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After sequencing, What's Next?
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QIAGEN CLC Genomics Workbench

Cross-platform desktop genomics application Resequencing and

Epigenomics Variant Analysis

o User-friendly GUI interface
RNA-seq and

. > Biomedical
Transcriptomics

Genomics

o Works on Windows, Mac and Linux
o Data Localization
o Interactive visualization

De novo

o Workflows Assembly

o For automated processing ,@

o For sharing with colleagues

Haplotype
Analysis

Genomics
Long Read

o Modular design to add plugins Cloning and PCR :
Analysis

Assay Design

o Compatible with most platforms
o lllumina, lon Torrent, Oxford Nanopore, PacBio, BGI/MGI

o Fully documented and supported

> Developed under quality guidelines set forth by ISO 9001:2015
o TUV Rheinland-certified

Sample to Insight
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In CLC Workbenches you can..

Sample to Insight

Ready-to-Use Workflows

)t Preparing Raw Data

# 5= QlAseq Panel Analysts

| lsng Whole Genome Sequencing

+ |@s Whole Exome Sequencing

# | mp Targeted Amplicon Sequencing

# = Whole Transcriptome Sequencing

+ =5 Small RNA Sequencing

Tools

) - Genome Finishing Module

#- [ Microbial Genomics Module CLC

# e Long Read Support (beta) Genomics
|l Classical Sequence Analysis Workbench
+ ol Molecular Biology Tools

-tz BLAST

) a Track Tools

+)-|"& Prepare Sequencing Data

# [ =) Quality Control

# [554 Resequencing Analysis

- [7= RNA-Seq and Small RNA Analysis

# [a Microarray Analysts

+ fzoh Eptgenomics Analysis

# [ g De Novo Sequencing

[yl Installed Workflows

& Utility Tools

# g5 QlAseq Panel Expert Tools Extended
# @ Legacy Tools Modules

QC & Reads Processing

Resequencing (whole genome, exome, targeted)
Transcriptomics (RNA-Seq)

Single Cell RNA-Seq Analysis

De novo assembly

Epigenomics

Long Reads Supports (Oxford Nanopore & Pacbio)
QlAseq Panel Analysis — TMB & MSI & TSOS500
Workflow (Pipeline)

Microarray Analysis

Phylogeny Tools

Blast, Sanger Sequencing, Cloning, Primer Design, ...

Microbiome Analysis (Microbial Genomics Module)

Contigs Assembly (Genome Finishing Module)

o




Organization of Toolbox

Toolbox ~
Processes Toolbox Favorites

<enter tool name> 7

> o Classical Sequence Analysis

» (% Molecular Biology Tools For non—N(__?S data (e.g., multiple-sequence alignment,
~— phylogenetics, cloning, Sanger etc. )

» = BLAST

» [ad Track Toolse > Tracks, Genome viewer

» & Prepare Sequencing Data® . NGS QC, trim and demultiplex

» =) Quality Control e » Mapping QC, combine reports

» s Resequencing Analysis ~

» = RNA-Seq and Small RNA Analysis

g r__ﬁ Microarray Analysis > Application-specific tools

> Lo Epigenomics Analysis

» & De Novo Sequencing y

» I Installed Workflows

» & Utility Tools e = Renaming, sampling and extraction

> l:f@ Legacy Tools e > Tools to-be-retired in the next version

Sample to Insight




Premium
modules

Free
plugins

Microbial Genomics Module

Strain typing, epidemiology and antimicrobial resistance analysis

Metagenomics community profiling, assembly and functional
analysis

Functional annotation tools
Pre-built or user-customized databases

Integrated support for QlAseq 16S/ITS panels

Free plugins

Biomedical Genomics Analysis
Long Read Support
Whole Genome Alignment

Ingenuity Pathway Analysis
Requires subscription
Ingenuity Variant Analysis

Genome Finishing Module

* Automated and manual tools for genome finishing
and polishing

* Integrated support for PacBio + lllumina hybrid
assembly and finishing

Single Cell Analysis Module

* RNA-seq, t-SNE, UMARP, clustering, cell type
annotation (automatic and manual)

Sample to Insight



Publication Roundup: QIAGEN CLC Genomics

Workbench

Recently, there have been many noteworthy papers citing QIAGEN CLC Genomics Workbench, a comprehensive,

easy-to-use toolbox that ensures continuity in your NGS workflow. Here, we round up just a few of them to offer a

sense of the diversity of the research for which QIAGEN CLC Genomics Workbench makes a difference. Below

are some examples of how researchers from all over the world use this solution as a tool for metagenomic

analysis to characterize dengue viruses and pathogens, create de novo assemblies or investigate ocular

diseases.

Genomic characterization of SARS-CoV-2 identified

Beijing’s Xinfadi market in 2020
First author: Yong Zhang

Should we be looking for new mutations in SARS-CoV-2 that
Center for Disease Control and Prevention perform genomic
reemerging outbreak in China. Discover how they use QIAG

source of the virus in this second outbreak in Beijing’s Xinfad

Genetic tracing of HCoV-19 for the re-emerging ou

in a reemerging COVID-19 ocutbreak in

s
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CLC genomic workbench

Analysis of RNA sequencing data using CLC Genomics Workbench
CH Liu, ¥P Di - Molecular Toxicology Protocols, 2020 - Springer

RMNA sequencing (RNA-seq) is a recently developed approach to perform transcriptome
profiling using next-generation sequencing (NGS) technologies Studies have shown that
RMNA-seq provides accurate measurement of transcript levels as well as their isoforms, which ...

¥r YY #WSIE63:m EENE 26 EHRET

Identification and Characterization of LEA Genes in Ash Tree (Fraxinus excelsior)
Genome
AU BAYARSLAN - Kastamonu Universitesi Orman Fakiltesi Dergisi, 2019 - dergipark.org.tr

... from LEAP database and ash protein sequence from Ash Tree Genome database were analyzed
to identify ash LEA proteins in CLC Genomic Workbench 11 ... Genome-wide identification and
comparative expression analysis of LEA genes in watermelon and melon genomes

Yy D9 (EEESTE I 4 BEEF P

[HTML] Genomic features of a highly virulent, ceftiofur-resistant, CTX-M-8-
producing Escherichia coli ST224 causing fatal infection in a domestic cat
MM Silva, FP Sellera, MR Fernandes, Q Moura_ .. - Journal of global ..., 2018 - Elsevier

A genomic library was prepared using a Mextera XT DNA Library Preparation Kit ... were tnmmed
and de novo assembled using CLC Genomics Workbench 10 (CLC Bio, Aarhus ... contigs were
submitted to automatic annotation by the NCBI Prokaryotic Genome Annotation Pipeline ...

r PP ®mIIEs: MAENZE Z=IHF4EEE

https://giagen.pathfactory.com/gwb-trial/publication-roundup-/?cmpid=CM_QDI_DISC_CLC-Webpage 0221 PF_website_ GWB
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Document & Tutorial on Website

===== Solutions Products and Services Resources Support About an Product Login % Contact Y Shop Q
QIAGEN
e — S -

Bisulfite sequencing

Find methylated cytosines and identify regions with high methylation

levels in wOour sequencing reads.
Available as a PDF tutorial

QIAGEN CLC Genomics Workbench

Resequencing analysis using tracks

Find and annotate cancer specific variants by comparing normal and

cancer tissue reads and by filtering for variants |eoding to amino acid

changes.
Available as a PDF tutorial

QIAGEN CLC Genomics Workbench

ChIP sequencing

This tutorial takes you through a complete ChIP sequencing workflow

using CLC Genomics Workbench.
Available as a PDF tutorial

QIAGEN CLC Genomics Workbench

Reference genome and annotation tracks

Learn how to create a reference genome and manage track lists to

visualize your data and associated annotations.
Available as a PDF tutorial

QIAGEN CLC Genomics Workbench

Q&A: https://giagen.secure.force.com/KnowledgeBase/KnowledgeGemomicWorkbench

Tutorial: https://digitalinsights.giagen.com/support/tutorials

Sample to Insight


https://digitalinsights.qiagen.com/support/tutorials
https://digitalinsights.qiagen.com/support/tutorials
https://digitalinsights.qiagen.com/support/tutorials
https://qiagen.secure.force.com/KnowledgeBase/KnowledgeGemomicWorkbench
https://qiagen.secure.force.com/KnowledgeBase/KnowledgeGemomicWorkbench
https://qiagen.secure.force.com/KnowledgeBase/KnowledgeGemomicWorkbench

The new CLC Genomics Workbench 21

Cloud Plugins

* Single Cell Analysis Plugins QIAGEN Digital Insights

«  Biomedical Workflow CLC Genomics Workbench 21

o SARS-CoV-2 Workflow

o TSO500 Panel Workflow
Get started

Open Welcome Center

*  RNA-Seq Analysis

Introduction videos and webinars
> Long Reads
Open Plugin Manager - expand the Workbench capabilities

{ il
Import dafa™ ..
Import lllumina NGS data

Import PacBio NG S data
Import lon Torrent NGS data

° MGM Biomedical Genomics Analysis plugin Import GeneReader NGS data
Import other types of data
i ss33s
> Functional Database — QIAGEN
¥
Get example data . Explore tutorials Read manual
Track list example Resequencing analysis in tracks Understand the workbench
Phylogenetic tree Phylogenetic trees and metadata Learn about workflows
RNA expression data Expression analysis using RNA-Seq Understand track lists

Sample to Insight
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CLC Cloud Engine on BaseSpace
Bl llumina High-Throughput Sequencing Import >

Select files of twpes lumina ¢ txtd fastgl. fqd
1. Choose where to run

Location BaseZSpace et - .
R . P ¥ —elect files of tvpes Illumina

Access BaseSpace---

3, Result handline

Location |Basezpace -
4, Save location for new o 1 . _—
elements eneral oplions 28 Please select a file

Faired reads Fl].E SBFS-I:E NN

. Faired read information
[ ] Dnzcard read names

) _ @) Faired-end iforward-reverse) () bdate-pair {reve
|:| Discard guality scores

Mlinimum distance |1 hAaximum distance | 100

—[Mlumina options
Eemowe failed reads Omality scores | MCELSanger or Nlnmina Fipeline 1.8 and later
[[] MiSeq de-multiplexing

Trim reads

[ ] Join reads from different lanes

Help Reset Frevicus IMext Finish Cancel

— T
— -

BaseSpace
\ /

Sample to Insight
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The new CLC Genomics Workbench 21

*  Cloud Plugins

* Single Cell Analysis Plugins
QIAGEN Digital Insights

»  Biomedical Workflow CLC Genomics Workbench 21

o SARS-CoV-2 Workflow

» ‘

a S | _ m—
> TSO500 Panel Workflow ~ |}
) = |
*  RNA-Seq Analysis Get started - Import deftr e —
Open Welcome Center Import lllumina NGS data
> Long Reads
Introduction videos and webinars Import PacBio NGS data
° MGM Open Plugin Manager - expand the Workbench capabilities Import lon Torrent NGS data
Biomedical Genomics Analysis plugin Import GeneReader NGS data
o Functional Database sssas Import other types of data
888
— QIAGEN
e
Get example data . Explore tutorials Read manual
Track list example Resequencing analysis in tracks Understand the workbench
Phylogenetic tree Phylogenetic trees and metadata Learn about workflows
RNA expression data Expression analysis using RNA-Seq Understand track lists

Sample to Insight
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Single Cell Analysis

Technical variation ] Biological variation

1. Raw sequencing data QC ?ég%i‘i.‘:ﬁé capture oficioncy Stochastc gene expression
m; on bDias N~ A Cell cycle
. Dropout \\ /
2. Alignment to genome \
{l ,, I ©
\ Alignment De-duplication Quantification
3. Cellular barcode and UMI process '/. | TEER | = = e =
= TV=== T
4. Generate gene expression matrix (zero- r T
Inflated matrix) Genes
| Cote | Phase 2: Datacleaning
5. Cell QC and clean | = i
- o S e
. . ' g <.
6. Normalization | | L
‘ Normalized data T
7. Estimate confounding factors S
Cells
8. Cell-level and gene-level analysis
/\
Cell-level Gene-level
- Clustering - Differential expression
- Classification - Regulatory network
- Cell trajectory assignmeng | = Gene-set (pathway) analysis

Sample to Insight
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Single Cell Analysis

Tools

¥ k@ Single Cell Analysis
¥ @ Cell Preparation
T@' Annotate Reads with Cell and UMI
"y Single Cell RNA-Seq Analysis
@ QC for Single Cell
“#: Normalize Single Cell Data
@—é Combine Cell Annotations
3= Combine Cell Clusters
#2 Convert Metadata to Cell Annotations
¥ 42 Cell Annotation
& Predict Cell Types
Zt4 Train Cell Type Classifier
262 Cluster Single Cell Data
¥ L Dimensionality Reduction
I UMAP for Single Cell
LL tSNE for Single Cell
F_i Add Information to Plot
¥ ki2f Expression Analysis
4@' Differential Expression for Single Cell
& Create Expression Plot
¥ &t Workflows
i@ Perform Single Cell Analysis from Expression Matrix
o Perform Single Cell Analysis from Reads

Sample to Insight

Importers

% Import Cell Annotations...

¥ Import Cell Clusters...

¥ Import Expression Matrix B 3 Import Expression Matrix
&7 Import Expression Matrix
# Import Expression Matrix
faf? Import Expression Matrix
e Import Expression Matrix

Exporters

@ ® Select export format

expression matrixl

in Cell Ranger HDF5 Format..
in Loom format...

in MEX format...

in MEX format (archive)...

in CSV/TXT Format...

MName Description Extension Supported format —
10x HDF5 Export Expression Matrix in Cell Ranger HDF5 Format [h5] No
Loom Expression Matrix Export Expression Matrix in Loom Format [loom] No
MEX Export Expression Matrix in Cell Ranger Feature-Barco... [tar.gz] Mo
Cancel Select

14



Single Cell Analysis

. Limitation on installed version: Human, Mouse

e @ Manzage Refersnce Data

% | | m Manage Reference Data: Locally a
HAGEN Sets
Reference Data Library

Free space in CLC_References location: £0,60 GB
Download Genomes Custom Sers Imported Dara

Public Reposiories Ralarances Duts Sets srporied Referencs Daia Free space in temporary folder location: 40,60 CB
~ Reference Data Sets (] Single Cell hg38 (Ensembl) Size on disk )
Version: 1, Reference Data Ser B40.1 ME
@ QlAseq Exome Panels hg38
FefSeq GRCh38.pl3 (no altemative analysis set)
@ hg38 (Ensembl) Download Delete Create Cusiom Set ...
Ensembl v95, dbSNP w151, ClinVar 20200419
@ hg38 (Refseq) Reference Data included:
RefSeq GRCh38.pl3, dbSNP v151, ClinVar 20200419 Workflow role Version Download Size On Disk Size
o Single Cell hg38 (Ensembl) &) sequence hg38_no_alt_analysis_set 6589 MB 688,5 MB
Cell type classifier v1.0, Ensembl Vo9 @) genes ensembl_v99_hg38_nc_alt_analysis_set 2.0 MB 2.4 MB
@ hg 19 (Ensemibl) @ mima ensembl_v99_hg38_no_ali_analysis_set 25,3 MB 31,5 MB
Ensembl v945, dbSNP w151, ClinVar 20200419
@ sc_cell_type_dassifier sc_human_cell_type_classifier_v1.0 93,2 MB 109.0 MB
@ :egrg'egn E."Eﬁ?g]u. OBSNP V1S 1, CIinVar 20200419 () 9ese_cmology 20190201_no_alt_analysis_set R i

@ QIAGEN GeneRead Panels hgl9
RefSeq GRCh37.pl3, dbSNP v150, ClinVar 2017102%

elo . Close

Sample to Insight




QC for Single Cell Report

Barcode ranks

& 10000 —
)
i3
-
o
5 100 —
= | R —
E ~.
3 .
= T
1
T T
1 100000

rank

2 Cell calling for droplet data for 5k_pbmc_v3_S1_L001_R1

2.1 Summary

Ambient
Tested
Retained

3.1 Summary

Input cells

Retained cells

Known retained cells

Maximum mitochondrial reads (%)

Cells with too many mitochondrial reads (%)

Minimum number of reads for retaining 3.225
barcodes

Maximum number of reads for ambient 100
barcodes

Estimated number of cells 4.989
Sufficient simulations Yes
Number of barcodes with significant FDR- 1.008
corrected p-value

Fraction of reads in cells 89,27
Median number of reads per cell 4.605,00
Median genes per cell 1.545,00

2.2 P-values distribution for assumed ambient barcodes

P-values distribution for assumed ambient barcodes

50000

40000

30000

frequency

20000

10000

3.2 Number of reads

Number of reads

300

200

frequency

100

0 e L B

T
] 10000 20000
number of reads

30000
3.3 Number of expressed features

Number of expressed features

250

200

[
w
(=]

frequency

100

50

4]

o] 2000 4000
number of expressed features

3.4 spike-in reads (%)

3.5 Mitochondrial reads (%)

Mitochondrial reads (%)

1400
1200
1000
800
600
400
200

frequency

o fllntisey T T T T T T T
o] 20
mitochondrial reads (%)

3.6 QC metrics relations

I Maximum: 4.294
H Removed
B Retained

The relation betwheen the mitochondrial reads (%) and the other QC metrics highlight if there

are cells with bot

quality cells that are highly metabolical

metabolically activi

3.6.1 Number of reads vs mitochondrial reads

Number of reads vs mitochondrial reads

These cells are hlghllghted in orange and should not necessarily be removed.

number of reads
L

20 4
mitochondrial reads (%)

60

- many number of reads / expressed features and large mitochondrial reads, indicative of high-

ive;
- few spike-in and meny mitochondrial reads (%), indicative of undamaged cells that are

| Maximum: 4.29

Removed:
investigate

Removed
Retained

3.6.2 Number of expressed features vs mitochondrial reads

Number of expressed features vs mitochondrial reads

w oA
o ©O
o O
o o

= N
o ©°
o ©o
o O ©

number of expressed features

20 4
mitochondrial reads (%)

Maximum: 4.29

Removed:
investigate

Removed
Retained

Sample to Insight
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Expression Analysis on Single Cell

§]]33 piojahw

5]192 poo|q pal

5132 wab [eipJownd

§]]3 ewsed

saylooydwi| | eyPp-rwwed

salkooydwd) |

saploydwA| g

TIMP1

FTL

ccLs
ccLz
ccL7

CCLS -
GNLY e
GZMB
MIR155HG
GOs2
CcCL4 [ ]

CCL3

PPBP

IFI27
PTGDS
TXN
VMO1
HBA2

HBB

HBA1

Sample to Insight

. . sabeydosew T
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. @ | savooydwh) | eag-eydpe
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Average expression

-0.8 5.4
Expressed %

-0
* 25
® 50

@ 100

Cell type
S100B

PTGDS
GZMB

——HBA1

CCL4
CCLS
GNLY
NKG7

IGLLS

r TCL1A
CD79A

CD74
HLA-DRA

LYZ

CST3

S100A12
S100A9

S100A8

FTL

Cell type
(Metadata layer #1)

Il natwral killer cells

I monocytes

M M1 macrophages

[ alpha-beta T lymphocytes
[ plasma cells

Il Kupffer cells

[l gamma-delta T lymphocytes
[l B ymphocytes

M antigen presenting cells

7] unknown
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The new CLC Genomics Workbench 21

Cloud Plugins
* Single Cell Analysis Plugins

*  Biomedical Workflow
o SARS-CoV-2 Workflow
o TSO500 Panel Workflow
* RNA-Seq Analysis
> Long Reads
«  MGM

(e}

Functional Database

—Q

QIAGEN Digital Insights

CLC Genomics Workbench 21

Get started

Open Welcome Center

Introduction videos and webinars

5
£l
Import dafa™ ...

Import lllumina NGS data
Import PacBio NGS data

Open Plugin Manager - expand the Workbench capabilities Import lon Torrent NGS data

Biomedical Genomics Analysis plugin

Import GeneReader NGS data

Import other types of data

Get example data
Track list example
Phylogenetic tree

RNA expression data

Explore tutorials Read manual
Resequencing analysis in tracks Understand the workbench
Phylogenetic trees and metadata Learn about workflows
Expression analysis using RNA-Seq Understand track lists

Sample to Insight
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Biomedical Tools and Workflows

» New tools
» Structural Variant Caller

» Compare Immune Repertoires
Ready-to-Use Workflows

» Extract Reads with Primer ¥ [C#% SARS-CoV-2 Workflows
e ldentify lon AmpliSeq SARS-CoV-2 Low Frequency and Shared Variants (lon Torrent)
Ve Remove Ma rginal R'Eﬂ:dS % Identify QlAseq SARS-CoV-2 Low Frequency and Shared Variants (lllumina)

» E&l Preparing Raw Data
== QlAaseq Panel Analysis
G Analyze QlAseq Panels
> CNV and LOH Detection > BB Quaseq Analysis Workflows
¥ k5 TSOS00 Panel Analysis
&, Perform TSOS00 DNA Analysis (lllumina)
& Perform TSO500 RNA Analysis (lllumina)
= Whole Genome Sequencing
%+ Whole Exome Sequencing
l= Targeted Amplicon Sequencing
= Whole Transcriptome Sequencing
% Small RNA Sequencing

4

» Target Region Coverage Analysis

» New workflows
» SARS-CoV-2
»  TruSight Oncology 500 bundle
» QlAseq

» Reference data

YYYYY

Sample to Insight
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Structural Variant Caller

+ Can be used for whole genome or targeted analysis

«  Better performance compared to old tools in CLC

» Detects germline as well as somatic variants

Choose where to run

. Select a read mapping
. Seuings

. Result hand'ing

Help

Sample to Insight

Resel

Structural Variant Caller
Sertings
Ploidy
© Diploid
Haploid
Application
) Whole genome seguencing
Targeted

Targeted regions

Restrict calling to target regions

EBreakpoint filters
Minimum number of supporting reads 2
Minimum break point probability 0.01

Enable maximum breakpoint distance

Maximum breakpoint distance 100,000
Minimum unaligned end lengtt 1
Structural vanant filters

Minimum unaligned end complexity score 0
Minimum structural variation score 10

Whole genome sequencing noise filter

Previous Next

1 Variants

Chromosome Length Reads Left breakpoints | Right breakpoints Variants

1 248,956,422 1,272,783 202 186 3

2 242,193,529 1,255,428 229 211 2

3 198,295,559 l.ﬂ?Sill?l 193 170 3

4 190,214,555 SEELEBf.Il 125 125 1

5 181,538,259 7a5,898| 141 124 2

B 170,805,979 1,050,319 219 190 g

7 155,345,973 753,297 131 141 a

B 145,138,638 BES, 069 126 149 1
2 Summary

Chromosome Total # variants Insertion Del etion Tandem Inversion CHNY Loss CNV Cain
Dup licatiomn

1 3 o 0] 2 L Lu] V]
2 2 o o 1 L ] L]
3 3 o z 1 o ] L]
a4 1 o 1 a o Lu] V]
5 2 o z a o ] L]

EE ndals_was >

Chromosome Fagion Tyoe Soore Subbype Comipl axiy Evidende ¢ Left breakooint Right breakpoint

1% 57018308, 5FOLE310 Deletan B Deletion 1% Single Breakpoint 57018307~ 57018308

19 S71T410Z. _ST174145 Deletan 44 Deletion 18 Single Breakpoint 57174101 557174102

1% S7409556. 57499621 Deletan 48 Deletion 20 Single Breakpoint ST4CO62L ~ST40IE2E

19 2458TE.. 245078 Deletan 103 Deletion 30 Paired Breakpoints 245000 245501 245571 245072

1% Z4SSTL " I45ETL Insertion 30 nserton 23 Paired Breakpoints 24TEIe~ 246000 Z4SSTL 245972

ht-} 2E9751.. 260626 Delahon 66 Deletion 20 Paired Breakpoins 260625 269826 Z2EHIE 10" 269620

1% 302692302693 Inseraon 67 Tandem Dupll... 26 Paired Brezkpaints INZFFE"302ITE FO2EIZ 302693

ht-} 365492..365545 Delahon 73 Deletion 41 Paired Breakpoins 3655417365542 365545 365546

21
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Compare Immune Repertoires

2 Diversity indices

Outputs :z,l mdmulvii\dkn —
Report w3319 ExXTeTy CED Er

Table of Contents
1 Summary

Clonctype fraquences

-o7s
o.c08

©.007 3

~ 2 Diversity indices
2.1 TRA diversity indices
2.2 TRB diversity indices
2.3 TRG diversity indices
2.4 TRD diversity Indices

©.006
.00 3
0.004
00033
o0z

~ 3 Scatter plots
3.1 TRA scatter plot

©.001

o.co0
o.

Conctypus-WA362-250-15-22 54 1001 k1 001 (ukwd)

3.2 TRB scatter plot
3.3 TRG scatter plot
3.4 TRD scatter plot

e ]

~ 4 Rarefaction 43
a3

4.1 TRA rarefaction 3
4.2 TRB rarefaction i S

4.3 TRG rarefaction
4.4 TRD rarefaction
* 5 CDR3 length
5.1 TRA
5.2 TRB
5.3 TRG
5.4 TRD
6 V and | usage

 saprart

Suntscooe 8 cun

Teeans

) T
0.002 0.004 0.006
Comonyses-Me362-250-14-21_S3_LOOL_R1_003 (saked)

e T I-

ocos

Heat Map

~— 2 samples

i

333 03 £.ioe 0132

Sample 1621XR-D4-01_S1...
1621XR-04-01_S1 _L... 1.00
1621XR-04-02_S2 _L... 0.92
1621XR-04-03_S3_L... 0.91
1621XR-04-04_S4_L... 0.92
1621XR-04-05_S5_L... 0.92
1621XR-04-06_S6_L... 0.92

—— Multiple samples

1621XR-04-02_S2... 1621XR-04-03_S3...

0.92
1.00
0.91
0.93
0.93
0.93

0.91
0.91
1.00
0.91
0.92
0.91

1621XR-04-04_...
0.92
0.93
0.91
1.00
0.92
0.93

1621XR-04-05_S5... 1621XR-04-06_S6...

0.92
0.93
0.92
0.92
1.00
0.94

Similarity table

0.92
0.93
0.91
0.93
0.94
1.00

Sample to Insight
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CNV and LoH Analysis

STATE

DIFLOID

DiPLOID

HOMOLOGUOUS RECOMEINATICN
HOMOLOGUOUS RECOMEINATICN
HOMOLOGUOUS RECOMEINATICN
HOMOLOGUOUS RECOMEINATICN
HOMOLOGUOUS RECOMEINATICN
HOMOLOGUOUS RECOMEINATION
HOMOLOGUOUS RECOMEINATION
HOMOLOGUOUS RECOMEINATION
HOMOLOGUCLS RECOMEBINAT N
HOM OGS RECOMEINAT N
HOMOLDRGUICLS. RECOMEINAT N
HOM OGS RECOMEINAT N
HOMOLDRGUOLS RECOMEINRAT IO M
HOMOLOGUOLS_RECOMEINAT IR
HOMOLOGUOLS_RECOMEINATION
HOMOLOGUOLS_RECOMEINAT IR
HOMOLOGUOUS RECOMEBINATICN
HOMOLOCGUOUS RECOMEBINATICN
DELETIOMN

DELETIOMN

DELETIOMN
DELETION
DELETION
DELETIORN
DELETION
DELETIORN
DELETION
DELETION
DELETION
DELETION
DELETION
DELETION
DELETION
DIFLOID

DiFLOIR

DiF LI

DELETION

MiE | E TR

Sample to Insight

Hasmgatihan cverview: Chromosome 17

DELE

e ]
-ass:inm 2‘9‘55}?.&]} Eﬂ.silﬂ.ﬂ!] Z&‘ESI&I]H] !9_._§E!l.lzﬂl 2‘9-55'1[“] JELEEII.IIIB 2'_156'4.“3]
Foeadd v agss e Darracss -
ATA_1BOOFS_ 10015
O nesd0 CEGRE_GTAG
W, Ao — - = - -— .
TOBEI100B4817
rcassCoverago=327 1055 1 3064 70430
fli=-2 ABE4 700455681 BET
rire-Z2 230084 SECTen | 4
Eae=Hi-alelic delkdan 4 Lo of—h -
T ommal dipkolde1 OESSssT | DS T O4E0E — —
(Delelon=0002058 70138007 IA8IS = eterozygosity
bl =2 0770 1853221521 E-@
A eyl 07082201 B2 Value
Bil-alalic | SOTS0N <] ~
State Awrcle geaames duplicalione) graagta; | Purity 0.65
Ermission b-Mormal diploc=-0.04929 -
/Ermimmion xb—Dulu_lun-ll;.:]u:'aﬂaa:'! Purity CI [0.6230672]
e .-““3‘2“‘ Normali zation factor 0.74
5 erob-U . o
Nal ne Emitsion prob-Bi-allalic delelion=0748 |y ormali zation factor CI [0.720;0.753]
h= DErOTE
State Count
Bi-allelic deletion o]
Deletion 292
Normal diploid B2
Uniparental disomy (]
Duplication 7O
Whole genome duplication (]
Chrom.. Region Marme haseCov... caselCov.. adjuste.. rlr Srate
17 41Z19670. 41219717 Coverage GRELZT AS7.00 0.05 0.33 Uniparental disomy State Expected RLR Awvg RLR
"1'?" 41222940, 41223260 Coverage 1,089 E2 1, 36023 0.05 0_32 Uniparental disomy Bi-allelic deletion -1.51 -
v 412230930412 23094 WAF Uniparental disory Deletion —0.56 —0.60
17 41226343.. 41226543 Coverage 1,305.49 1 4E4.75 -0.08 019 Uniparental disomy Normal diploid 0.00 000
17 S4L1ZZEZ00. 412285386 Coverage S91Z2.10 1,060.53 .08 D22 Uniparental disomy - L - . .
17 41231346..41231421 Cowverage 1,531.68 1,911.54 0.06 0.322 Uniparental disonmy Uniparental disomy 0.00 -
17 41234416..41234597 Coverage 102478 1 455,48 022 0.49 Uniparental disomy Duplication 0.40 037
17 41234469241234470 VAF Uniparental disonmy Whole genome 0.72 -
17 41242956..4124305%4 Coverage ¥3l.86 1,138.13 .36 .64 Uniparental disomy dunlication
17 41243447 .. 412496882 Coverage 1,066.76 1,235.68 -0.06 0.21 Uniparental disonmy
17 41243999~412 44000 WAF Uniparental disomy Sia
_ = e Expected BAF Avg BAF
17 412444345412 44435 WAF Uniparental disonmy alclcd -
17 412449354412 44936 WAF Uniparensal disomy Bi—allelic deletion 8.50 -
17 41245236A41245237 WAF Unipare ntal disommy Deletion 0.74 0.74
17 417454654 1245465 WAF Uniparental disomy Normal dipleid 0.50 0.50
17 41245470A41245471 WAF I..In_ipa.remal :I_isomy Uniparental disomy 0.82 —
17 41Z24TESE. 41247944 Coverage BZ4. 47 TE5.00 0.01 029 Uniparental disomy - -
Duplication 0.62 0.65
Whole genome 0.50 -

dunlication
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SARS-CoV-2 Workflow

Create
»( coverage >
Iterate over samples maps

\ Output
Map reads

primer > consensus
sequence sequence

- -

Soft clip

Variant
calling

Individual reports
Summary
report

INQ XX F

Sample to Insight
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TSO500 Panel Analysis

¥ & TSO500 Panel Analysis

& Perform TSOS500 DNA Analysis (Illumina)
o= Perform TSOS00 RNA Analysis (lllumina)

Manage Reference Data

m Manage Reference Data:

Locally

Free space in CLC_References location: 22.26 GB

Imported Data
Imported Reference Data

Free space in temporary folder location: 22.26 GB

TSO500 hg38

Version: 1.0, Reference Data Set

Copy from server Download Delete

Reference Data included:

workflow role Version
@ sequence hg38_no_alt_analysis_set
@ genes refseq_GRCh38.p13_no_alt_analysis_set
@ mrna refseq_GRCh38.pl13_no_alt_analysis_set
@ cds refseq_GRCh38.p13_no_alt_analysis_set
@ target_regions ts0500_v1.0_hg38_no_alt_analysis_set
@ fusions giagen_v1l _hg38 no_alt_analysis_set
@ gene_pseudogene_track tmb-large_v1.0_hg38_no_alt_analysis_set
@ masking_regions tmb-large_v1.0_hg38_no_alt_analysis_set
@ dbsnp_tmb tmb-large_151_refseq_hg38_no_alt_analysis_set

Size on disk

Create Custom Set ...

Download Size
658.9 MB

3.4 MB
13.2 MB
27.6 ME
97 KB
28 KB
104 KB
2 KB

21.0 ME

837.2 MB @

On Disk Size
688.5 MB

4.1 MB
16.0 MB
36.5 MB
296 KB
55 KB
23 KB
15 KB

91.7 ME

Sample to Insight

Outputs

v 5 TSOS00_DMNA

v

Workflow Result Metadata

» [ QC & Reports
¥ = Tracks
= Mapped_UMI_reads—DLO17-UPD1-19MAYZ0-AEU S1_LOO1 R1 001 (paired)
e Per-region_statistics_track-DLO17-UPO1-19MAYZ20-ABU_S1_LOO1_R1_001 (paired)
ek Unfiltered_variants-DLO 17 -UPO1-19MAYZ20-ABU_S1_LOOL1_R1_0O01 (paired)
My, Amino acid track
Fek TMBE_somatic_variants—-DLO17-UPD1-19MAYZ20-ABU_S1_LOOL_RI1I_001 (paired)
¥ |5 VCF Exportable Tracks
ek Wariants_passing_fileers-DLOL7-UPO1-19MAYZ20-ABU_S1_L0O01_R1_001 (paired)
El DMNA_combined_report—DLO17-UPD1-19MAYZ20-ABU_S1_LOO1_RI1_001 (paired)
I Track List
EH Perform T50500 DMA Analysis (lllumina) log

= TSO500_RNA
E=E workflow Result Metadata
» 5 QC & Reports
=!'.EGEnE_Expr&ssiDn—RLﬂﬂS—UPlE—19MAY20—5A_516_L0{]1_R1_001 (paired)
¥ =% Tracks (WT)
+. RMA_read_mapping (WT)-RLOOB-UP16-19MAY20-5A_516_LO01_R1_001 (paired)
=3, Fusion_genes_unaligned_ends (WT)-RLOOEB-UPLE-19MAY20-SA_S16_LO0O1_R1_001 (paired)
=*E Fusion_genes (WT)-RLO0S-UPL6-19MAY20-5A_S16_LO0O1_R1_001 (paired)
EE Read_mapping_refined (WT)-RLOOS-UPL16-19MAY20-SA_S16_LO0O1_R1_001 (paired)
[ RMA_combined _QC_report-RLODB-UPLE-19MAYZ0-SA_S516_L001_R1_001 (paired)
3 Tracks (fusion)
=2 VCF Exportable Tracks
S*E Final_fusion_genes (WT)-RLOOS-UP16-19MAY20-5A_516_LO0O1_R1_001 (paired)
Yy Genome Browser View (Fusions)
I Genome Browser view (WT)
ES Perform TSOS00 RNA Analysis (lllumina) log

v
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Summary

One solution for genomics application with GUI
o User-friendly interface
o Interactive visualization to facilitate analysis
o Ready-to-use and customizable workflows
o For automated processing
o For sharing with colleagues
o Modular design to add plugins
o Works with reads from most platform
o [llumina, lon Torrent, Oxford Nanopore, PacBio, BGI/MGI

o Fully documented and supported

Sample to Insight
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Workflow Methods

*  The whole workflow is design when you have FASTQ files

o Previous work: DNA-Seq Analysis for all your sample

IO [ AR Rt L MAILcL L daaea et

° Input: IEI o Whole Genome Sequencing
- Hﬂ[;. General Worleflows OWGED
o FASTQ data EI }—ﬂ Somatic Cancer (WGED
: i ﬁ"b Filter Somatic Wartants OWGE)D
o Metadata ..Fg Identifw Somatic ‘-.-Fanants from Tumor Mormal Fair OGS
5 Output: - H&; Identif# Wanants OGS

- I_“I' Hereditarv Dhisease {"-HGS}

. . . . . IEI i Whole Exome Sequencing
VCF files with filtering variants W General Workflows (WES)
I-_’;. Somatic Cancer (WES)
I—_-E- Hereditarv Disease OWES)

-l-l: — Tﬂ'l'ﬂ'l:lh:lr’.l .I':'l. 'I-I-I'l-\'i.l'ilﬁﬁ'l-l :‘::Fh"l'“l:i'l'll"“i'l'l o

Sample to Insight
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Customized full workflow

oy WGS-Variant-Calling %

%

Sequeres | Trirm oy list
— S —
Trirmesd Soquerkes | Trirrrmed {Brcken pirs) | i searcksd Sequerices | Resort /
S i
Resaacks Trasck | Fesaact Magxsing | Magpxing Report | Umq:‘:+Fb=a:k
Fewd rrosng |\m=ﬁq g urgeregions
ol Structurat vanant =
Inlbed | Long InDhel= | h\u;q'u | Bresbpaires | Pepert
Foeed Mapyping o Freds Track | &-:hm«—r|+1-ﬂ
i5: Locsl Realignmsnt III =
ek Traxck | e hizpying | R.edigr+ Regicans
Read Mapging or Reads Track Jl Resrict caling 1o segdk regions
Ji2 Low Freguency varant |
Variarn Traxck | Vﬂ'iarde:le | i
] gt Trasck: - JI
iz Trasck {UnBbered_wrisris-{2]) 1 = ; allslan) £}
1 Filtesresd Variawrn Track | I—_ljﬂ'ed Festure Track
/

Thter - [ TRy

| Filtesresc] Fesavtures Traschk ‘II

Change alg

aAram
pgara

| Ko et fracks !
1nrleflowng
WO EKHOW

= — Run the pipet
/{ A:ild Element... ;/ :-.'-’a-li'dation successful :K\' |> Run... J)l §E-b: Installation... ‘
M= 9

Sample to Insight
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QIAGEN Clinical Insight System

WGS — XX )—= — —— > =
1] e l —4
. — ) PANEL oo | ver = REPORT
Sequencer CLC Genomics Workbenc QIAGEN Clinical Insight
AR /S Z AR HE A SEMBEREFEEGE

Sample to Insight
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NGS Variant Analysis Service

Variants

BFCCOTOPALCE: 25 LA0E: L1IG D005 RACTAC ARG 2

-

number

BFCCOTERADSN 2r i 100y L1621 341 ARETACAAD /T

+

BrCCOTOMRO00: 221000 s L2100 DA4TRACTRCAAGS 2
GOGCTRIATT,

ERif ) Jebcl " bow

T A T TR ST A A T T A LT T T T T AR TTTC CALRA GOR A TAT CART GO ATA C AL GTTCAC GITCARITTTC

_bbeereeqigf gelbhagdghbdi i gha i i s iatdschih ia shhia o 11 gdegdtedf gohi Vhi dddi gubh hadg i e dde db-dedicdd

T T T T T T T AT AT T T A TE A ALT T TC T T TC TG T T 1T T A GEAC AL AGATTATOC TTATT TG TACCACCR
[__teseeacesy beadl gy chEdhhbnlihibd_*cefbihe|a¥sedf (Rafee] cdpddsbd fascdeece |1 babbES
AT ARG TR T T DGR T oA AT AT C T A TR AL T O ART I TR TRICO(R

JEalhibegha EggGhITT__ T <doss  [Boehe b [bbbaBbY_" "ba_

ronsymony chrid S160HM 000365 3 exentc r1B35064 0015230 0(E2)-

SCHROM POS jie] REF ALT QUal  FILTER INFO FORMAT
OTE603 p3SEE1IE T C 26836 PASS AC=1:AF2OT:ADDFGOPL
LI63E1] rel470MT G GGACA 211864 PASS AC=1:AF2 GT:ADDEGPL
LITIOIE 3635300 CT C 16146 FAZS AC=LAF2OT:ADDEGO:PL
1223455 m5808105GC G 3755 PASS AC=1:AF2 GT:ADDEGO:PL
1247575 . T TGG 13 rass POMEE OTVERRDRGD
Typ Position dhsap Mnrm_nmin ¢

e g 5 g

monsymomy chil? 213 HM_006T6T 4:axontrrs 1351354 5 5T 165 L0111 s pml pm2 prd  Likely pathogeny
frameshat  chesi 40SSEHM_D00SET.4:wxon Tl crs 7453262 T D00GZE 015 0 el pd Likety pathogeny
mongynoe cheid 133 H0 001127221 Toaxon re6T41043 0 000RE08 015}, pe2 pml pm ppd Likely pathogeni
rardramas chri: 133" MM _0D1 127222 2 exons pm2 gl wis
mongymon chis: 11887 HM_000414.4:axond c. reS444551 0. 0008524 01121 pripgmdppd  VUS
ooy chrl: HJSSSIH 001854, 4 exendc. rs 1158320 pmipmibpd  VUS
slopgn chiT 1515200170605 3 exen 18 craS 852856 pead peri2 Likehy pathogeny
s | HGV S <) Heterory| Clmical Dhscass aml
Position  [Transcript {Exen] HGVSLp) Type dbSNF | MAF Wi'l!" Level Inbseritance
e A-2IR0RG | W00 [ e 7TOST raotony | FSIRARL Likely path | Cardiemmyopathy,
rawosss | 1 twont) | PV | gy | am | P B ke | hupertrophic, | AD

Sample to Insight

GGA Confidential
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QIAGEN

|dentifying the Causal Variants the “Old Way”

111

uration of 90 to 127 variants in each participant required a median of 54 minutes (range, 5-223 minutes) per genetic variant”

FE Dewey et al, JAMA. 2014;311(10):1035-1044.
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Database in QCII/QCIT (Free access in QCII/QCIT software)

Public Licensed QIAGEN Clinical Others
Databases Databases Databases Guidelines

Clinical Cases
TCGA ACMG CADD

) Clinical & Functional
Clinvar

dbSNP —= NACMCPN opnen
ICGC SIFT
1000 Genome PGMD ASCO
ESP oM Curated variants CAF PhyieP
gnomAD - Pathway and causal =sMO Blosum
ExAC | Cento MD | network FDA Ve EntSean
Clinical Trials Allele Frequency EMA

Community Mutation Taster

Sample to Insight
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QIAGEN Clinical Insight Translational & Interpret (QCIT & QCII™) — a universal solution

Sample

Any . Filter Set .

Platform
GeneReader

f Test Menu \

[ Somatic Cancer ]

: lllumina

[ Myeloid Neoplasms ] QCI

[ Hereditary Cancer ] VCF

| carrier Screening | Translational

lon
[ Diagnostic Odyssey ]
etc Potential

Variant

4/; Any

Sequencer

*Incomplete list of
QCl indications

Patient Case
Metadata
Sample to Insight

QIAGEN | PowerPoint Template & Style Guide



QCII/QCIT difference

- QCIT({RFAZEER) acn( =& &£ A)

stER T HEERENRA
e PR A2 ) SRR B PR HIRE 2

Sample to Insight

Th8E

5

B3

B

stEE T HEERENRS

o OJEB—oZIEARDHT - LEXKT(trio) 73T
« O{5(FF4H 73 (cohort study)

» QiagenAiEdatabase(=ZACMG guideline)
. EEEE Bam

=% E Z1E DT

Excel RIE(GEFEEZR)

=

« QiagenA#ZEdatabase(ZACMG&AMP guideline)
- DEEHEENR
. ﬁ%ﬁﬁ 24

=X AE 2% 1E 77 TR A2 (TPP)

. —J SRR

Excel = & Et@ BlE S
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Create Your Variant Analysis Strategically

New Create Test button to start test creation workflow

Create new test/analysis
> at time of sample upload

> create test/analysis from sample inventory

choose somatic or hereditary

upload & create

Corasile nerw |51 Specily workfllow (sbap 1 af 3)

Select Pipsine (requinsd|

) Bomate [ Herdinry
St Tk Pyt Pl (i)
Salect tmi

Trog: To: Procien Pl onfgrees (e 2008Ca0n G ags vesd o1 USes Driviage 284 var
Faor reans inkaraion chck hars B

Fekead Fites Betinges jopsionel)
Create Test s—pp! — '

"aur Inbaormiany's unique dertfar faria inst

Tesd Gl Juspaeasd]

Sample to Insight

Coomike rw laal Upicad Saeple (alap 2 of 5]
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80000
QIAGEN Actionability

Pathogenic

AMP/ASCO/CAP
Guidelines — Somatic

QIAGEN Clinical Insight Interface Testing™

Tier 1A Strong clinical
Tier 1B significance

asese C| in | CC|| | ns |g ht | Variant List Variant Details Review & Report Gene Chen | Test List | Sample List | Variant Directory | User Gui
Accession ID (Test Product Code) Variant Basic Inf ti - L J — Tier 2C  Potential clinical
ccession ‘est Product Code ex nici . o

TestA: A4 (ABC - Somatic) arian _aSIC nrormation Female } Tier 2D significance

Phenotype:  Breast cancer -~ Age of Onset Gene Prevalence Disease Prevalence : . . ; ) Unknown clinical
61 Years ; 20% (i 17T Likely Benign s ACMG & AMP Guideline g Ters3 significance
Gene Variant Somatic Frequency: 2.53% (i ] ] } New Assessment
PIK3CA C.1624G>A Population Frequency: 0% gnomAD Compute_t;__CIas‘IsEcann ! Tier 1A ] ]
Transcript p.E542K (ETD) Allele Fraction: 35% (of 60 reads) b thler 0 Tier 4 Likely benign or
NIM_006218.4 Impact missense Beni n athogenic for Breast cancer benign
- ' g Breast cancer

] Reportable

Fllter Settln ext = iew Bibliogra . H
9 & e e _ _ _ e View Setting
Filter Settings + Search.. i 39 variants ° VIeW Varlant LISt - » &H View Settings =

Biomarker Alteration Function Impact Case - Quantity Somatic Frequency Max Population Frequency
PIK3CA [EllcA[sIPII|| ¢ 1624c-A
e e — :.ES 10K [ gain ] Missense 35% (of 60 reads) 2.53% 0% gnomAD
ESR1 [EllBRIZ| ¢ 1610a-C
ol 1B Pathogenic :-.Y53TS D Missense 24% (of 74 reads) 0.30% 0% gnomAD
o,
FANCD2 Ellct| . 1278+43_1278+6delAAGT oo ; 14% (of 74 reads) 0% ?E?ﬁ; F’fe ag:;mAD
ATRX E@m} :ZEE;;%>C @ Missense T72% (of 50 reads) 0% 0% gnomAD
CYP2D6 H :13‘:1582('3:0 @ Missense 63% (of 40 reads) 0% 0% gnomAD
HLA-DRB1 :gﬁ;ﬂ [ loss ] Stop Gain 26% (of 30 reads) 0% 0% gnomAD
0,
PRSS1 L] :1:(;:T @ Missense 32% (of 44 reads) 0% ?A?ﬁcif)nomAD

Sample to Insight

QIAGEN | PowerPoint Template & Style Guide 36



Sample to Insight

4 H Report Date Nov 8, 2020 Trial Title Trial
Test Performed. Somat|c panel ey Gene [ Variant Trial ID Treatments Phase Location / Contact
Patient Client Specimen ESR1 A Phase15tudy of 5 5609, an Oral, SY-5609 Phasa1 United States: MI, OK,
-t Name Michelle Doe “lent General Hospital Accs D TestA: A4 pY5375 Selelctive CI;)K'? Inhibitor, in Adult . fulvestrant PATH, TX
Date of Birt “lient 1D ABCI23 pecimen biopsy 9.152098788A>C Patients With Select Advanced Solid Kirnberley Caliri;
AG 2 rn Dr. E Smith Collect Nov 9, 2020 Tier 18 . Turnars kealiri@syros.com;
-« Female jist Dr. R Jones Acce Nov 9, 2020 Fathegenic HCTOAZATISE 617-874-9055;
y - ary Tur =ii= Breast
Dlsarcals  Breast Canios? ESR1 INTERACT- Integrated Evaluation of anastrozole Phasa 2 United States: TX
PYSZT7S Resistance and Al:r.iunatlaility Using (T Santhilkumar
Result: poqf ve 9152098788A=C Circulating Tumor DMA in HR Positive Darmodaran:
Tier 1B . Metastatic Breast Cancers ribociclit sdamodaran@mdandersan
2 5 8 22 Pathagenic NCTO4256941 abernaciclib org:
Clinically Significant Therapies Associated with  Therapies with Potential Clinical Trials fetrozale TI3-T22-2817;
Variants Resistance Clinical Benefit letrozole
/palbociclib
Report Summary palbaciclib
PIK3CA ES542K was identified and is associated with an available treatment. One alteration is associated with abemaciclib
resistance to aromatase inhibitor therapy. fubvectrart
provprprgven letrozole
fribociclib

Actionable Variants With Associated Therapies

Gene / Variant

PIK3CA
cl624C=>A
P.E542K
g179218294G>A
Tier1A
Pathogenic

ESR1
c1610A~>C
p.YS37S
g.152028788A~>C
Tier1B
Pathogenic

Allelic Fraction

35.0% (of €0 reads)

24.0% (of 74 reads)

Breast Cancer

alpelisib

alpelisib
Mulvestrant

lapatinib
fetrozole

letrozole

fulvestrant
neratinib
tamoxifen

toremifene

Approved Therapies

Other Indications

Associated With | Clinical
Resistance Trials

anastrozole 3

aromatase
inhibitor

fulvestrant
letrozole

tamoxifen

Individual Variant Interpretations

Gene
Exon
Mucleotide

Amino Acid
Function
Allelic Fraction
Classification

PIK3CA

10

MNM_006218.4:
g17aZ18234G>4A
cl6240=A
pES42K

gain

35.0% (of 60 reads)
Tier 1a

Interpretation

PIK3CA encodes the protein pli0-alpha, which is the catalytic subunit of
phosphatidylinositol 3-kinase [PI3K). The PI3K pathway is invalved in cell
signaling that regulates a number of critical cellular functicns, including
cell growth, proliferation, differentiation, motility, and survival [16, 6]
PIKICA mutations are not mutually exclusive with EGFR or KRAS or BRAF
mutations, and are associated with increasad PI3K signaling and
increased activation of Akt [22,10]. Activating missense mutations in
PIKICA, including the ES42K, ES45K, and HI04TR hotspot mutations,

Assessment Pathogenic predominantly occur in the helical [exon 9) and kinase (exon 20] domains
[17,2].
cens ESRT Interpretation
Exon 10 ESH encodes estrogen receptor alpha (ER-alpha), one of the major
Mucleotide NM_00TI22742.1 estrogen receptor isoforms in humans; binding of estrogen to ER-alpha
g.152098788A=~C promaotes its translocation to the nucleus and the transcriptional
c16104=C activation of genes involved in cell cycle progression and survival [14].
Amino Acid p Y5375 Mutation or amplification of ESR1 and activation of ER-alpha may result in
Function gain the upregulation of genes involved in cell cycle progression and survival,

Allelic Fraction
Classification
Asses=ment

24.0% (of 74 reads)
Tier 1B
Pathogenic

and ER-alpha signaling has been implicated in a number of cancer types
[14,12, 4, 21, 15]. However, ER-alpha may act as a tumor sSuUppressor in some
cancers [23, 3,1, 5).
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MyQCI — Test Product Profile (TPP) Configuration

Create a new Test Product Profile *

Workflow (required)

Somatic

& = CJ

v ® £
000

myQCl Test Product Profiles Reports API Explorer Admin Tool Contact U
| Workflow Pipeline (required)
Search by Test Product Profile... Import  Create New Details
Interpret N ® )
Name
Test Product Profile User Group Name (1) Workflow Type Last Updated ~ Updated By

| User Group (required)

2019August
Copy from SomaticBare
- Available TPP - tpp-ds-auto-LhbrpAWdw
. KPtjzxRmPNC
— Available TPP — -
QIAGEN Test Product Templates tpp-ds-auto-aNQdRHZP
) ; AUPSZkJPzde
lllumina® TruSight™ Oncology 500 a
Nlumina® TruSight™ Tumor 170 testngb0fa6b0a-060a-42
5b-900c-69312a8b0b6 1
QCI Interpret Somatic Default
. . . testngd8fed7d7-627e-4f
QCI Interpret (Somatic) Default + ReportingPolicy S ATTE s e s
QlAact-AlT-Basic-FFPE_QIAGEN
tppDefauliUR

QlAact-AlT-Basic-Plasma_QIAGEN
QlAact-AlIT-UMI-FFPE_QIAGEN
QlAact-BRCA-1_2-Basic-FFPE_QIAGEN
QlAact-BRCA-UMI-FFPE_QIAGEN

QIAGENOffTheShellTPP

QIAGENOffTheShelfTPP

QIAGENOffTheShelfTPP

QIAGENOffTheShellTPP

QIAGENOffTheShellTPP

QIAGENOfTheShelfTPP

Somatic

Somatic

Somatic

Hereditary

Somatic

Somatic

18/05/2020 22:45

18/05/2020 06:30

18/05/2020 06:30

18/056/2020 04:24

18/05/2020 03:16

17/05/2020 21:03

HopeSeq Heme Research Panel

Workflow type
Somatic
Workflow Pipeline

QCI Interpret One Pre-curated

State

myqcl super_admin STAGING

User Group Name
QIAGENOffTheShellTPP

Code
COH-HSRP

myqci super_admin

myqci super_admin Report Template

QCII-One_DemoReport
Variant Pre-filter
hopeseq_prefilter

Automated Flow
false

Reporting Method

myqci super_admin

dstestuser qci-a

Sample to Insight
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MyQCI - Report

g a @& = -

myQC| Test Product Profiles Reports API Explorer Admin Tool Contact Us User Guide
Q Search by Report Name... Manage Signatures ~ Create New Details
Report N B Report Last Updated Updated B! Report Name
eport Name ase Repo p pda y Onco report
Somatic Demo v2.1.0
. Created
1 selected / 1 total 24/11/2020 16:28
Created by

Mariana Satrova

Last updated
24/11/2020 16:28

Updated by
Mariana Satrova

Delete Copy Preview Export Edit

Sample to Insight
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MyQCI — Customize Your Report Style

«Back [ZSave # Settings J Styling P Preview Editing report: TESTGRSomaticDemo ¢</> Advanced edit

© Warning: The purpose of

this sample report is to
illustrate report components
and not accuracy or
completeness of scientific
evidence.

Additional Inft

S : TSRO . : -
: : Your Lab : Page
i' Il i 1700 Lincoln Bivd, Suite 20, Redwood City, CA 94063 i
: ¢ labxyz com 4 4040 E
: { on ;

YOURLAB |
Test Performed: Somatic Panel RRPRE RS FN A
Specimen Information T
: Date of Birth Jan 29, 1990 Accession ID NSCLC demo

Age 29 Specimen biopsy

Sex Male Collection Aug 7, 2019

Ethnicity Caucasian Accession Aug 1, 2019
Diagnosis Lung adenocarcinoma Primary Tumor Site Lung

Diagnosis Stage IB

Result:

3 1 1 1

Clinically Significant Therapies Associated with Therapies with Potential Clinical Trials
Variants Resistance Clinical Benefit

Report Summary
This is a customizable sample report. The purpose of this sample report is to illustrate report components and not accuracy or
;t_:o_m_plbetenas_s _of _scien__tiﬁc evidence.

Sample to Insight
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MyQCI - API Explorer (Another License Required)

Test Endpoints GET Mvi/clinical Search for submitted tests satisfying user-supplied criteria
Search for Tests Parameters
Submit a New Test Parameter Value Description %?Fczmeter %?FEZ
Check Status of Submission state | Limit search results to tests in a specific state. ~ query string

Share Test with Others

stariReceivedDate o Beginning of the range of dates to search query date
YYYY-MM-DD HH
Export Test Results == | jormat yyyy-mm.dd

Update assessment

endReceivedDate YYYY-MM-DD 2 Beginning of the range of dates to search query date
Profile Endpoints format: yyyy-mm-dd
Get All Test Product Profiles sort .| Order for the list of resuits. (receivedDateDesc - query string
default)

Get Test Product Profile by

bold red= required
Name .

Metadata Prep

Select SDK version to Download

SDK 114 o Response Class (status 200)

Model Schema

Sample to Insight
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CASE STUDY
1.4H 8RB R > e e BB 65 IRy 25 12 (it FR 2R I 2T 2. LTrioR G EE M Dt En SR EBER 2 SRR

. _ . _ * Heredity: Trio Analysis on multiple-phenotypes genetic disease
» Characterizing the variants specific to the different subtypes

« Samples
+ Samples
> Proband
o Subtype A: 9 samples
o Father
o Subtype B: 9 samples
o Mother
o Subtype C: 9 samples
+  Goal:

o To find the genetic-linkage variants on specific phenotypes on case

e children
RS -
AC 20057 "
Sl - I Patient Symptoms
i
wir e
- Ranks cal cor ity between supplied Kknowr
- o [Rep— J— \
- - - Sopcan 0% g
~
X s = swasn LI
scnaacrens E=E=EE Misarss 0%
‘Sanassorsn ™ 1] ED  snonmes 0% gnamid
Dbropimdne debyckogenss. g — — — gy — e D Moo o%mamad
mdiry e i — — — g | dosit [T ——
oA
————— @ - e

CCCCCC

Sample to Insight
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LIVE DEMO

Sample to Insight
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AR NCESbA

Sample to Insight

NEJE &5

Confidence

Common variants

Predicted deleterious




1

s
My
%nr

Case Studies I # ¥ ARIRA 73 R R En 2= UM IR R FHEES

» Characterizing the variants specific to the different subtypes “
«  Samples w —

o Subtype A: 9 samples
o Subtype B: 9 samples
o Subtype C: 9 samples

 Goal: ‘

o To find the specific variants between different subtypes
QCIT
+  Ways: ‘
o Filter out the false positive variants — Confident Filter
o Filter out common variants — Common Variant Filter
o Search for reportable pathogenic variants by ACMG guideline — Predict Deleterious

> Pool all potential variant and find the intersection and specific variants

Sample to Insight
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Step IlI: Change Filter Settings

A ANALYSIS Edit Filter
Filtered Variants ® A Name (required) [Common Variants
102836 variants that are observed in any of these populations with an allele frequency of
V[ = v||0.05 % of | East Asian v|in the Allele
#® Confidence ,f Frequency Community (includes gnomAD and CGI)
71899 + V[ = v/ [0_05 ]% of | East Asian v|in gnomAD
b I V[ = v||0.05 | % of | East Asian v |in ExAC
IS V. < | B | % of [all | NHLBI ESP exomes
6061 t+4
V(= A ’0_05 ]% in the 1000 Genomes Project
are present in [ldbsNP or | DGV
Vv [V unless an established Pathogenic common variant
84 4

Advanced ~  Add Filter Apply Cancel

Sample to Insight
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Step IV: View the Variant Results AND Report

Phenotype: = ACTN3 deficiency

Gene

ACTN3@
Transcript

NM_001104.4

Open

Filter Settings Search...

Gene

CYP2D6 T

CYP2D6

DPYD T
ESR1 i

FANCD2

- Age of Onset Disease Prevalence

Variant
c.1729C>T

p.R577* (D)

Population Frequency: 0% gnomAD
Genotype:
Impact: stop gain

Computed Classification Q

Pathogenic H
ACTN3 deficiency

Next = View Bibliography
i 84 variants ¢ - ) »H View Settings +

Alteration Phenotype Cases i Mode of Inheritance Function Impact Max Population Frequency Variant Findings A
€.1729G=T . - )
p RET7* ACTN3 deficiency — 1 T - - Stop Gain 0% gnomAD 242
c.259C>T . . . 1.54% gnomAD
p.RBT* Familial 46, XY disorders of sex... [ - - Stop Gain (East Asian) 6
p.S486T ¥ Assessment

¥ Criteria Criteria ID Strength Evidence Rationale
c.408G-C ¥ Null varant (nonsense, frameshift, canonical +/-1 or 2 splice sites, initiation codon, copy number loss, single or multi exon deletion) in a gene where loss of function PVS1 Very Strong v - Add
p V136V (LOF) is a known mechanism of disease (Very Strong)

X The prevalence of the variant in affected individuals is significantly increased compared with the prevalence in controls [odds ratio = 86615.75; 95% confidence PS4 5 Add
c.85T>C interval = (5404.82, 1388072.72); FET 2-tail p-value < 0.0001; affected individual count = 401] (Strong)
p.C29R ¥ Absent from controls (or at extremely low frequency if recessive) in gnomAD [In these sources of population frequency data, this variant's frequency is 0% or <= PM2 - Add
c.1610A=C 0.001%] (Moderate)
p.Y53TS x Variant found in a case with an alternate molecular basis for disease (Supporting) BP5 Supporting Vv 1 Add

¥ Reputable source recently reports variant as benign, but the evidence is not available to the laboratory to perform an independent evaluation (Supporting) BP6 Supporting W 1 Add

c.1278+3_1278+6del

Sample to Insight

=+ Add Criterion

Set Pathogenicity Assessment: | Pathogenic v Reportability:  Not Reportable v Set Assessment

View/Add notes | Remove assessment | Set Validation Status
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Step V: Further Analysis on Your Own Pipeline

A subtype specific variant lists (Pathogenic Variant)

Chromosome Position End Position ~ Reference Allele  Sample Allele Variation Type Gene Region Gene Symbol Protein Variant Variant Findings Translation Impact ACMG

1 45332088 45332088 T c SNV Sﬁ)::fr?) fﬂfe; MUTYH - 195 - Pathogenic

. Promoter; Exonic; ZNF717; p.F577delins*V; . .
3 75737893 75737894 - CTT Insertion Intronic MIR4273 p.F527delins*V 1 in-frame Pathogenic
3 1.79E+08 1.79E+08 G A SNV Exonic PIK3CA p.E542K 3679 missense Pathogenic
3 1.79E+08 1.79E+08 C A SNV Exonic PIK3CA p-Q546K 762 missense Pathogenic
3 1.79E+08 1.79E+08 G A SNV Exonic PIK3CA p.E726K 430 missense Pathogenic

p.Y536S;

Exonic; Intronic; p.Y537S; . .

6 1.52E+08 1.52E+08 A C SNV 3UTR ESR1 D.Y276S: 364 missense Pathogenic
p.Y539S
H . % - % -
8 1.33E+08 1.33E+08 G A SNV Exonic; ncRNA; LRRC6 p-R60% p.R180%; 2 stop gain Pathogenic
Intronic p.R98*

10 8073787 8073787 C T SNV Exonic GATA3 p.R367*; p.R366* 39 stop gain Pathogenic
12 1.03E+08 1.03E+08 T C SNV Exonic PAH p.Y204C 537 missense Pathogenic
17 7674179 7674179 A C SNV Splice Site TP53 - 19 - Pathogenic

. p.R2517%; . .
17 31352348 31352348 C T SNV Exonic NF1 D.R2496* 66 stop gain Pathogenic
M 12338 12338 T C SNV Exonic MT-ND5 p.M1T 10 start loss Pathogenic

Sample to Insight
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ESR1 Treatment Info from QCII

Phenotype:  Breast cancer - Age of Onset Gene Prevalence Disease Prevalence
61 Years 8.42% 1 177 i

Gene Variant Somatic Frequency: 0.30% i ﬂ_ :
ESR1 ¢.1610A>C Population Frequency: 0% gnomAD Computed .(Jlasslﬁcatlon L
Transript p.Y537S @ED) : Allele Fraction: 24% (of 74 reads) 2 t-l'll-ler 1B i
NM 0011227421 Impact: missense atnogenic

G . Breast cancer

Variant List < Previous Next = Use Classification = View Bibliography

| w Treatment Information
Change Phenotype To: All Cancers 1 treatment(s) ineligible i

Treatments Report All Showing | Unreport All Showing
Treatment Response i T Evidence i T Specificity i T  Indication References T
» f /| aromatase inhibitor Resistant 1B exact variant Breast cancer Clinical Studies
» f ] anastrozole Resistant 2D exact variant Ductal breast carcinoma Clinical Studies
ﬁ, ] fulvestrant Resistant 2D exact variant Breast cancer Clinical Studies
» E] letrozole Resistant 2D exact varant Ductal breast carcinoma Clinical Studies
ﬁ ] tamoxifen Resistant 3 same position p.Y537N Breast cancer Clinical Studies

Sample to Insight
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» Heredity: Trio Analysis on multiple-phenotypes genetic disease

« Samples
> Proband
o  Father
o Mother
+ Goal:

o To find the genetic-linkage variants on specific phenotypes on case children
+  Ways:

o Heredity Analysis

o Filter out the false positive variants — Confident Filter

o Filter out common variants — Common Variant Filter

o Search for reportable pathogenic variants by ACMG guideline — Predict Deleterious

Sample to Insight
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QIAGEN

Step II: Patient Phenotypes (Optional)

Patient Symptoms

Ranks candidate genes by computing semantic similarity between supplied phenotypes and known disease-gene associations.

© Multiple congenital anomalies (Multiple congenital anomalies) A
€ Fetal akinesia (Fetal akinesia)

€3 Hypotonia (Hypotonia)

€ Pena-shokeir syndrome type | (Pena-shokeir syndrome type 1)

© Failure to thrive (Failure to thrive)

@ Encephalopathy (Encephalopathy)

© Muscle spasticity (spasticity)

) Disorder of sex development (Disorder of sex development)

© Macrocephaly (Macrocephaly)

€ Hearing loss (Hearing loss)

Upload file with HPO IDs

Cancel Apply Symptoms

Sample to Insight
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Step Ill: View and Interpret

Phenotype:  IFAP syndrome

Gene

GJB2@
Transcript

NM_004004.6

Open

Filter Settings «

< Previous

Search...

- Age of Onset Disease Prevalence Mode of Inheritance
Birth - 2 Years i 40 Individuals i X-Linked
Variant i : . i e
c.109G>A Genotype: Het - transmitted Computed Classrl.icatlnun o
p.V37I @ i Impact: issense Pathogenic H4

IFAP syndrome

The "transmitted" tag will be displayed on the genotype when the variant is

Next View Bibli h .
e | e present in the case and at least 1 control (parent).

i 1 variants . . ¢ ) H | View Settings + |
...Phenotype driven ranking system -

-

GJB2 | ]|]| c-109G>A — X.linked Vi 8.35% gnomAD 1920
l_ p-V3TI - - =2 PR (Eestasian)
Beta-thalassemia major
HBB /] C.52A>T CIT T = recessive Stop Gain 0.08% gnomAD 514
p.K18" . - - [ loss P (East Asian)
Anterior segment dysgenesis
CYP1B1 [f]| c319C>G | | _ ) Vi 0.45% gnomAD 20
p.L107V - - [ loss ] ISSENSE East Asian)
0.59
Congenital adrenal hyperplasia
c.1M79C>G — - ; 2.01% gnomAD
CYP21A2 ZI p.H393Q = = . . recessive @ Missense (East Asian) 7
0.51
Kartagener syndrome
=3
HYDIN ([; :;f;g% A [ . . recessive @ Missense 0% gnomAD 12

0.46

Sample to Insight
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Step IV: Change View by Viewing Settings

Phenotype: | Cancers and Tumors -
Gene Variant
CDC273 c.761T>G

% :
Transcript p-L254 @ ]

NM_001293089.3

Open Next =

Filter Settings + Search...

Gene Alteration

[ CDC27 ] c.761T>G
p.L254*

CDC27 c.TT8A=C
p.N260H

‘ FRG2C ‘ c.464G>A
p.G155E

KMT2C c.2578C>T
‘ ‘ p.P860S

Age of Onset

Disease Prevalence

Population Frequency:
Genotype:
Impact:

View Bibliography

4 variants

Phenotype Proband i
Cancers and Tumors .
Cancers and Tumors .
Ataxia-ocular apraxia 2 .
Cancers and Tumors .

0% gnomAD
Het
stop gain

Controls

"

Mode of Inheritance

Computed Classification @@

Pathogenic
Cancers and Tumors

Function

Impact

Stop Gain

Missense

Missense

Missense

Ma:

0%

0%

0%

0%

H View Settings +

View Settings

= -
() i== | u=m
R e

Sort By | Pathogenicity (group by gene) v |

) Phenotype Driven Ranking (246) -
@® Denovo (49)

(O sex-Linked (23)

O Homozygous (30)

O Truncating (25)

O other (667)

Status
Not Assessed (1009)

Classification |
Pathogenic (7)
Likely Pathogenic (26)

O®

Sample to Insight

QIAGEN | PowerPoint Template & Style Guide 54



( 34
[ =
@
( 34
Z00

LIVE DEMO

Sample to Insight
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MyQCI — An Administrative Application for QCI Product

« MyQCI is an administrative application for QCI products providing a flexible and easy-to-use platform for managing,
configuring, and customizing key components of your test menu including test configuration, PDF report template, and

electronic signature.

] i : ' CJ o«

myQCI Test Product Profiles Reports API Explorer Admin Tool Contact Us User Guide Gene Chen Logout

Institution: Qiagen Distributors - QCI-I

® @ ©) Recent activity

-

Template Onco report was created, 24/11/2020 16:28

0 1 O Mariana Satrova
Template Onco report was updated, 24/11/2020 16:28

Test product profiles Reports Signatures Mariana Satrova

Manage test product profiles Manage reports Manage signatures

Need to activate the function for any account

Sample to Insight
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Applications on MyQCI Test
o yQ Product
Profiles
(TPP)
API
Explorer | | MyQCI ——  Report

Admin
Tool

\ /
\ /

Sample to Insight
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MyQCI — Test Product Profile (TPP) Configuration

Create a new Test Product Profile *

Workflow (required)

Somatic

& = CJ

v ® £
000

myQCl Test Product Profiles Reports API Explorer Admin Tool Contact U
| Workflow Pipeline (required)
Search by Test Product Profile... Import  Create New Details
Interpret N ® )
Name
Test Product Profile User Group Name (1) Workflow Type Last Updated ~ Updated By

| User Group (required)

2019August
Copy from SomaticBare
- Available TPP - tpp-ds-auto-LhbrpAWdw
. KPtjzxRmPNC
— Available TPP — -
QIAGEN Test Product Templates tpp-ds-auto-aNQdRHZP
) ; AUPSZkJPzde
lllumina® TruSight™ Oncology 500 a
Nlumina® TruSight™ Tumor 170 testngb0fa6b0a-060a-42
5b-900c-69312a8b0b6 1
QCI Interpret Somatic Default
. . . testngd8fed7d7-627e-4f
QCI Interpret (Somatic) Default + ReportingPolicy S ATTE s e s
QlAact-AlT-Basic-FFPE_QIAGEN
tppDefauliUR

QlAact-AlT-Basic-Plasma_QIAGEN
QlAact-AlIT-UMI-FFPE_QIAGEN
QlAact-BRCA-1_2-Basic-FFPE_QIAGEN
QlAact-BRCA-UMI-FFPE_QIAGEN

QIAGENOffTheShellTPP

QIAGENOffTheShelfTPP

QIAGENOffTheShelfTPP

QIAGENOffTheShellTPP

QIAGENOffTheShellTPP

QIAGENOfTheShelfTPP

Somatic

Somatic

Somatic

Hereditary

Somatic

Somatic

18/05/2020 22:45

18/05/2020 06:30

18/05/2020 06:30

18/056/2020 04:24

18/05/2020 03:16

17/05/2020 21:03

HopeSeq Heme Research Panel

Workflow type
Somatic
Workflow Pipeline

QCI Interpret One Pre-curated

State

myqcl super_admin STAGING

User Group Name
QIAGENOffTheShellTPP

Code
COH-HSRP

myqci super_admin

myqci super_admin Report Template

QCII-One_DemoReport
Variant Pre-filter
hopeseq_prefilter

Automated Flow
false

Reporting Method

myqci super_admin

dstestuser qci-a

Sample to Insight
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MyQCI - Report

g a @& = -

myQC| Test Product Profiles Reports API Explorer Admin Tool Contact Us User Guide
Q Search by Report Name... Manage Signatures ~ Create New Details
Report N B Report Last Updated Updated B! Report Name
eport Name ase Repo p pda y Onco report
Somatic Demo v2.1.0
. Created
1 selected / 1 total 24/11/2020 16:28
Created by

Mariana Satrova

Last updated
24/11/2020 16:28

Updated by
Mariana Satrova

Delete Copy Preview Export Edit

Sample to Insight
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MyQCI — Customize Your Report Style

«Back [ZSave # Settings J Styling P Preview Editing report: TESTGRSomaticDemo ¢</> Advanced edit

© Warning: The purpose of

this sample report is to
illustrate report components
and not accuracy or
completeness of scientific
evidence.

Additional Inft

S : TSRO . : -
: : Your Lab : Page
i' Il i 1700 Lincoln Bivd, Suite 20, Redwood City, CA 94063 i
: ¢ labxyz com 4 4040 E
: { on ;

YOURLAB |
Test Performed: Somatic Panel RRPRE RS FN A
Specimen Information T
: Date of Birth Jan 29, 1990 Accession ID NSCLC demo

Age 29 Specimen biopsy

Sex Male Collection Aug 7, 2019

Ethnicity Caucasian Accession Aug 1, 2019
Diagnosis Lung adenocarcinoma Primary Tumor Site Lung

Diagnosis Stage IB

Result:

3 1 1 1

Clinically Significant Therapies Associated with Therapies with Potential Clinical Trials
Variants Resistance Clinical Benefit

Report Summary
This is a customizable sample report. The purpose of this sample report is to illustrate report components and not accuracy or
;t_:o_m_plbetenas_s _of _scien__tiﬁc evidence.

Sample to Insight
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MyQCI - API Explorer (Another License Required)

Test Endpoints GET Mvi/clinical Search for submitted tests satisfying user-supplied criteria
Search for Tests Parameters
Submit a New Test Parameter Value Description %?Fczmeter %?FEZ
Check Status of Submission state | Limit search results to tests in a specific state. ~ query string

Share Test with Others

stariReceivedDate o Beginning of the range of dates to search query date
YYYY-MM-DD HH
Export Test Results == | jormat yyyy-mm.dd

Update assessment

endReceivedDate YYYY-MM-DD 2 Beginning of the range of dates to search query date
Profile Endpoints format: yyyy-mm-dd
Get All Test Product Profiles sort .| Order for the list of resuits. (receivedDateDesc - query string
default)

Get Test Product Profile by

bold red= required
Name .

Metadata Prep

Select SDK version to Download

SDK 114 o Response Class (status 200)

Model Schema

Sample to Insight
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The QIAGEN Knowledge Base System Support Full Variant Analysis

Inputs QCI Translational (QCIT) Outputs
Functional
Variant detection Mapping of Filter Annotated
from sequencing > annotations to Tools > variants
variants

Specific file format

Annotation Eg: HGMD, dbSNP, ACMG...

Resources

QIAGEN-Knowledge Based Database

QCI Interpret

Clinical Report

Clinical Revise

Sample to Insight
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Sample to Insight
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