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http://cell-innovation.nig.ac.jp/public/contents/sra_stat.html £:tH: 2015/04/08
O BSRAT — TRl ] R DELSE HiSeq2000 MiSeq
< Back T — L 96,100 i
«:5: 2015/04/08
F—&42(Run): 2,417,867 £ (live:1,248,795, suppressed:942,558, unpubli éb:‘/ Aﬁg*ﬁ_* 311 ,586 32,638
EE#7 (Library strategy) & (& - o RNA_Seq 109,032 2,431
S——0RBRERNSE (527 —5088)
No. | Sequencer Name | WXS WGS RNA-Seq | AMPLICON | ChIP-Seq | | 7 -‘/ 70 I) : > 13,314 37,836
1 Izlgjon;ina HISed | 96,100 311,586 109,032 13,314| 17.706 ChIP-Seq 17,706 458
e | ) | sem| maw 3| Bisulfite-Seq 6,252 584
3 :;ltjr?;in:ae 8.938| 40,469 15,742 1,784 8.614 7 B e /EE;IJEE 1 71 66 1 ,947
Analyzer II I:IIL.\
4 |Tllumina MiSeq 712| 32,638| 2.4231| 37.836 458

@ ) LEHTIE MiSeqTIIMAEY. HiSeqTIXE M EDEZHEREYEXNRET HEE
iﬁ;srb\
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HiSeq X Ten

T—R3E 15 Gb 120 Gb 1,000 Gb 1,500 Gb 1,800 Gb
BEXJ—FE 300x2 150x2 250x2 150x2 150x2
GbH=Y D HO# 0.6 5/

w17 #0.6 #0.4 # 0.1
92 k 63 BH b3 A H RR# 0.8 5 63 BH b3 BH
FI)hr—23y
BIEF/SARIL

B—4y K * Kk k k

RNA-Seq 1. 0.8.8.8 ¢ 1. 0.8.8.8 ¢

T9Y— L 1. 0.0.0.0 ¢ * % %k X

5/ L 1. 0.0.0.6 * % % & X
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NELHERFY F

EsHAT7O—EL
(High Output Kit)
~400ML T )L1) — K
~800MRF7ITv k)—F

hHAh7O—+)L
(Mid Output Kit)
~130M> VT IL)— K
~260MRX7IT v K1) —F

2 x 150 bp
2Xx75bp
1x75bp

2 x 150 bp

2 x 75 bp

100-120 Gb
50-60 Gb
25-30 Gb

32-39 Gb

16-19 Gb

BAAEOEHRE, AIZFPhiXar bA—ILSA4 TF—%FE, S R—FEERNTDY S X2 —FE (120-165 k/mm2 /XX 7 4 )L
B—DSRAHB—) ZEIZLTWET, EEONT+—< 2 RIEBIFX, YO TILDEE, 94V T4, TLTHRRITAILE—I SR
A—2IKFELET ., QIOULDIEEDEIEIE. ZOSVEEDEHETT,

t B (ENextSeq 500V AT LA ETEBEIT BV SR EF—HE. VO—45 VR, R—RA—)LEEHFET (TaF7ILY—TARXRFvY) ,

tt 247V T4E (QRA7) [F. A—RA—VIZEFH IS —HEEROFAHEETY . QIOLULDEGES v 2AKDFHEETRLET,

J)—FZ&, YA ONLTEDETEHHY FEA,
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Base Position

Cytogenetic Band
Sequence (+]
human2_MA185...

chr2
pilbert_probes_h..

gilbert_reions_

T
179,405 300

Sequence is too dense for display.
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GenelD | Gene Deta\\sl Selected Probe Infol Cph Island | Available Data Tracks

[~ Annotation Cross
Known Gene 1D
Gene Symbol
RefSeqID
mANA 1D
SwissPROT ID

Annotation:  TTH [FeiSeq)

MCBI Protein Acsssion:

. vch )—
Desciiption:
Reference { %
TTN IE K . . b
MH_133437 BefSeq Summary:. Campleteness: FullLength j .
- This gene encodes a large abundant pratein of stiated muscle. The product of this gene is divided into two regions, & N-erminal |-band and a Cerminal A-band. The I J/ T

I-band. which is the elastic part of the molecule, contains hwo regions of tandem immunoglobulin domains on either side of a PEVEK region that is rich in proline,
glutamate, valine and lysine. The A-hand, which is thought to act s a proteinuler, contains a misture of immunoglabulin and fibronectin repeats, and possesses
kinase activity. & M-terminal Z-disc region and a C-terminal M-ine region bind to the Z-ine and M-line of the sarcomere respectively s that a single titin molecule spans

half the length of a sarcomere. Titin also contains binding sites far muscle sssociated proteins so it serves as an adhesion template for the assembly of cantractile
machinery in muscle cells. [t has also been identified as a stuctural protein for chromosomes. Considerable variabilty exists in the |-band, the M-line and the Z-disc
regions of titin, Yariability in the |-band region contributes to the differences in elasticity of different titin isofiorms and, therefore, to the differences in elasticity of different
muscle types. OF the mary titn variants identified, five for which complete transcript information is available are described. Mutations in this gene are associated with
familial hppertrophic cardiomyopathy 9 and autoantibodies ta titin are produced in patients with the autoimmune digease scleroderma. [provided by RefSeq).
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Nature Reviews Genetics

Supplementary Table 1 | Diseases identified to date via exome sequencing

Disorder PMID** Mode of inheritance N* Strategy Gene(s)
Comparison of unrelated cases

ﬂ*ﬁ -C ﬁ . scb 1— % % — l.z 71- Kabuki 20711175  AD 10 10 cases/ 10 kindreds MLLZ
Exomeﬁq: . 453 lg K m : Schinzel-Giedion 20436468 AD 4 cases / 4 kindreds SETBP1

4
29 0) K ﬁk é B %E ' _ 3-:- t &) -t L %) g 71378085  AD S e A NOTCH2
¥ = - Eoriey 20518025 AR 5 Gmereid A FLVCR2
Sensenbrenner 20817137 AR 2 7 cases / ? kindreds WDR35

li & /\J E@ﬁ’i*ﬁ?ﬁ§ 1 ~ 4 §%~ 1 :‘;::r:arisonofrelatednaseslgmm AR 4 cases / 3 kindreds DHODH

4
X I = /= \ hyperphosphatasia-MR 20802478 AR 3 3 cases / 1 kindred PIGY
4 JIE 15] C\ 1T:| ) *L c L é hypolipidemia 20942659 AR 2 2 cases / 1 kindred ANGPTL3

retinitis pigmentosa 21295283 AR 3 3 cases / 1 kindred DHDDS

e J— A % 71 — s novel skeletal dysplasia 21455487 AR 4 2 cases + parents / 1 kindred POP1

JE{K |$J§€ . 0) ﬁq: *ﬁ' " H_jjz j ] % % 1’5 spinocerebellar ataxia 21106500  AD 4 linkage +4 cases/ 1 kindred  TGM®
familial ALS 21145000 AD 2 linkage + 2 cases / 1 kindred VCP
dilated cardiomyopathy 21353195 AD linkage + 4 cases / 1 kindred BAG3
hidradenitis suppurativa 21430701 AD 3 linkage + 2 cases® / 1 kindred NCSTN
spinocerebellar ataxia 21106500 AD 4 linkage + 4 cases / 1 kindred TGM6
primary failure tooth 21404329 AD 4 linkage + 4 cases’ / 1 kindred PTHIR
eruption
TARF! 20451169 XLR 2 linkage + 2 cases / 2 kindreds RBM10
X-linked 21415082 XLR 2 linkage + 1 case® / 1 kindred MCTs
leukoencephalopathy
Homozygosity mapping
DFNEB2 (hearing loss) 20602914 AR 1 1 case / 1 kindred GP5M2
CNS malformations 20729831 AR 2 2 cases / 1 kindred WDR62
Seckel 21131973 AR 1 1 case /1 kindred CEP152
NPHP-related ciliopathy® 20835237 AR 1 1 case /1 kindred SDCCAGS
autoimmune LPS 21109225 AR 1 1 case /1 kindred FADD
3MC 21035106 AR 1 1 case / 1 kindred MAS5P1
complex | deficiency 21057504 AR 1 1 case /1 kindred ACADg
nen-syndromic MR 21212097 AR 2 2 obligate carrier parents TECR
Ochoa 21450525 AR 1 1 case / 1 kindred HPSEZ2
Identification of de novo mutations
sporadic MR 21076407 complex 30 10 parent—child trios multiple
autism complex G0 20 parent—child trios multiple

Bamshad MJ, et al., Exome sequencing as a tool for Mendelian disease gene discovery. Nat Rev Genet. 2011 Sep 27;12(11):745-55.
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20134%2H SENDA (BEMELEMZEEMED 1 D) WDR45 Nature Genetics
2013428 U aR— )VIERRE & SRR CEP290, TMEM®67, INPP5E Journal of Human Genetics
20124 8A KHIRE xR KCNQ2 Annals of Neurology
2012438 Q74— RGEER SM';RRCI;SJA SANIRAI\I;CI'BMSI\SA%QEXE1 : Nature Genetics

201242 H HERD L OHE RNF213 Neurology

20114108 HCAHC(V 2 XKINB BT EIE) POLR3A, POLR3B American Journal of Human Genetics
201148H ARCA(EZBALHEEGME/MNEEE) SYT14 American Journal of Human Genetics

X REMIASEAR—LAR—S &Y iRl
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WEBIGO—r VR 4GbLL E 8GbLL E
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FC-140-1000 Nextera Rapid Capture Exome 8K, 17L w4 X)
FC-140-1083 Nextera Rapid Capture Exome (8K&. 37L w9 X)
FC-140-1086 Nextera Rapid Capture Exome (8&Ri&, 6 7L w4 X)
FC-140-1089 Nextera Rapid Capture Exome 8K, 97L w9 X)
FC-140-1001 Nextera Rapid Capture Exome (2K, 127 L v X)
FC-140-1002 Nextera Rapid Capture Exome (4RI, 127L v X)
FC-140-1003 Nextera Rapid Capture Exome (8F&. 127 L v X)
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lllumina Sequencing System Read No. of 7o Bases
9 9>y Length Exomes/Run at > 20x
MiSeq System 2 x 150 bp 1 91%
NextSeq 500 System
, 2 x 150 bp 3 94%
Mid Output Flow Cell (130 M)
, 2 x75bp 6 90%
High Output Flow Cell (400 M)
2 x 160 bp 9 94%
HiSeq 2500 System
, 2 x 100 bp 24 90%
Rapid-Run Mode
High-Output Mode 2 x 180 bp 96 85%

Hi B8 NextSeq™ 500 System Exome Sequencing Solution

NextSeq 500 Mid out putZ7 A—+tzJL THRE3IY > TIL
NextSeq 500 High out putZ7 O—+ )L TH#EIY > T)L

ZAVT VI REFMITT—EICSRI ZENTEEFT,
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LxN

C 2x150bp 100-120 Gb
G sHhTa—+L
~400M > )L — K 2x75bp 50-60 Gb
~800M R7 TV FIy—F

C=xh/I\Ly>
G=4—%5vw k4 A X(base)

1x75bp  25-30 Gb

L=1—FEbp) =¥4 L% fHATA—+  2x150bp  32-39Gb
N=1— K% ~130M ¥ > 7)) —k
~260M X7 T2 kF)—F 2x75bp  16-19 Gb

f5l) Exome (2—%v k344X 37Mb) 3H U TILEZHEETESAL.
NextSeg500DHH A 70—+ )L T, 2x150bpD S > #{T-o1=8BE&

S 12U TILHE=Y D) — K%, 260M!) — K/ 3 sample =86.7 M!) — K
C=150bpx86.7M/37Mb=EXZ x351DHh/\L vy

Coverage Calculation Tech Note
http://support.illumina.com/content/dam/illumina-

marketing/documents/products/technotes/technote coverage calculation.pdf
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Figure 3: Effect of Read Length on Mean Coverage

800
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300
200
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Mean Coverage (X-Fold)

=
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Aligned Reads (Millions)

Ml 2x76bp
MW z-101bp
M zx1is0bp

Mean coverage was calcuiated for all downsampled data sets (50 M—480 M) at each read length. Mean coverages were calculated as the average of the frio.

Hi#8: Read Length and Nextera® Rapid Capture Exome Data

Coveragex LI 5 &, 3=y MIT7 340 ENB)—FEMNEZ S

— NextSeq 500 Mid out putZ O—+ )L THEIH U TIL
— NextSeq 500 High out putZ B —+t /)L TH#EIH > TIL
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Figure 4: Coverage Uniformity and Mean Coverage for Down Sampled Runs

2x75bp 2 x 100 bp 2 x 150 bp
120%
:'::__ y [ Y z . — - = & = A : 450 M
E . & 400 M
5 80% . A
:E & 300 b
:l B _& o
% B ® 200 M
] 150 M
& A0%
S" 100 M
20% - TEM
B0 M
' 20 40 Blx 0 20 a0« B0 0 20 40 B0

Mean Coverage (x-Fold)

Coverage comparison of data from the three read lengths and the down sampled runs have been plotted. The X axis is the mean coverage for bases within the
target region and the Y axis is coverage uniformity. Uniformity, at a defined depth, is calculated as [# of Target Bases Sequenced/(# of Total Target Basas = 100)].
The average coverage uniformity of the CEPH frio is shown here.,

H #1: Read Length and Nextera® Rapid Capture Exome Data

)— FEAEWIFEE. Coverage UniformitylZIE 5D E ALY
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Ne)gtéra Rapid NextSeq
Capture Exome (2x 150bp)

SAV Enrich-
ment

2015/04/24 15:00-15:30

NGSHILtht 5!

Nextera Rapid Capture T2/ — A+ ERWET R L —F R ? .

I xyHR- BRIICE5 PN
AL HRSH FOShL PIUT e FAIT A <
F-H¥wiE

+ 554

http://www.illuminakk.co.jp/events/webinar japan/support webinar.ilmn
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- BEEEFOHRBELE
- IOV COEBHE
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- PLILCEDOFHELE IR L D Ny

- BEWTA TSI LU TORBLER
- P/ =3V ROTEVNVEY THRIBLER
- BEEMINS DORERBH
— NncRNADQFIJETO 7 7 1 ') T
FS RS T h— LR
— mMRNASEEDOFEAHETE
- FHRATSARANRYFTU LOHER
- BEBEBEFORR
— B LFRMIGEYIZHLT de novo P> July 2008 - Vol 5No 7

TILEFELVT. mMRNAE S OIERE MRS Mature Methods 5 (2008)
The beginning of the end for microarrays?

— #7118 ncRNADH R
2014/04/18
NGSHI b D | aralin.
RNA-Seq A PI{F I DBEGH. ERTH 1) L-'E"t'r-
fIzFBRET T PIUT—a A TUTF 42 =
KIS -
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Expressed Pseudogenes
in the Transcriptional Landscape
of Human Cancers

Shanker Kalyana-Sundaram,!-26.7 Chandan Kumar-Sinha,!*%7 Sunita Shankar,'2 Dan R. Robinson,"2 Yi-Mi Wu,:2
Xuhong Cao,? Irfan A. Asangani,'? Vishal Kothari,* John R. Prensner,' Robert J. Lonigro,'-2 Matthew K. lyer,?
Terrence Barrette,2 Achiraman Shanmugam,® Saravana M. Dhanasekaran,!-2 Nallasivam Palanisamy,!:2

and Arul M. Chinnaiyan?2:34.5*

20

13T DEERRIZ 293 > T IV EHT

NETHEE: SVEINOEUEDE=-OICEEGCFEETFOREREZTDITT
fRTd 5 EIXHE

AimX : RNASeqlz&k V., BEEGEFZRXR|I L THIFZEZT

— EEEBEMICEELTWSRAEGCTFORELEHE

— BEGTFORBIIGEEEYLEARICEELEZEXEZ . MEBOENPED
HETICEELGRIANZRI-L TS EER

Kalyana-Sundaram S, et al,. Expressed pseudogenes in the transcriptional landscape of human cancers.
Cell. 2012 Jun 22;149(7):1622-34.
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RNA-Seq
S o NextS
fEAT B B BE)— PR eyt
EBEFREIOI7M4IL 10M . — .
(HBT LA & AEDRH) (175 bp) 0%~ TIIT
ATSAANYT U RED Y _
EREEYMRIR IO I 7ML (2X75 bp) 169> TILIZ Y
(mRNA-Seq)
nCRNAéﬁﬁ 50M _

BREEYMHRBEIOI AL (2x75bp) 8 TIIS Y

(Total RNA-Seq)
2014/10/17
Base Space T SMHNG S5 — 2B ? ey
AEFHRET SAAAVI47T IR Y R—F Y ATUF (R = 2 -
BE)IRE P : !
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« Sequencing Coverage Calculator

http://support.illumina.com/downloads/sequencing coverage calculator.html

) LA X, WEBLBANLYS, SUDEHREID,

EYICRESY U TILENHES NS,

170—FILH

Sequencing Coverage Calculator

Genome or region size (in million bases): 390
Coverage: a0

Total number of cycles (e.g. 200 for 2x100): | 300

|Mb

‘ x

|cycles

Sequencing Coverage Calculator

Thank you for using the llumina coverage calculator. The results below can also be downloaded in a comma-separated values (CSV) report.

NextSeq 500

NextSeq 500

Run type High Output kit Mid Output kit
Instruments (you can select multiple instruments)
E MiSeq Reads 400ﬂ000 Uﬂl? 130ﬂ000 Uﬂl?
NexiSeq 500 per flow ce per flow ce
Hl HiSeq 3000/4000 Genome or region size (bases) 390,000,000 390,000,000
[0 HiSeq 1500/2500 Rapid Run
[ HiSeq 1500/2500 High Output Coverage 30x 30x
[ HiSeq 1000/2000
Total number of cycles (e.g. 300 300
]
Genome Analyzer llx 200 for 2x100)
[ HiscanSQ
Maximum number of cycles 2x150 2x150
Total output required (bases) 11,700,000,000 11,700,000,000
Output per unit 120,000,000.000 39,000,000,000
per flow cell per flow cell
Llumber of yoit 010 flow cells 030 flow cells
MNumber of samples 10.26/flow cell 3.33Mow cell
®
23 llumina
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NextSeq 500
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Library Preparation (54 75 ') —DiAE - #4{§)

RAREHTA TS —%ENaOHTEMN. HTITHIRU.

E‘ﬁ@ﬁj?’\’? ZECIRDBELDICTD

SEf— N S ORESE

Flow Cell D4 DS TS —([EREE(31.8 pM
SHEH— U SAD — gPCRTOEEZHESD
SA4T5U—DOnFE

- (AT7=3>) PhiXd> hO—)L%Z 2 pMICHIRLU T,
NS FBIREHSATSU—(C1% FELLT) A1
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REIINE D TRABERREFZTES—
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151 ][ 151 ] [ 0

J

B5 C52683 /
Load > Run Setup > Check > Sequence
Enter the run parameters. When complete, select Next.
Run Name [Run 123488 J
Library ID [ A1234 l
Recipe | |HiSegFastQ
Read Type o Single Read g Paired End
Read 1 Read 2 Index 1 Index 2
Read Length [ .

]

Custom Primers

Primer 1 B Primer 2

U Primer 3 ﬂ

| ‘
Back Exit

N

ext

%
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SAISU—DEMEER

aEh— U Y SD%lR

Flow CellD#E{

AFEH— MUY SAD
SA4I5U—-DnE

NCS1T>AH—J1—R
hsS>nty N 7PvD

JLS2FT v ITHEENEITNEL "Start” Z20Uwv T LTT>
A

]
B NS500309 | cslabs@illumina.com :/
e L ]
LogIn > Load > Run Setup > Check > Sequence

The instrument is performing a self-check. When it is finished, select Start to begin sequencing.

+«" System Checks 6
+ Doors Closed + Instrument Disk Space
+ Consumables Loaded + Network Connection
+ Required Software + Network Disk Space

+«" Temperature 6

(© Imaging System e

&/ Reagent Delivery e

& | X | | -

Back Exit Start

~
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N cl2fastq 2.0
\ﬂ A—AILRXL—D

—-’] bcl2fastq 2.0
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