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Ready-to-Use Workflows

@ Preparing Raw Data

EIE Whole Genome Sequendng

&£ General workflows (WGS)

E} & Somatic Cancer (WGES)

- Eﬁ Filter Somatic Variants (WGES)

ﬁ Identify Somatic Variants from Tumor Mormal Pair (WGES)
: E’I} Identify Variants (WGES)

ez @- Hereditary Disease (WGES)

Er r;j‘, Whole Exome Seguencing

-3 General Workflows (WES)

= & Somatic Cancer (WES)

----- ﬁ; Filter Somatic Variants (WES)

----- ﬂ Identify Somatic Variants from Tumor Mormal Pair (WES)
----- Identify Variants (WES)

' ﬁ Identify and Annotate Variants (WES)

Eﬂ--@- Hereditary Disease (WES)

EI{_; Targeted Amplicon Sequencding .
- QIAGEN GeneRead Panel Analysis o P P ©%200 -
-7 General Workflows (TAS) 98 9 | 99.999%

(il

- a Somatic Cancer (TAS)

----- ﬁg Filter Somatic Variants (TAS)

----- ﬂ Identify Somatic Variants from Tumor Mormal Pair (TAS)

ﬁ Identify Variants (TAS) |

----- Identify and Annotate Variants (TAS) . L .
it Fop Hereditary Disease (TAS) https://www.giagenbioinformatics.com
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SOLUTIONS ' INSIGHTS PRODUCTS ~ ABOUT
QIAGEN Clinical Insight for Cancer solufion Hereditary disease Empowered Genome
Oncology Community
| T s |
98.3 0.000016
Trust in your results C""‘“’“”
Y 92.5
The accuracy of your NGS solution determines the limits of your discovery. Our
streamiined and integrated analysis-to-insight solution delivers high accuracy down to 1%
allele frequency for variant detection in tumor subclones, liquid biopsies, and other
precious tissue samples.
> Check out our benchmarks
Sensitivity False Positive Rate

= BxWB - Regions with min 200x
BxWB - All regions considered
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Introduction- Rare & Hereditary Diseases

Condition affecting members of a family

Father with Mother with
1 gene variant 1 gene variant B Unaffected
I ! L{( \ I ! M Affected
| | o = —
/ = . .
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; 2
W De novo mutation

Child without Children with one Child with
variant gene variant 2 gene variants
adapted from US Mational Library of Medicine

U.S. National Library of Medicine

de novo 4 compound heterozygous — —
L
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End-to-end workflows for hereditary diseases

Readv-tu- Use Workflows | 97.7 9
;@ Preparing Raw Data 99.99%
=l-inmg Whole Genome Sequencing
ﬁ General Workflows (WGS)
Ej‘t Somatic Cancer (WGES)
ﬁ- Hereditary Disease (WES)
EI':', Whole Exome Sequendng
- General Workflows (WES) _ o _
-4 Somatic Cancer (WES) https://www.giagenbioinformatics.com/
E}E% Hereditary Disease (WES)

Filter Causal Variants (WES-HD])

Identify Causal Inherited Variants in Family of Four (WES)
Identify Causal Inherited Variants in Trio (WES)

o Identify Rare Disease Causing Mutations in Family of Four (WES)

~gfp* Identify Rare Disease Causing Mutations in Trio (WES)
i Identify Variants (WES-HD)

Identify and Annotate Variants (WES-HD)

Identify and Interpret Causal Variants in Family of Four using IVA
Identify and Interpret Causal Variants in Trio using IVA (WES)

—jl'd_;r Targeted Amplicon Sequendng

E QIAGEM GeneRead Panel Analysis

-- General Workflows (TAS)

Ej'l Somatic Cancer (TAS)
@- Hereditary Disease (TAS)

EEI--& Whole Transcriptome Sequencng

e
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sioinFormatics poweren 8Y - INGENUITY ( [I[bio BIOBASE
SOLUTIONS:  INSIGHTS ~ PRODUCTS ~ ABOUT
QIAGEN Clinical Insight for Cancer solution Hereditary disease Empowered Genome
Oncology Community
1 I i |
99.9979

Q9.9978 99.9987

Discover more with

confidence s ‘ ‘ -

Do you want to discover the most promising causal variants without spending a lot of 7.7 ‘ w7 —_ ‘
7.1 7"

time and effort ruling out false positives? Maximize your chance of success with our
streamlined solution for analysis to interpretation, and see how it delivers unsurpassed
accuracy and coverage for the detection of challenging low frequency variants.

» Maximize your chance of success

Sensitivity Specificity Precision
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i Identify Variants (TAS) N - ﬁ
P ] fl J 1. Select sequencing reads select s.equencmg reads
Navigation Area Selected elements (1)
[ 1dentify variants (TAS) . . @
I o S— Low Frequency Variant Detection
I'\_'.eadv—tu— Use Workflows . g 9 Configurable Parameters -
@ Preparing Raw Data 2. InDels and Structural Required significance (%) 1.0
.I'E Whole Genome Sequencng Variants Ignore positions with coverage above 100,000,000
" -
i gde E!(DI‘:‘IE SEE;EI'IEIHQ 3. QC for Target Sequencing N E
General Workflows (WES )
- {" } 4. Low Frequency Variant Tgnare broken pairs D
E'i Somatic Cancer {WES) Dataction
é‘ & H dm D ﬂnJIES} Coverage distribution (values below median + 38Ds)
r ereditary Disease ]
¥ Filter Causal Variants (WES-HD) 4000 ]
-2 1dentify Causal Inherited Variants in Family of Four (WES) E 3
- Identify Causal Inherited Variants in Trio (WES) 5000
o . " . . . 4 b
- gere Identify Rare Disease Causing Mutations in Family of Four (WES) E E
w#p Identify Rare Disease Causing Mutations in Trio {WES) I i 1
Bhb ) . = ] Homo_sapiens_sequen c ATCTTCAG - c
Eb IdEI’ItIfT Wariants {\NES_HD) 5 3000 v QC for Target Sequencing (Tue Nov 18 19:19:09 GMT 2014) —
I Identif'y and Annotate Variants ﬂ“fES-HD} E E E e Version: CLC Cancer Research Workbench 1.5.2 |
K . ) . . L—1 = ] "\""'\T’r:; “'Id: User: thonnert KT
Identify and Interpret Causal Variants in Family of Four using IVA {WES] 2000 Parameters:
B . . . . . 1
g Identify and Interpret Causal Variants in Trio using IVA (WES) ] Track of Target Regions = NGHS-003K Human Myeloid Leukemia
. . 1000 |
E]---r:p Targeted Amplicon Sequencing ] 5 Report type = 1k, 5x, 10x, 20x, 40x, 80x, 100x .
. . ] ; Minimum coverage = 30
-2 Whole Transcriptome Sequendn E ERCALE2 <
_E_:I % R a g 0 336,743 reac Ignore non-specific matches = Yes N
Lol
Ignore broken pairs = Yes ¢
£, Genome Browser Create report = Yes ¢
.F_ Quality Control Erear.e track = Ye:bl ; E
. t Tt = c
@ Preparing Raw Data 1.5 Minimum coverage of i 32 _ IS ConRE £ ° =
R ing Analysis ————— Comments:Edit
Esequencin C
[ q g ¥ . —_— = L2501 o Comment
g Add Information to Variants e S —
5x
; P een =)
'FK Remove "'Ila“a.nts 10x z —J&*ﬁ MGHS-003X_Human_Myeloid_Leukemia (history)
g Add Information to Genes 20 Evariants o s
0 rimer a rimer Dimer Trim (Tue 17,
f_Ei Compare 53I‘ﬂ|3|ES 0% Rows: 3 Table view: Homo | Version: CLC Cancer Research Workbench 1.5.2 =
Identify Candidate Variants P EE— : User: thonnert
Ek 4 ﬁ,- did 100x Chromoso... Region Type —
mp Identity Candidate Genes 13 32929387 SNV
. . i = L i i |
{= Expression Analysis 2 Targeted region ovel 17 41258504 SNV Primer track = NGHS-003X_Human Myelold Leukenia
Reference = Homo_sapiens_sequence hgl9d
ﬁ?ﬁ Helper Tools Reference Tolarler::gped ”f:r';pefgdrfs;i: Specificity TErerom EETe Eran Lo = 7
ﬁ Ingenuity Variant Analysis Allow dangling 3' end base = Yes
% Cloning and Restriction Sites 1 3,003,918 3,093,918 1 Only keep reads that have hit a primer = Yes
i 2 545,347 545,847 1 Additional bases to trim = 1
Sanger Sequendn
@ . g .q g. 3 2360,242 2,360,242 1 Create primer dimer trim usage track = Yes
@ Epigenomics Analysis

Comments: Edit
No Comment
Originates from:
—J&_*ﬁ MGHS-003X_Human_Myeloid_Leukemia (history)

®¢ Homo_sapiens_sequence_hg19 (history)
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