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o NNy H(RSEE TR1E I 3 ZEEDIRE N a8

InDels and Structural Variants :
« Large InDelt A& LDIEEZbZIRHTS

Identify Known Mutations from Mappings:
o YOIINT-AID FBODEET - HIANMIEFNZIZEERETE TS
« BEFT-AIANMIEENRVER(IRETERN

Copy Number Variant Detection (CNVs):

o I>MO-IY>TIEDLEERIC LD, CNVEIERE TS
o PI)T=3a>bICED. T L D5y NMEISEIEES 2 EN DD

14



ZRIR Filgeng

biosciences & nanosciences

[E3 Basic Variant Detection
. General filters
1. Select read mappines

2. Basic Variant Parameters

3. General filters

Reference masking

Ienore pozitions with coverage above | 100000

Restrict calling to target regions ﬁ
Read filters [E2 Basic Variant Detection (23]
Ienore broken pairs X Moize filters
. . 1. Select read mappings
lenore non-specific matches |Reads  « |
Wi ress R a0 2. Basic Wfariant Parameters

Gluality filters

3. General filters [ Base quality filter

Coverage and count filters

Minimum coverage 10 4. Moise filters Heighborhood radius 5
Minimum count 2 Minimum central quality ]
Minimum frequency (%) [35.0 Minimum neighborhood quality |15

Direction and position filters
[7] Read direction filter
Direction frequency (%) |5.0
Relative read direction filter

Significance (%) 10
[7] Read position filter
€ Frevious ] [ = Next Fl Significance (¥) 10

Technology specific filters
[7] Remove pywo-error variants
In homopalymer regions with minimum leneth |3

With frequency below 08

€ Previous ] | > Next | Finizh

v 3Y=IEBATIIVNGA—IT, EREZEDRIEY— FSEE. V- ROIAUT(REZERTEN TIHE
v BT/ RIVEROGE ZRIREOXIRET D, T /L LDy MEBBEZIEET D

15



ZEFERN

Chromosome: ZEDIRH SN REBARES
Region: ZEOMS3>

Type: ZE2NOFEFE(SNV, Insertion, Deletion/&)
Reference: UJ7L > ADIEEFACT

Allele: R ENIEERLS

Filgeng

biosciences & nanosciences

Zygosity: ZEDES 4 (HeterohHomon")
Count: XvJanU—Rn55, ZE%ZHI3)—R0DEL
Coverage: YyJan)—REg

Frequency: ZE20D5EE

Fiows: 19,104 Tahle wiew: HDmS ;apiens

Chromozome  Reeion Tupe Feference Allels
1 agveyv SHY G ]
1 498323 SHY T C
1 00505 SHY G G
1 909309 SHY T G
1 211916 SN c T
1 916662 SHY L] c
1 1007432 SHY G &
1 111098771110988 Inzertion = C

Feference a...

Mo
Mo
Mo
Mo
i
Mo
Mo
M

Length

Zveozity
Heterozveous
Homoz veols
Heterozveous
Heteroz veols
Heterozveous
Heterozveous
Heterozveols

Heterozveous

Count

2h
b3
14

20
Eh
11
22

Coverage

"
i
a7
15
B0
70
1
51

Freguency

0.4z
1no.no
51.85
4667
40.00
44.29
1.1
4314

Probability

1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00

v RRESNEZEEFT-JIVERTRFIN. ExcelRETTrAILE N EIEE

v ZET-IIE EEOFEIMBLEROELE. RESN7IIL, V- RREDERNIEEND
v ZERF-IIETE EF-JNVEBCEIEININAI-ZNFBIENTE., EREOEVERDH T

9BIEHE]HEE

16



BRF4 - 7S/ SIRRERO (T

Filgen

ZR5

Probability

094
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00
1.00

Forward re..

1

Reverse re..

Forward/re..

0.25
048
046
0.31
035
044
048
043
044
0.25
005
0.14
0.20
033
0.20
041
050
050
n0s
004
0.15
0.22
0.22
035
043
017
041
0.12

frerage qu..

2475
19.69
2033
2069
21.07
21.26
29.35
29.36
2033
17.12
2713
28.72
28.56
23.00
3160
2447
2207
21.00
2767
2745
23.08
19.76
19.75
22.06
23.00
2183
21.39
2012

—AINS, EYPFERIEIR B EZ

Exact match

Homo sapie..
Homo zapie..

Homo zapie..
Homo zapie..
Homo zapie...
Homo sapie..
Homo zapie...

Homo sapie...
Homo zapie...

Homo zapie..
Homo zapie..
Homo zapie..
Homo sapie..

Homo zapie...
Homo zapie..

Qverlap

S ——

1T2

Ball. INSOBIRMEERS

CGoding reei..

Homo zapie..

Homo zapie..

Homo zapie..

Homo zapie..
Homo zapie..
Homo =apie...
Homo zapie..
Homo zapie..

Homio zapie..

Homo zapie..
Homo zapie...

Homo zapie..

ENSTO0000...
ENSTOO0000...

ENSTO0000...

Homo zapie..

Homo =apie...

Homo zapie..

Homo zapie..

Homo zapie...

Homo zapie..
Homo =apie...

Homo zapie..
Homo zapie..
Homo =apie...

ENSTO0000...

ENSTO0000...
ENSTOO0000...
ENSTOO0000...
ENSTO0000...
ENSTOO0000...

ENSTO0000...
ENSTO0000...

ENSTO0000...

ENSTO0000...
ENSTO0000...
ENSTOO0000...

ENSTO0000...
ENSTO0000...
ENSTO0000...
ENSTO0000...

J_U Aimino Acid Ghanges:
r_r:} finnotate with Owerlap Information

fERY-IL

fming acid..

ENSFO0000..

ENSPO0000..

Other varia.. Mon—gynon.  chr20 (Gen..

Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
[la]
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo
Mo

MNo SPTLGS

- SPTLGS

= SPTLGS

- SPTLSE

= SPTLSE
feg SFTLGE
No SPTLSE

- SPTLCS

= SPTLGE

- SPTLGS

= SPTLGE

- SPTLSS

= SPTLSE

- SPTLGS

= SFTLSE

- TASP1, GAP..
= TASF1, GAP...
- TASP1

= TASPI

- TASPI

= TASPI

- TASPI

No ESF1

Mo ESF1

= ESF1

Yez ESF1

= NDUFAFE

Gene Cards  EMSEMBL dbEMP
1022621
SPTLGS EMSGO000017 1431433
SPTLCE ENSGOO00017
SPTLCS EMSGO000017 6078893
SPTLCE ENSGOOO0017 919604
SPTLCE ENSGOOO0017 934535
SPTLCE ENSGOOO0017 243887
SPTLCS ENSGOOO0017 243888
SPTLCE ENSGO000017
SPTLCE ENSGOON0017 2236127
SPTLCS EMSGOO000017 243874
SPTLCE ENSGOO00017
SPTLCE EMSGOO00017
SPTLCE ENSGOO00017
SPTLCE ENSGOO00017
SPTLCE ENSGO000017
GAPDHP2 ENSGOO0000S
GAPDHP2 ENSGO000008 6106083
TASP ENSGOO0000S
TASPI ENSGO000008 G035761
TASP ENSGOO0000S
TASP EMSGO000008 2070307
TASP ENSGOO0000g
ESF1 ENSGOO0000S
ESF1 EMNSGO00000% 6110019
ESF1 ENSGOO0000S 4239710
ESF1 ENSGO00000S 3180370
NDUFAFA ENSGO000010

biosciences & nanosciences

ZRT-ICR. BREMCEETZERTEY. BRCLZ7I/BBIRREOEREEN
BTN AR
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BRF4 - 7S/ SIRRERO (T

Filgen

4_\1 Amino &cid Dhanges:

F l
[B Amino Acid Changes S5
. Set parameters
1. Select variant track
s Select GDS track
. bet parameters
p cos tracl<| £ Homo_sapisns_ensembl w74 GDS IE
3. Result handling
Select transcript (mRNA) track
mRNA trac :bﬁ Homo_zapiens_ensembl_w74_mRNA Iﬁ
Select sequence track
Sequence tracklﬁ Homo_sapiens_sequence_he 19 I ﬁ

Filtering and annotation
[ Filter away syhonymous variants
Filter amay GOS regions with no variants

Genetic cods :l Standard

Help ][ Reset ] [ Previous ][ et ] Finish

ﬁ-'? finnotate with Overlap Information

v

[E Annotate with Overlap Information

. Civerlap track
1. Select a wvariant track,

annotation track,
expression track or
statistical comparizon
track

2. Owverlap track

Select an annotation track for overlap comparison
Overlap track E_,, Homo_zapiens_ensemb|_v 74 _Genes Iﬁ‘j‘

3. Result handling

[ Help ][ Rezet ] [ Previous ][ Hext ] Finizh

(SA—HATI>T. 3

B F7 /T2 BT —9ZIBELTEIT

biosciences & nanosciences

Coding region change

YP_001729001 e 4 4del A
YP_001729117 1ic.28del A

YP_001729130 1:c.592delG

YP_ 001729172 1:c.289T> A
YP_O01729176 e 36T>G
YP_001729185.1c B0AXG

Amino acid change

YP_001729091 1p Lys 1 Hs
YP_O01728117 1pTle 10fs

YP_001729130.1p Glu 198

YP_001729172 1:p Leud0Gin

YP_001728185 1;p Lus 2T Are

MHon—synony...

Yeg
Mo
Yeg
Mo
Yeg
Mo

Yeg
Mo
Yeg

chr20 {Gene) Gene Cards ENSEMBL

Esk1 =101 |5 bl E TR Y
E5F1 ESF1 EMSGO000008904 3
ESF1 ESF1 EMSG0000003904 8
ESF1 ESF1 EMSGO000003904 8
ESF1 ESF1 EMSGO0000039043
ESF1 ESF1 EMSG0000003904 8
ESF1 ESF1 EMSGOO0N00E9043
HOUFAFE HOUFAFS EMSGO0000101247
HDUFAFS HDUFAFS EMSGO0000101247
HOUFAFE HOUFAFS EMSGO0000101247
HOUFAFS HOLF&FS EMSGO0000101247
HOUFAFS HOUFAFS EMSGO0000101247
HOUFAFS HOUF&FS EMSGO0000101247
HOUFAFS HOUFAFS EMSGO0000101247

18
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Rt —oJ0—DVER Filgeng

biosciences & nanosciences

Trim adapter list

Sequences
i=p Trim Reads

Trimmed Sequences | Trimmed {broken pairs) | Discarded Sequences | Report

4 Trimmed Sequences Reads | References | Masking track m

% Map Reads to Reference

Reads Track | Read Mapping | Mapping Report | Un-mapped Reads

ﬁ Read Mapping or Reads Track | Guidance-variant track 41 Mapping Report

EE Local Realignment

Resds Track | Read Mapping | Resligned Regions

Read Mapping or Reads Track | Restrict calling to target regions & Resligned Regions

%LUWFMVMMI

Wariant Track | Wariant Table | Wariant Report

\i
ﬁ:ﬂant Track | CDS track | Sequence track | mRMNA track

% Amino Acid Changes

Aming Acid Track | Annotated Wariant Track

/

Input Track | Overlap track

#1 Amino Acid Track

ﬁ::' Annotate with Owverlap Information

Annotation Track | Wariant Track | Expression Track | Statistical Comparison Track

Variant Track | Known variants track

a Annotate from Known Variants

Annctated Variant Track

4! Annctated Variant Track

v OB EMEZITISDIC. FY-IOERDIEEZT0T S ALIZT—II0-%/ERK 3 5 ENTIEE
v BYIIMMERFEIIEAE. YD IIINELD Ty FLIBZITSEHEIEE o



TDMDZEE T HDHKEE
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5 )hT 59 —FR

v BET-INOHTIFER e TSN - M EERBERTHS

NTVBH\. BEDFEERDIZHICALSNDS

v YED)DER

2T =T —ADH TR T=HAR=ZADT )7~

B REEROEYFRIBERZITOLER]EE

n:L.\LJ ;élg/ \(:U -

N2

Filgeng
biosciences & nanosciences 4

JAE=ES

SAVIBHRBEERIRFICRRE

Toolbox

Procezzes | Toolbox | Favorites

<enter tool name>

1l

R Clagzical Sequence Analvsis
% Maolecular Biology Tools
= BLAST
T LT, |
-'5.:?.- Create Track List
- Merge Bnnotation Tracks
ﬁ Track Caonverzion
E Annotate and Filter
3 Graph

Selected elements (7)

Homo_szapiens_sequence_he 149

MeE Samplel (variant)

Homo =apiens (he19) ideograms

Homo_sapiens_enzembl_«74_mBM..
Sample1 (read) - locally realiened

p
e
:3’_'.‘3 Homo_sapiens_enzembl_w 74 Genes
e
¥y, Homo_sapiens_ensembl_y 74 C03.

1.007.400 1.007.420
1 1

Homo sapiens (hg19)

Homo_sapiens_ensem
bl_v74_Genes
Gene annotations (5,363}

Homo_sapiens_ensem
bi_v74_mRNA

mRMA annotations
(15,458)

)

0 AGCGGGCCAGGCGGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGE

Sample1 (read) - locally _AGCGGGCCAGGCGGCCCCGGCGGEGGGGCAGGGTCCCGGGCGGGT
realigned _AGCGGGCCAGGCGGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGC

4,238,307 reads CAGCGGGCCAGGCGGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGCACGGGCGGCTCG
CAGCGGGCCAGGCGGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGC
CAGCGGGCCAGGCGGCCCCGGCGGGGGGCAGGGNNCCGGGCGGGC
GGGCCAGGCGGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGC
GGGCCAGGCGGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGC

a = GGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGC

1.007.440
1

pds a3

Homo_sapiens_sequen - pGCGGGCCAGGCGGCCCCGGCGGGGGGCAGGGTCCCGGGCGGGCGCGGGCGGCTCGGCAGGCTTGCTCAAACCCACGTCCACGCATACGS

CTTGCTCAAACCCACGTCCACGCATACG/

CTCAAACCCACGTCCACGCATACGY
CGGGCGGCTCGGCAGGCTTGCTCAAACCCACGTCCACGCATACGY
GCTTGCTCAAACCCACGTCCACGCATACG/
CGGGCGGCTCGGCAGGCTTGCTCAAACCCACGTCCACGCATACGY
CGGGCGGCTCNGNAGGSTTGCTCAAACCCACGTCCACGCAWACG/
CGGGCGGCTCGGCAGGCTTGCTCAAACCCACGTCCACGCATACGY
CGGGCGGCTCCGCCGGCTTGCTCAAACCCACGTCCACGCATACGY
CGGGCGGCTCGGCAGGCTTGCTCAAACCCACGTCCACGCATACGY

1,007 480
1

m

Hormo_sspiens. ensem (RI(A (L (R.8 (RAR T i
o ey g P A (P 0 (R (& (P (Al P E & P & B0 6 v 0 v & v (F
Acids) { |
Amino acids C ] -
< |: 3
7 JNE] N & - ——7 + G
[EH Sample (vari. X
Rows: 131692 Table view: Genome Filter ?|
Chromosome  Region Feference Allele Reference a.. Length ZyEozity Count Coverage Frequency Probability Far
1 991353 T e 1 Heterozyeous 31250
SHY [ N [ E —nm-—
1 1017170 ShY o} G Mo 1 Homozyeous 9355
1 1017197 SV G T No 1 Homozyeous 33 35 9429 1 UD
1 1017341 SNV G T No 1 Homozyeous 44 1] 100.00 1.00
1 1018144 SN T G No 1 Homozyeous Il 12 9167 1.00
1 1121014 SHY G a No 1 Heterozygous 38 8 64 41 1.00
1 1121014 SNY G G Yes 1 Heterozveous il 54 3558 1.00




mEE{biRd

Fllgen

biosciences & nanosciences

7 Wariant Detection
% Baszic Wariant Detection
T8 Fixed Ploidy ‘l.-‘arlant Deteu:tu:un

v BEZREAY-ITE YA XOREBIEA - RK
ERBAR LOBEREDT —INHENEINS

v SB5 ) LRS- RevE> I U BRDUnalign
endfEIg(CEDV\WTIHEREZITOIS). W —RTEt&RHE

InDelsT—%4

TERVZEN DD

Chromozome  Region

1
1
1
1
1
1
1
1
1
1
1
1

8841007884101
12601581260 168
1886501.1926512
545106 3545214
154390837 15439084
16199095.16199099
16776762, 16776779
19071181715071182
203054667203 05467
23985212723955213
36032231 36032236
AV9ETTAE.ATI6YTES

Type Reference Allele Feference.. Length  Zveosity Evidence Fepeat “ariant ratioc  # Reads  Sequence complexity
Thzertion - GOCCTGETCOCTTTGGECOCT.. Mo 41 Heterozveous  Self mapped 076 10 020
Deletion GAGGGEOGEGGEE = Mo 11 Homozveous  Self mapped 1.00 1 045
Deletion CGGCTCACACCGGAAETG - Mo 18 Homozyeous  Self mapped COGEAMGT .. 1.00 1 051
Deletion TOTEGGAGCTCCTCCOCCT - Ma 19 Homozveouz  Self mapped 1.00 1 044
Theertion - AGETCTTTTTTTTCTTICTCCC., No 27 Homozwveous Faired breakpoint nan 4 004
Deletion AAAASL = Mo 5 Homozveous  Self mapped f 1.00 1 044
Deletion TTGTTTTGTTTT - Mo 12 Homozveous  Self mapped 1.00 1 ooz
Ihsertion - GEAT Mo 4 Heterozygouz  Self mapped 050 2 050
Thzertion - CACGCACACACACH Ma 14 Homozveouz  Self mapped [of:) 1.00 1 0
Theertion - ATTATTATTATTATTATTATT Mo 21 Homozveous  Self mapped 1.00 1 G48E-3
Deletion CACACH - Mo § Homozweous  Self mapped [of2] 1.00 2 029
Deletion GTTGACAGAGAAGATACGAT - Mo 19 Homozyvegous  Self mapped 1.00 1 0.34

Structural VariantsT—%

Chromosome  Region
join{200249072002491,20... Complex

16438857 164390565
17301940.17302139
47652871 47662881
92251569 92251668
94312666 94312688
109656089 109656288

<110037154.110037253

162681695, 162681894

Hame

Replacement
Replacement
Replacement
Thzertion

Replacement
Replacement
Ihzertion

Replacement

Evidence Leneth Reference sequence ‘ariant zequence Repeat  “ariant ratio  # Signatures  Left breakpoints  Right breakpoints
Can't resolve sequence ] 140 22002490 2002501

Paired breakpoint 199 GTGTGTGTGTGTETCTGEGGEAGCT.. CTGGEEGAGCTGACTGAGCCTCCCE . 1.00 2 15438839 16438856

Paired breakpoint 200 GEGAGCCCGEGACAGAACCTGECA.. TAEAGCCCAGGAGTAEAGGAGETC.. 047 217301924 173019349

Paired breakpoint 11 CTTGAGCCTCA ACACH 0.21 2 47652879 47652870
Tandem duplication 17785685 COTCAGCCTCOCAAAGTGCTGAGA.. 0.40 2 92251568 110037253

Paired breakpoint 33 COGCGGCTEGETCGEE0GECGEECGE.. GUCGCOGEGECCEETCOGGEECCGEGE 1.00 2 94312584 94312554

Paired breakpoint 205 AGGCCCACGTECGECECTTGEGA.. GEAGAGAGAGAGAGAGAGAGAGG.. 0.80 2 109656073 109656088
Tandem duplication 17785685 COTCAGCCTCCCAAAGTGOTGAGA.. 0.40 2 92251568 110087253

Paired breakpoint 204 TGETTGCTGCAGCTOTGAGGEGAG.. CTETAGCTCTGGEGGECTGTGETTG. 0.44 2 152681680 162681694
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CNVizH

=} E 1-.-‘arlar'ut Detection

,, Baszic Wariant Detection
T8 Fixed Ploidy Wariant Detection
JE8 L ow Frequency Mariant Detection
b el InDeIs and Structural Wariants

v CNVRRERY-ILT@E. /LA LO3FEFAD
RHEURCNVT IR haEn3

biosciences & nanosciences

fRigCE(C

v BRAREE(C(E. 2> hO-ILH 2 TIDRYES I T —FE. B
EFICHINREDS— 1y BT JF— 23> NSy

WHEERD

Region level DCNVT—%

Chromogome  Fegion Mame Minimum CWY length  p-value  Faold-change (adjusted) Conzequence Mumber of tar.. Tareetz Comments
14 73T9A15.73789534 mRNA|AF 171938 mRNA[AF 171930, 120 6.18E-5 -385 Loss 1 mRNA|AF 171938 mRNA|AF 171939, Small regian
14 101507093.101507212  ref|MIRATEA 1 ref|MR_129565, . 120 9.05E-4 -565 Loss 1 ref|MIRATEA 1 ref|NR_D29868miRNA .. Small regian
14 104201452 104201671 mRNAIAKS0T 149 mRNA|IBCI4TES . 1200 8BODE-7 -3.32 Loss 1 mRMA|GEINT 149 mRNABCO4TESY, . Small regian
Target level DCNVT—4

Chromoso.. Region Mame Tareget nu.. Case cov.. Baszeline .. Leneth FDR-corr.. Fold-chan.. Reeion {joined target.. Regional . Regional . Comments

14 19377544.19378624  reflOR11H12ccds|CCDS32017... 1 7267 7145 1081 050 101 19377544 73783173 1.01 1.00

14 19487356.194874538 - 2 438 416 118 NaM 1.05 19377544.73783173 1.01 100 Low coveraee target
14 19495360.19495479 - B 0.a0 050 120 MNak —-1.00 19377544 73783173 1.01 1.00 Low coverage target
14 19553377.19653976 mRNA[BC172553mRNAIBC 1564 . 4 27210 24294 ili] n22 1.12 19377544 73783173 1.01 1.00

14 19558714.19558838 mRMNA|BC172559,mRNA|BC 1564 . b 1217 4548 120 NaM 142 19377544 73783173 1.01 100 Low coverage target
14 19558958.19559197 mRMA|[BC172559,mRNAIBC 1564.., fi 0.a0 050 240 NaM —1.00 19377544.73783173 1.01 1.00 Low coverage target
14 19561987.19662106 mRMNA[BC172553mRNAIBC 1564 7 (.50 050 120 MNak —-1.00 19377544 73783173 1.01 100 Low coverage target
Gene level DCNVT—%4

Chromozome  Region MName Fegion leneth  ENSEMEL CHNY region CHV region leneth  Consequence  Fold-chanege.. p-walue Mumber.. Comments Tareets

14 complement! T3TEA81.. MUMB 120 ENSGOO0O0133961 73789816.73780934 120 Loss -385 fi.18E-5 1 Small region  mBMA[AFITT.
14 101507 104.101607206 MIRATEAI 1058 EMSGOO000264832 101507093.101607212 120 Loss -3 65 9.05E-4 1 Small region  ref[MIR3TEA ...
14 complement(1042014.. FPPIR13E 120 ENSGOO00008%808 104201462.104201571 120 Loss -332 4h0E-T 1 Small region  mRNA|AK307..
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v BHREOAYY>O-

v EWRRCLO TR T/ LBCYIOERF 7 /T—

[ CLC Genomics Workbench 12.0 - Evaluation 31

Flle Edit View Download Toolbox Workspace Help

E G = e &

RY =)Lz fEV B4 BREMIEDS]

OB, 2

B ) AT —H%4570>0—-R

BF_AHIR-ZEEE

=

Workspace Plugin:

Filgen

biosciences & nanosciences

Vo)
HjBe

T

&, &

Pownload  Workflows

Show New GSave Import Export Graphics Lsunch U

Co——H--=—"

Navigation Area
Y g = \
, B ) [E Manage Reference Data M I
Q- [<enter search term>| 1
ST e wwe— D A A
e- (5 CLG_Data ‘ﬂ" ], Manage Reference Data: 1
#-] Example Data lﬁ H
&£ small RNA An Free space in GLG_References location: 44035 GB 1
e Download Genomes QIAGEN Sets Cusztam Sets Imparted Data p T
7 .Olhe.rs Public Repositaries Refarsnce Data Library Refersncs Data Sets Importzd Referenaos Data Free space in temporary folder location: 6266 GB 1
illumina_data
1 De novo sequg - A A 1
RNA-Seq 70 | | | ™ Animal {mammals) Homo sapiers — hgt 9 B |
1 ChIP-Seq 85
Exome 85 Bos taurus - Hereford ]
= Workil ’ Select to download latest data for Bos tauns — Hereford Download eenome
iorkflows
: Select how to get reference sequence: I |
 Batch analysig Ganis familiaris @ Download genome sequence 1
VA Select ta download latest data for Canis familiaris - I
BED data 71 Use existing esnome sequence track 1
Adapter trimm Equuz caballus 63 i
Blast2GO GO Select to download latest data for Equus cabsllus ]
Toolbox Hamo sapiens - he 12 Download size for selection: 5.28 GB ]
Select to download latest data for Homo sapiens - hel & Name Version Provider Size
Processes | Toolbox I
<enter tool name> Hama zapiens - he 19 Sequence bl Enszambl aeeone I
Classical Sequen Select to download latest data for Homo sapiens — hel 3 Genome Annotations 75 Ensembl 375 ME = I
&) Molecular Biolog: .
BLAST Homo sapiens — he38 Chromeseme bands (deceram) uoss 6 KE: 1
= Select to download latest data for Homo sapiens - he38
Track Tools Chsnp (commen] vatiants 128 et 6207 ME N
& Prepare Sequenci Mus muzculus
55+ Resequencing An Select ta download latest data for Mus musculus 138 uosc 178 GB |
= RNA-Seq Analysi Rattus norvegious Glinical variants in dbSHP NEE 168 B 1
[= Microarray and S N
Epigenomics Anal Select to download latest data for Rattus norvegicus Haphdap “atiants 75 Ensembl 5133 ME l
[l De Novo Sequenc Suz scrofa phase1 Ensembl 153 GE 1
2 Installed Workflow Select to download latest data for Sus scrofa
-4 Utility Tools | I
#-£8 Legacy Tools ¥ Animal (others) ) .
Previous downloads | 4
¥ Plants ] Date Size Versions Folder ]
b Cther Celete i

1 element(s) are selected
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Biomedical Genomics Analysis Filgen@é

biosciences & nanosciences

v Biomedical Genomics AnalysisTSJ1(C(E LT 4 =X RDD-IJ0-hMZETEEHINTHO.
NBI-IJ0-%=EAI BT, BFENTZ —SUCEITIBENTTEE

v PA-BEEEREROT-7J0-1%0. &5/ IEER7S>TIVEEERD, FREMEO NAY> TV ETZ
FITIDEHEE

Ready-to-Use Workflows

— . -I1*% Preparing Raw Data
97|'UT49:I“J9FH'J—97D— " "'[?. Prepare Owverlapping Faw Data

‘o skl Prepare Faw Data

= -1t hale Genome Sequencing
- General Wiorkflows (W55

. S, N _ . —be Somatic Cancer (WES)
é#)l\y aI/Zﬁg*ﬁm IJ ajn . M Filter Somatic Variants (WGS)
o Hentity Somatic Variants from Tumar Normal Pair (WGS)
o Tentify Variants (WGES)

=8 s Mhole Exome Sequencing
-7 General Workflows (WES)
— 7 Somatic CGancer (WES)

éIay_bi_aI>Zﬁg*ﬁm U—ajn— . B Filter Somatic Variants (WES)

s Identify Somatic Variarts fram Tumor Mormal Pair (WES)

B Identify Variants (WES)
i Hentify and Annatate Wariants (WES)

— = Tareeted Amplicon Sequencing
[ General Workflows (TAS)
—f-o4 Somatic Cancer (TAS)

M A LY S — — . B Filter Somatic Variants (TAS)
9 7“} I\Tjj Uj// aIJZﬁg*ﬁm IJ ajn . g% Identify Somatic Variants from Tumor Mormal Pair (TAS)

B dentify Variants (TAS)
it Identify and Annotate Variantz (TAS)
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PEWVEDLEL : 4IRS
TEL 052-624-4388 (9:00~17:00)
FAX 052-624-4389

E—mail: biosupport@filgen jp
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