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L NOTIFICATIONS s

. BaseSpace Updates: NextSeq 500 and More 6 hours ago TIP OF THE DAY

It’s barely midway through the first month of 2014, and...
Y Y g ! Did you know that you can build

native apps on this environment

. Tiffany Malek invited you to the Project m Lasso test Jan 10, 2014 X Learn more =
Accepted
Wishing you Happy Holidays with a Festive Dec 21,3013
. Competition!
As we near the end of the year, we'd like to share a fun c...
RUNS ly PROJECTS ANALYSES
it BB
ol i @ Tettooine f . » ewawnoteceno..
PhixRun2 —
{ | BaseSpace Demo_Project @ T.. = BWA Enrichment..
o " i :
B [
PhiX_Runl i Bl OurRun & M.. = Illumina's Uploader
; P : MR
w Bl et @ ‘. » luminas Uploader

RMA test run
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» HiSeqg 2000: TruSeqg Stranded Total RNA [(MADQC)
=== T G R e

Microbial
Research

Complex
Disease

» MextSeqg 500: RMA-Seq [(Eplex)

MextSeg 500 data generated for reference human brain AMNA and universal human reference RMA {(UHRR). Libraries were
prepared using TruSeq stranded mANA or TruSeq Total RMA with Ribo-Zero Gold reagent kits.

Run MextSeq S0 RMA-Seqg (Bplex) (4541 GB)

Resequencing

Project MextSeq S00: RMNA-Seg (Bplex)

Targeted

Gene Fusion
Cetection

Metagenomics

o
RMA-Seq
A |

Variant
Analysis

5l Z £ NextSeq@DRNATET—4,
BHICEE. SfmIceEL L =EITET !

Oifferential

S
Expression | Quaiiny
i
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1) A—ILT7 FLRIZkBEH 2) —EDYLHT RLRIZKDHES
SHARING SETTINGS

Sharing by link for = 2X151 Rhodobacter Resequencing
i 2X151 Rhodobacter Resequencing
Copy the below URL and send it to anyone you want to share with.

R hitps://basespace.illumina.com/s/IhVAT2FgVhPL
e - Eictivate
COLLABORATORS (1) ¢ Get Llnk 7 U “Ja
== =L = > He
S = s —EDVIUVEERE (FIL—DOEFE=DURL)
esmith@illummina.com Read Only e

2—IL7RKLRAZAA
HARBLAyE—2 45 A]EE
Invite 2 1) w9

AV
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FASTQ w 7 \\J 70 D — I: Analyses Manifests
s T
vef.gz

Select your import type

BaseSpace = i . ? mwecnamy e illuming

1= o MyaAnalysisProject

2, Wt & & y
K AIZF)—FDHHELTEY, RUTDESBAILZIFELTHD

SampleName_SampleNumber_Lane Read_FlowCellIndex.fastq.gz

* SnTWLS
K IFVTARAT7DHMNEEHE-BLTWSD
* AUTDESIBGAIIFEEZB/ LTS

@Instrument:RunID:FlowCelllD:Lane:Tile:X:Y ReadNum:FilterFlag:0:SampleNumber

R7—FIURY)—FDGZEIHIT;
F* RIER2TAYAMRFT ELTHIo=)—F (ReadNumh 1&2) M H5
% R1,R2& 4 I12PF (Pass Filter) L= ') — & (FilterFlagh'N) &

YA Uik— FA[REE B KRS A4 K& £ T
*
* TERA VR— b (*Completel=# > TH > ROMEEBIAT & LV)

http://support.illumina.com/content/dam/illumina-support/documents/documentation/software_documentation/basespace/basespace-user-guide-15044182-e.pdf p.54
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FASTQ®O7v7Aa—Fk

TJ74ILE KRSy

BaseSpace’

upload I Impert

Import type:

Sample

HumanlLiver

Homo Sapiens - UCSC (hg19)

Read 1:

Read 2:

Paired End:

Reads Passing Fitter {1
Total Reads

Total File Size

Illumina FASTQ file standard

10

HumanLiver_Sd_LB62_R2_601.Fas

HumanLiver_S4_L0@3_R1_eol.fas

HumanLiver_S4_LB83_R2_601.fas

HumanLiver_S4.LB64_R1_@01

HumanLiver_S4_LBG4_R2_601.fas

HumanLiver_S4_L881_R1_801.fas

HumanLiver_S4_L881_R2_861.fas

HumanLiver_S4_L8@2_R1_661.fas

tq.gz

ta.gz

tq.gz

fastq.gz

ta.gz

tq.gz

tq.gz

tg.gz

Drag and drop
select files

File type
fastq.gz

awa ¥

GBI 77 LA EMDIITTHELELATRE
(T7#4JLF : none)

illumina’

0%

0%

0%

0%

0%

0%

0%

| snh joejuod

7y J7O— RKdEE
7y J7A—FRTIE

Sample

Ham Saplens - UCSE (hg19)

14> 727 7 1)L (PE=RL,R2)D I

Lanel-4FE TAH'
— RE—Y2TILT

PE=8774Jl

D7 v 7O— K4

http://support.illumina.com/content/dam/illumina-support/documents/documentation/software _documentation/basespace/basespace-user-quide-15044182-e.pdf p.54
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FASTQ®O7v7Aa—Fk

BaseSpace”
€ Projects . FASTQ_ upload
s | & | ® | 4| &) F| P
Abiout Samples
Analyees Sample Id Date Created ¥ Read Length Origin
1 46 minutes ago 2x151
Samplel Aug 19 2014 2x251

7 v 7 a— KhComplete L= 5. Samplesh 5 FASTQ % FE:R

http://support.illumina.com/content/dam/illumina-support/documents/documentation/software _documentation/basespace/basespace-user-quide-15044182-e.pdf p.54
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VCF (Variant Call Format)® — T
7 “J 70 D - P r E]

illurmina

BaseSpace

: 7y 7O—KRETRIE
ad > BaseSpace VariantStudio 7 7)) L ET

Preg & i pers 7/ F— 3 VGER) 117,
REDORYAHPRZR EITAAIEE !

+# Name of analysis:

Associate with input sample(s):

VariantStudio App

)

>

*YZ_IJTAMDT7yTO— K FEE
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BaseSpace 7 7V)
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a /7N, Molecular
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= Profiler OncoMD
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RNA-Seq

T —L

245/ I
Y= YR

£/ L
BS-EE

BaseSpace
77

TopHat 7 5 A #
>k

Cufflinks 72> 7
L & B FRIRME
Hr

RNAEXxpress
BWA &
Isaac jE#E
BWA £4/ L

Isaac &4 / L v2

E{E BaseSpace 7 7Y #MEHY ) —X v k

)

AES

ERIZEDTopHat2ZEFE 21=RNA-Seq7 SA A hENDIVTA VY
BABEFOI—ILEF T aF)

ISAAC Variant Caller&{# > 7=cSNPaI—)L

#E 2R (X Cufflinks Assembly & DE App T & & [ZfZFT AT RE

R T RN
BRMWESEYOT7 o TV EHBRESEY TR

DRBELFHRREITO T 74 ILESTART 54 * > k EDESeq TEHR
BIEFLANILDEGEFREBRICHE

BWA 7 54 * > k & GATK Variant Calling % Nextera Exomed & U
TruSight;2#E, SR JLIZ i FH
SNP# & U/ & Lhindel = #&

ISAACT 54 * > k & ISAACVariant Calling ZNextera Exome$ & U
TruSight j=#&/ S )LIZ s A
SNP# & U/ & Lhindel FH&H

BWA 7 54 * > k& GATK Variant Calling
SNP, Indel, CNV, SVi&H
ZEDWGCSFY koD T—4

ISAACT 54 * > k & ISAAC Variant Calling
SNP, Indel, CNV, SV #&
SEDWGCSF Y bALDT—4

&5/ LES/EET—4%t v b (80x/40x) DfEHT
SNP, Indel, CNV, SV#&H
ZXEDWGSF Y kLD T—4



Z D% BaseSpace IZEEMENF=AILZFT T
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VariantStudio App
ILLUMINA INC

VariantStudio
ERIRFAZEE (1
ARDEERE
wa&r/ T—
varvy—IL
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165 Metagenomics
ILLUMINA, INC

16SA 245/ L
&L < Ehh
TWB AR5
J LT EY
R— bk

Tru5eqg Amplicon vi.1
TLLUMINA, THC

TruSeq
Amplicon
S WA S
WIZH XD
vi1yyJ—X

TruSeq Synthetic Long ReadF
(mﬁ#%#af@%%ﬁ%)

(

— —
~ 3¥
TruSeq Long-Read Assembly
TLEUMINA, INC

TruSeq
Long Read
Assembly

BRAVT ) —
ka7t
JILEEE

TruSeqg Phasing Analysis
ILLUMINA, INC

TruSeq
Long Read
Phasing
ERAVTY)—
FIckdErE
)LD —2
v EER

llumina’



%1 BaseSpace IZEBMENF=4ILZFT TV
&5 771 (201459 R H#)

@ d -
i _Fa_'ﬂgc Yelvet de novo Assembly 3
ARG BASESPACE LABS

FASTQC Velvet de novo Assembly
NGSEZHT & NITIVTHUTILx
AZD!)—F Nextera A A4 bRT7S4 TS 1) —

QC *v FZEARIT
Y—JL T/RT7EVT) Y=L

Labs7 T (& T —H DDNTLBT T )i,
20484933 TR MRICEBRRGTCESFICTREZHET ST DT T T,
BPREE - TEL - TRRHMEIL, basespacelabs@illumina.com EFTHHFET LY,

Labs7 #7074 : http://blog.basespace.illumina.com/2014/09/09/
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onD HLAR

SciGenom OncoMD Genomatix GePS Omixon HLA Typing Open-Source PicardSpace
Cancer Mutation Analysis RNA-Seq Pathway Analysis HLA Typing Alignment QC

- iPathwayGuide Data
Fﬂlgiﬁ Geni-::?al E v:; oo AUVAITR BID Elsevier Genomics Data
|74 Broad IGV GEMETALE GMBH, Publishing

Genome Visualization

PathSED Virome
PATHGERN DX PTE
iTD

ABL S A Advanced Genome Visualization k

DeepChek®-HIY Strand Elastic Genome Browser
Biomatters Molecular Profiler

P Polyomic Analysis
DNAStar SegMan Ngen |r" Il.- !
Assembly QI P
SPAdes Genome elanoma Profiler
Assembler 3.0 BIOMATTERS LTD

ALGORITHMIC
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De Novo

EInFRE & Hl{H

MEY

2014/8

DNAStar
Spades Assembler

DeNovo
Mate Pair Assembly

BWA Enrichment
ISAAC Enrichment
TruSeq Amplicon

VariantStudio

BWA WGS
ISAAC WGS
Tumor Normal

16S Metagenomics

TopHat
Cufflinks
RNA Express
Genomatix Pathway

llumina




BaseSpace7 7'!) T RNA-Seq

DNAStar
Spades Assembler
DeNovo
Mate Pair Assembly

BWA Enrichment
— — ISAAC Enrichment
TruSeq Amplicon

— | BWAWGS
S—Hby2 - — ISAAC WGS
Tumor Normal
—  VariantStudio
— — —— 16S Metagenomics
ERBED
TopHat &
Cufflinks E 7= Cuinks
_ :'-:I B FFIE & HlE RNA RNA Express
STAR ali gner Z %:E Genomatix Pathway
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TopHat 754 A2V cF7 T1)

B | TOPHAT ALIGNMENT BETA

i
AT Illumina
App Session Mame: TopHat Alignment Beta 01/15/2014 11:41:09
st %
Samples: Select Sample
vilie 1) >
Reference Genome: Homoa sapiens/hgl? (RefSeq) E
L1}
Options
Call Fusions: oo
| e S| [ Ceantnmy
Trim TruSeq Adapters: = e
e || e | .
EThand
ERIZEDTopHaRRZF =) TJ7 LV AANDT A4 A2 b J—4 70—

Cufflincs2I2& %) 77 LU XA EDEERF LEFTEYDFPKM
MEEETEFOI—IL (AT 3+ )L, TopHat-Fusion {£/A) -
AIEFTDEED—F (|SAAC) ZzfE->7=SNVa—JL It(is:l;i[pﬁi;(;ir:(jzau/manual.shtml
WEFEATES) 7L R

« Homo sapiens UCSC hgl9 (RefSeq & Gencode gene annotations)

e Mus musculus UCSC mm10 (RefSeq gene annotations)

e Rattus norvegicus UCSC rn5 (RefSeq gene annotations)
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TopHat Fusion [Ck A& Bz FIEHD LHR— k

6. chrll-chrll rr
'B3GAT3 |chrl1 [62387968 | GANAB |chrl1 62394824 E] 149 E’537.38 ‘

7. che9=chr22 rr _
/ABLI [#hr9 133729420

BCR [¢hr22 23632599 |12 [4 |17 [532.63 ‘

RNA-Seq IZ & SR EEFDEH

Homozygous reference 18,612,849
Heterozygous 58,535
Homozygous variant 1,519

SNV 58,672
Indel 1,397
To/Ty 3.00

RNA-Seq!) — KD HIZ cSNP 4 InDel Z##H
27 llumina
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Cufflinks Assembly & DE 7 7' 1)

App Sestion Hame Cofflinks Aszzmbly & D5 Sezod | O
Glods >
See Results To: Seiect 3 Froject [N

TopHat Alignments Selection Criteria

EITHRE Y

Reference Gemomes Homa sapisnshgls RefSe) i TopHat App

Reoaults

w

Srmnped =R I assembly requested *

0 Pt ions Movet Transcnpt .
_ ® {Cuftmerge. Cuffcompare) H controd and
Ml Trarenpt Accembly O . compartison samples .

Control Group - > '\ D—)L'ﬂ‘)j)bf¥@5§*ﬁ !

Lt L Abundance
b 2 Estimates S:mﬂ'
e [ —
BF
o Novel Transcripis
= (mergad GTF)
Adijurst trancrTipt sy for O
S (2D
selertion: R )

Comparison Group

- {2 T VB DER

s
=
o
Adijust trancrript accemisty for oe
:lqt_:nmw
seleriion:

—

A

%

E ::fm_u_ms.qamm_v& DE BETA @ é AJ ! Cufflinks Assembly/

Diff. Exp

* If assembly not requested

Differential Exprossion
(Cuftmarge. Cuftdim

| |
v

Differential
Expression
(DIFF)

Comparson

Transcripls

{merged GTF)

Cufflinks AR~ =2 7JL : http://cufflinks.cbcb.umd.edu/manual.html
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DNAStar
Spades Assembler
MSR DeNovo
Mate Pair Assembly
|

De Novo

BWA Enrichment
ISAAC Enrichment
TruSeq Amplicon

I — LGB
(i=fa)

V=R

BWA WGS
ISAAC WGS
Tumor Normal

] VariantStudio

16S Metagenomics

TopHat
BET RS & e
Genomatix Pathway
|
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Enrichment  Enrichment

s oan =
¢ BaseSpace i
7 BWA Enrichment
1llumina, Inc. s
Ve G
GATK)
Analysis Name: BWA Enrichment 08/28/2014 3:01:49 L é AJ !
Save Results To: Select Projectfs): '@ L \ B = /= - N p—
S . EITRA > =)
Sample(s): Select Samplefs): - sl | s b pamivs
L ~
Reference Genome: Human (UCEC hgl9) v
L]
Targeted Regions: Nextera Rapid Capture Exome vil ¥ - .
5 Targeted Regions:

Base Padding: 150 v Nextera Rapld Capture Exome Vl.l

) % & Nextera Rapid Capture Exome vi.1
Annotation: # RefSeq © Ensembl i =

Nextera Rapid Capture Exome v1.2

» Advanced Nextera Rapid Capture Expanded Exome v1.0
| TruSight Autism v1.0
| TruSight Cancer v1.0
fTruSight Cardiomyopathy v1.0
| TruSight Exome v1.0

| TruSight Inherited Disease v1.0
DN TS5A Tl | Trusight One v1.0
AIWNEFTDITII—LELY
TruSightigZfg > 1) — X
*thts L TLYEF (%hgl19)
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RESULTS FOR SAMPLE CEX_NA12878_o1

PDF Summary Report

SAMPLE INFORMATION !
Total PF Percent Percent Duplicate Fragment Length Fragment Length
Reads Q30 Paired Reads Median Standard Deviation
‘ 65,262,238 82.3% 6.5% 227 bp 80 bp

ENRICHMENT SUMMARY !

Total Length of Targeted Padding
Reference Size
44,296,481 bp 150 bp

Read Level Enrichment i

I;}ltal . ;flrcen; ;TIrgEtd Read Padded Target Padded Read
gne gne gne Enrichment Aligned Reads Enrichment
Reads Reads Reads
62,912,089 96.4% 39,472,997 62.7% 42,236,377 67.1%
Base Level Enrichment 1
Total Aligned Target Aligned Bases Padded Target Padded Base
Bases Bases Enrichment Aligned Bases Enrichment
8,778,180,848 4378,065,923 49.9% 5,837,362,539 66.5%
SMALL VARIANTS SUMMARY !
SNVs Insertions Deletions
Total Passing 31,080 989 1,185
Percent Found in dbSNP 99.0% 88.0% 78.3%

llumina’
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BWA + GATK f#frés

llumina

Enrichment Sequencing Report

Aggregate Summary

Aligned Bases

1B ED
LR— bk
(EHY T
L
DIERBE)

Base Enrichment

16.,000.000,0004
14.000.000.000 W

12,000,000,000
10,000,000,000-
8,000,000,000-
6,000,000,000—
4,000,000,000-]
2,000,000,000-

o
[} 1 2

=—Padded Base Enrichment

3 4 5 6 7 8 g
Samples

Total Aligned Bases WM Padded Targeted Aligned Bases

—0%

JUBLLLUDIUT 3seg pspped

llumina'

HoTILTE
— D

e Date: 011162014 18:47:36 UTC)

Enrichment Sequencing Report

Mean Coverage

# Targeted Bases Covered

Mean Coverage by Targeted Region

10000+

10004

A EEEEETEEET HEEREITEE
Targeted Regions

Depth of Coverage in Targeted Regions

250,00
200,001

150,00

100,000

50,00

] 60 120 180 240 300
Depth of Sequencing Coverage

33

llumina



WMEIL. 7/ T7—32 (BERAITF) O BOAHAIE
ED295H7

Z 5 1= VariantStudio %
FoTHED!

FEFao—I)LEht-

\r,oo

ks |
X VariantStudio 4

BaseSpacehR & U'Windowshk T iRt L TULVET
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Your download should begin automatically. If it doesn't, you
may need to install the VariantStudio application first.

First time downloading?

Install VariantStudio

1.

Click the Install VariantStudio button above.

Windows Vista, 7, and 8

Run the setup.exe file. Your web browser may ask you to
save the file first. After the download has completed, do
click the setup file.

You may be prompted with a security warning. Click Install

Launch VariantStudio ‘
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