq
Flexible power for NextSeq
Production power for HiSeq 2500
Population power for HiSeq X Ten
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プレゼンテーションのノート
We now have a portfolio that truly has “a sequencer for every lab and every study” 

Focused power for MiSeq
Flexible power for NextSeq
Production power for HiSeq 2500
Population power for HiSeq X Ten


R ETBER D% BIREEREFRRO LR
CRETDFEET Y V— LA

RERAEEE N BEREL
AEcEd

ESEL
REDTOEXR
— REDIPRIETEDHET. BRYRLE—EEGFEREDTA %
Sy
EilE]

=
- RIEFTICHEANMMD ~#4s A

BRERERE \ BEEREE \ T7Y— KERE
Y FH BAETES R DFTREME

FLLWTOEXR
— WBEMNGTERTFE Y b THEN
FlR
- RAE—=F (%4 A > LER)
- X bEE
- M

0 Hlumina



IOV —LBRNZERHS LTOMER

-

BRET—2MNHTL %,
RATIZIE, EED
INAFATAIT AT v Y
NIAESTHILCITFE.
ZTDEOHICAZES DX, . .

\ A

|

ESFE>TLILDAH
1A FHOMBIEL

%

10

/

-

\
1 B DEEHTIZ
FDNITILVaR A
WD > TRV =T E
ST TEBAESLDSN
%

7

/

H U TIVHAREKRES LY
BALIZLWTE
N R UGN KRELZDTIE

lumina’



IOV —LBRNZERHS LTOMER

4 2
A 1 E DRRHTI=

e NextSeq H 55
[ 8 FL 20
Bl Z R

al,;\
EDfED>TLIU %AL:LDDH?bL“
A4 FhHhh b N RY U PRREGZDTIE

11 lumina’



NextSeq 500 : 7 X7 ;v FI125/ LAEHTD/INT —ZF

NextSeq 500: What will you do next?? Y“”

12 llumina



T LEAEFTOI—Y 70—

BaseSpace'
T9Y—L
RHETY K

1.5= 29 e 5 R /4> T

(5 FfE) (10 % )

13 13 illumina’



S4 TS5 1)—4ERMEL v b : Nextera Rapid Capture Exome

/*%/z@ﬂ*/?%ﬂ«rx“@%%ﬁlzmﬁ L7=%v + (1,3,6,9,12)
/E—%i‘%(:;é&ﬁﬁﬂa BN R IEEETE

‘/ LEDS J LDNA, Hh 50 ng i i FEAT
/37)]’3?3%2‘1’1,7‘:'7—7 JAa—, 15BTS4 75 )—#

/1&3;( ~

v/#v##%&—#>1\?—9%%&?4»5##—9»&%—#

14 lumina’



BUTLERE  BRE3TV Y —LDFY b

Exome

» NextSeq 500D 5 VI S, A—T Ly P RDFxy FEFHIZU)—X

Nextera Rapid Capture Exome BRI:. 17L v ¥

FC-140-1000 2) 49,500 M
FC.140-1083  'Vextera Rapid Capture I;x)ome BRI, 37wy 16,500
FC.140-1086  '\extera Rapid Capture I;x)ome BRI, 67L vy 16,500
FC.140-1089  Vextera Rapid Capture I;x)ome BRI, 97 L vy 16,528 M
FC.140-1003  Nextera Rapid Capture E;c))me BRI, 127L v 16,563

15 illumina



Nextera Rapid Capture Exome : 99— 70—

18 H 28 H
~3HBRIN RS E AL <2 BREIN T ET L
8:00 AM
Nextera ¥ X 57— 32 mH
mH &5
e N — 3 — N EH
A =
11:15 AM
FEE T— >0 S— 2R
Rapid ¥+ 7F +—
A
Rapid ¥+ 7F+—
3:00 PM

16 lumina’



NextSeq 500 R T LD

i B 73 1T

CDFEZEOD T 2/ ETl 252
25 1252 )L

S GBES
28 F ¥ 271~ JLODSBS

17

illumina’



Ty a3 U CiRET 85

18 lHlumina



IVY—LEBHFaX bk

© ®
o @
© e

| EHATRESEL | EHAUO—EL

)—FE 75bp x2 150bp x2 75 bp x1 75bp x2 150bp x2

77§9_ 1.3 (8 A1
PE!)— K% 2.6 = 8 &
F—AE 20 Gb 40 Gb 30 Gb 60 Gb 120 Gb

< 2 FEfE 15 B5fE 26 BFfE] 11 FFfE 18 FFfE 29 HFfHE]
T Al 14.7 BFH 23.4 5 H 19.5 AH 37.5 FH 60 A H

TY)—L

(HoTLH 2 4 i 6 12
=Y g?gé )5 &  (73,500M) (58,500M) (62,500H) (50,000M)
THY)—L

(HoTILH 2 4 6 12

RUOHERE  (90,023M)  (75,023M) (79,023M)  (66,563M)



NextSeq 500 S AT LMDSBS : 28F v U RJL

A F v 22 IILDSBS
IBE T LIZ4BERTE
4 A —SBE
 HiSeq, MiSeq

26 F v U RILDSBS

e 28 TAEEZRH
o 24 A—TDH
(4 A—NIBDEHE)

 NextSeqg 500

20 illumina’


プレゼンター
プレゼンテーションのノート
We have evolved SBS to make it more efficient from an imaging perspective – reducing the imaging by 50%

We achieved this by labeling the A nucleotide with a mixture of two dyes (those used for C and T), and not labeling the G. This enables us to require only 2 filters and 2 images per cycle.

T is labeled green
C is labeled red
A is labeled with a mixture of green and red and will appear “mustard”
G in not labeled (dark base)

Dark image/base – the light switch is either “on” or “off”
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We have evolved SBS to make it more efficient from an imaging perspective – reducing the imaging by 50%

We achieved this by labeling the A nucleotide with a mixture of two dyes (those used for C and T), and not labeling the G. This enables us to require only 2 filters and 2 images per cycle.

T is labeled green
C is labeled red
A is labeled with a mixture of green and red and will appear “mustard”
G in not labeled (dark base)

Dark image/base – the light switch is either “on” or “off”
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Sample Information

Sample [ Sample 1D Sample Name o
FC1_NA12878_01 | FC1_NA12878_01 , \ —

FC1_NA12878_04 | FC1_NAL2876_04
FC1_NA12878_07 | FC1_NAL2876_07
FC1_NA12878_10 | FC1_NAL2876_10
NA12878Repl | NAL2878Repl
NA12878Rep2 | NAL2878Rep2
NA12878Rep3 | NAL2878Rep3

alalal=Tuln]=

lumina

Enrichment Summary

[ Target Manifest [Total Length of Targeted Reference | Padding Size |
| Nextera Rapid Capture Exome v1.2 | 45,326,818 bp | 150 bp |

Notes All enrichment values are calculated without gasding (sequence immediately upstream ang
downstream) unless otherwise stated.

Read Level Enrichment

Enrichment Sequencing Report

| R Ree AIOT D58 B3R UGOSE

Sample | Total Aligned Targeted Aligned |Read Padded Target | Padded Read
Reads Reads Aligned Reads
1 62,012,080 (06.40%) 41,443,526 65.0% 44,322,678 | 70.5%
2z 72461804 (96.40%) |46.758.602 64.5% 50026433 |69.0%
3 73,903,825 (96.30%) | 48,336,877 65.4% 51495426 |69.7%
4 48,463,673 (96.40%) |31,330,720 64.6% 33,525.787 —— = =
Aggregate Summary L T = i
B 79,812,317 (30.30%) | 56,300,432 73.0% 61218349 | S-S S ———— =
Fle Gure View Tiade Regkne Tooh Gemmwdone Bmedomr ey
6 100,263,767 [90.00%) | 75,650,897 75.5% 79,356,810
B 71,241,977 (90.60%) | 54.379.434 T6.9% 56,026,076 Hamir b = e = chrIFEI L B e s N e EvvminafmmeE
Analysis Name: BWA Enrichment 08/17/2014 3:37:43 Base Level Enrichment | SEE R bl = s L : BN ' 5 5 L
Report Date: 08/17/2014 23:30:53 (UTC) Sample | Total Aligned | Targeted Aligned | Base Padded Target | Patidel aw
Bases Bases Enrichment | Aligned Bases | EnricH o f= FE— e
1 B,778,180,848 | 4,604,612,550  [52.5% 6,129,808,014 | 69.8 . A - - - i -
2z 10,137.658,511 | 5.215,811,18: 51.4% 6.033.679,203 | 68.4 -
3 10,308,148,251 | 5.401,306,840  |52.4% 7,130,400,646 | 69.2 A ud 4{ | Y
4 6,802,516,784 | 3,494,675,251  |51.4% 4,662,144,913 |68.5 i
B 11,001,243,718 | 6,481,701,776  |580% 8,380,576,086 | 76.3
6 12,852,122,958 | 8,428,894,206 | 60.8% 10,890,176,045 | 78.69¢ [/t
7 9,931.760,076 | 6,088,405,900 | 61.3% 7,885,137,820 | 79.4
© 2014 Wumina, Inc. All rights: reserved. © 2024 (lumine, inc. All rights reserved. =
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プレゼンテーションのノート
What is VS?
intuitive and simple user interface: analyze data without bioinformatics expertise.
Rich annotations: quick access to lots of info useful for interpretation
Filtering tools: isolate variants of interest whether you are analyzing a single sample, matched tumor-normal pair, and family based analysis.  
Classification tool: record conclusions about the impact of each variant.
Customizable reporting: summarize results in a clear and structured format


Variant Studio : B

MIZI/kABLI—YF—A 23— 1 —X

mina variam 0
Home At Help
-y sy = B
( — l < g E @ ]¢ ﬁ I~ @ z q H sae || select All A smaler Save As Default
J‘ = Current Sample: | Autism_12873 - j‘ N Current: - - [y Copy Apply Default
ve Save As | Import Import Remove | Annotate  Custom Annotation Manage E Save Ag . A Larger
VCF  Folder Sample - Annotation  Options Favorites @ Find Restore Default
]
Filters 1 [lGene View
Che7 HOXAL
erer "
Variant v
Gene v
Gene Wariant Chr Coordinate variant Type Genotype Transcripts | Exonic Filters Quality Allgles Alt Variant Read Allelic Depths | db SMP ID
Consequence v Length Freq Depth
Population Frequency GABRG1 T=CfC 4 46086060 1 snv hom 1 yes PASS 1960.97 2 100.0 54 0 rs976156 1
KLHL3 C=C/A 3 135965833 1 snv het 1 yes LowVari... 64.47 il 17.5 154 127
Cross Sample v KLHL3 T>TjC 5 137028029 1 snv het 1 yes PASS 3025.2 1 41.7 228 133 152905608
Custom v NSD1 T=C/C 5 175721198 1 snv hom 1 yes PASS 9575.8 A 100.0 250 0 rs28580074
NSD1 G>GjfC 5 176721272 1 snv het 1 yes PASS 387277 1 53.1 226 106 rs11740250
=21 i as BSS e
=+ SoEa0s way - 6553200, Luiii st . L . 5Ll L S 4318 PSR -
El HOXA1 C>CfT 7 27135314 1 snv het 3 yes PASS 2386.15 il 48.7 156 80 rs10951154
a jin) Feature Type Conseguence cDMA Position = CDS Position | Protein Position | Amino Acids = Codons | Exon | Intron  HGNC @ Distance = Canonical
» NM_005522.4 Transcript missense_variant 312 218 73 RfH oGefchc 12 HOXA1 YES i— E E %Fiﬁ
7 )[,9 %ﬁg MR_038386.1 Transcript upstream_gene_variant HOTA... 399 YES K H
4 MM_006735.3 Transcript downstream_gene_va... HOXAZ 4639 YES

PON3 C>CfT 7 95001555
RELM G>G/A 7 103202398 1 snv het
IMMP2L G=GfA 7 111161417 1 snv het
MET AzAfG 7 116397572 1 snv het
CNTMAP2 G=AA 7 148106490 1 snv hom
C=CfT 7 154429560 1 snv het

|| Filter History
Sample: Autism_12878 Genes,Variants: (51, 118) -> (51, 118)

Filter progress

1 yes SB
1 yes SB
1 yes PASS
1 yes PASS
1 yes PASS

7241
252.83
1700.91
1003.89
560.76

N e e e e

30.4
2%.8
413
100.0
32.8

rs1053275

& I8 B D E##M(E VariantStudio User Guide (£i8) £ ZSB 230
http://support.illumina.com/downloads/variantstudio_userguide_15040890.ilmn
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プレゼンター
プレゼンテーションのノート
セッション中の注意ですが、参加者の方々の音声はミュートされております。
ご質問がある場合は、WebEx の Q&A にてご入力ください　（三角に隠れている場合あり）
セッションの最後に確認して、回答します
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