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Easy® KRAS cat.no. RT001 (24 test, CE IVD)
Main features

Detection of the main mutations of exon 2 (codons 12, 13), of exon 3 (codons 59, 61) and of exon 4
(codons 117, 146) of the gene KRAS using 12 oligo mixes.
Each mix allows the co-amplification of one or more mutated alleles plus an endogenous control gene.
A specific oligo control mix enables the evaluation of the quality and the quantity of the DNA
in each sample.

Controls

Control DNA positive for all the mutations detected by the kit.
Reference standard DNA Horizon KRAS G12V 1% to monitor the analytical process and the
performances of the system.
The standard is characterized by a well defined allelic ratio wild-type/mutant.

Sensitivity

The kit allows the detection of low percentages of mutated allele in presence of high amounts of wildtype genomic DNA by real-time amplification with sequence-specific probes marked with FAM and
HEX (LOD down to 0.5%)

Starting material

The kit allows the analysis of DNA extracted from fresh, frozen and formalin-fixed paraffin-embedded
tissues.

Execution time

2 hours

Easy® BRAF cat.no. RT002 (24 test, CE IVD)
Main features

Detection of the main mutations of codon 600 of the gene BRAF using 5 oligo mixes.
Each mix allows the co-amplification of one or more mutated alleles plus an endogenous control gene.
A specific oligo control mix enables the evaluation of the quality and the quantity of the DNA in each
sample.
Control DNA positive for all the mutations detected by the kit.

Controls

Reference standard DNA Horizon BRAF V600E 1% to monitor the analytical process and the
performances of the system.
The standard is characterized by a well defined allelic ratio wild-type/mutant.

Sensitivity

The kit allows the detection of low percentages of mutated allele in presence of high amounts of
wild-type genomic DNA by real-time amplification with sequence-specific probes marked with FAM
and HEX (LOD down to 0.5%).

Starting material

The kit allows the analysis of DNA extracted from fresh, frozen and formalin-fixed paraffin-embedded
tissues.

Execution time

2 hours

Easy® EGFR cat.no. RT003 (24 test, CE IVD)
Main features

Detection of the main mutations of exons 18, 19, 20, 21 of EGFR gene using 8 oligo mixes.
Each mix allows the co-amplification of one or more mutated alleles plus an endogenous control
gene.
A specific oligo control mix enables the evaluation of the quality and the quantity of the DNA
in each sample.

Controls

Control DNA positive for all the mutations detected by the kit.
Reference standard DNA Horizon EGFR ∆E746-A750 1% to monitor the analytical process and the
performances of the system.
The standard is characterized by a well defined allelic ratio wild-type/mutant.

Sensitivity

The kit allows the detection of low percentages of mutated allele in presence of high amounts of
wild-type genomic DNA by real-time amplification with sequence-specific probes marked with FAM
and HEX (LOD down to 0.5%).

Starting material

The kit allows the analysis of DNA extracted from fresh, frozen and formalin-fixed paraffin-embedded
tissues and of circulating tumor DNA extracted from plasma.

Execution time

2 hours

Easy® NRAS cat.no. RT004 (24 test, CE IVD)
Main features

Detection of the main mutations of exon 2 ( codons 12, 13), of exon 3 (codons 59, 61) and of exon 4
(codons 117, 146) of NRAS gene of EGFR gene using 8 oligo mixes.
Each mix allows the co-amplification of one or more mutated alleles plus an endogenous control
gene.
A specific oligo control mix enables the evaluation of the quality and the quantity of the DNA in each
sample.

Controls

Control DNA positive for all the mutations detected by the kit.
Reference standard DNA Horizon NRAS Q61K 1% to monitor the analytical process and the
performances of the system.
The standard is characterized by a well defined allelic ratio wild-type/mutant.

Sensitivity

The kit allows the detection of low percentages of mutated allele in presence of high amounts of
wild-type genomic DNA by real-time amplification with sequence-specific probes marked with FAM
and HEX (LOD down to 0.5%)

Starting material

The kit allows the analysis of DNA extracted from fresh, frozen and formalin-fixed paraffin-embedded
tissues.

Execution time

2 hours

Easy® ALK cat.no. RT005 (24 test, CE IVD)
Main features

Qualitative detection of aberrant expression of the tyrosin-kinase domain of ALK associated to
the gene fusion by retrotrascription and co-amplification of a region located at 3’ terminus of ALK
mRNA (detected by a FAM marked probe) and of an endogenous control gene (detected by
a HEX marked probe).

Controls

Control RNA for the monitoring of the analytical process.

Starting material

The kit allows the analysis of RNA extracted from fresh, frozen or formalin-fixed paraffin-embedded
tissues.

Execution time

2 hours

Kit linea Easy®
The Easy® kits allow the qualitative detection of the main somatic mutations of the genes
EGFR, KRAS, NRAS and BRAF by Real-Time PCR in association with a system of enrichment
of the mutated allele.
The kit Easy® ALK is designed for the qualitative detection of the aberrant expression
of the tyrosin-kinase domain of ALK, which is caused by events of gene rearrangement,
by One Step Real-Time RT-PCR.
Each kit includes all the reagents necessary for the test and the positive controls of reaction.
The kits are validated on the following instruments:
▪ Rotor-Gene Q
▪ Rotor-Gene 6000
▪ Stratagene Mx3000P ▪ Stratagene Mx3005P
▪ ABI 7300
▪ Bio-Rad CFX96

▪ ABI 7500

All the kits (on each of the above listed instruments) share the same thermal profile for
the detection of the somatic mutations.
*The registered names and trademarks indicated in this document have to be considered protected by law,
even when not explicitly stated.

Helix® Circulating Nucleic Acid cat.no. H8040 (50 test, CE IVD)
The kit allows the manual extraction of circulating free DNA (cfDNA) from plasma.
The kit Helix® Circulating Nucleic Acid, in association with the kit Easy® EGFR, enables the muta
tional analysis of EGFR gene in the circulating tumor DNA (liquid biopsy) when the tumor tissue
is not evaluable, according to the EMA/129677/2014 recommendations of September 25th 2014.
Main features

DNA capture by silica membrane and vacuum-based system.
System to concentrate final eluate up to 3 times included in the kit.

Starting material

1-5 ml of fresh or frozen plasma.

Execution time

3 hours

Easy® DPYD cat. no. RT006 (24 test, CE IVD)
Main features

Detection, by allelic discrimination, of the DPYD gene polymorphisms DPYD*2A (IVS14+1G>A,
c.1905+1G>A, rs3918290), DPYD*13 (c.1679T>G, rs55886062), DPYD D949V (c.2846A>T, rs67376798) and
DPYD IVS10 (c.1129–5923C>G, rs75017182), associated with the toxicity due to the treatment with
fluoropyrimidines, using 4 oligo mixes.
Each mix allows the co-amplification of the mutant sequence (FAM) as well as the wild-type
sequence (HEX).

Controls

DPYD WT positive control: Positive control DNA containing a mixture of synthetic wild-type DNA
sequences for DPYD polymorphisms analyzed.
DPYD MT positive control: Positive control DNA containing a mixture of synthetic mutant DNA
sequences for DPYD polymorphisms analyzed.

Starting material

The kit allows the analysis of genomic DNA extracted from whole blood

Execution time

2 hours

Easy® UGT1A1 cat. no. RT007 (24 test, CE IVD)
Main features

Detection, by allelic discrimination, of the UGT1A1 gene polymorphisms UGT1A1*1 (TA)6,
UGT1A1*28 (TA)7, UGT1A1*36 (TA)5 and UGT1A1*37 (TA)8, associated with the toxicity due to the
treatment with irinotecan, using 1 oligo mix.
UGT1A1 mix contains HEX labeled probes for UGT1A1*28 and UGT1A1*37 and FAM labeled probes for
UGT1A1*1 and UGT1A1*36.

Controls

UGT1A1 WT positive control: Positive control DNA containing synthetic wild-type UGT1A1*1/*1 DNA
sequence.
UGT1A1 MT positive control: Positive control DNA containing synthetic mutant UGT1A1*28/*28 DNA
sequence.

Starting material

The kit allows the analysis of genomic DNA extracted from whole blood

Execution time

2 hours

Easy® THYROID cat. no. RT008 (24 test, CE IVD)
Main features

Detection of the main mutations of exon 2 (codons 12,13), of exon 3 (codons 61) of the genes KRAS,
NRAS, HRAS and of the codons 600 and 601 of the gene BRAF using 8 oligo mixes.
Each mix allows the co-amplification of one or more mutated alleles plus an endogenous control gene.

Controls

Positive control DNA containing a mixture of synthetic DNA sequences that correspond to each
mutation detected by this kit in a background of wild-type genomic DNA.

Starting material

The kit allows the analysis of genomic DNA extracted from fresh, frozen or formalin fixed
paraffin-embedded (FFPE) tumor tissue.
The kit allows the analysis of genomic DNA extracted from cytological samples.

Execution time

2 hours
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Ready to youse

Ready to youse

READY
TO USE

EASY
TO USE

HIGH
SENSITIVITY

FLEXIBLE SAMPLE
REQUIREMENT

Reagents delivered in
8-well strips preloaded
with a complete
master mix

No need for freezing,
thawing or pipetting on
ice and the few remaining
pipetting steps minimize
the risk of errors or
contamination

Limit of detection
as low as 0.5%

Low DNA or RNA input
from a variety of sources,
including FFPE
and plasma

TURNAROUND
TIME

FLEXIBLE
USE

AUTOMATIC DATA
ANALYSIS

From tissue to result in
less than 3 hours with
only 10 minutes of
hands-on time

Possibility to run multiple
targets all in one experiment:
same thermal profile
for the somatic assays and
color coded reagents

Import data into
Easy PGX dedicated
software and get results

TRANSPORT AND
STORAGE AT ROOM
TEMPERATURE

STANDARDS
INCLUDED

AUTOMATIC
EVALUATION

Positive and negative
controls included
for validation of each
experimental session

Inhibitors or pipetting
errors detected
by the internal
reaction control

REGULATORY
Kits have been designed,
developed and validated
in accordance with the
Directive 98/79/EC on in vitro
diagnostic medical devices

Complete master mix
in a dry format, stable
at room temperature

QUALITY
ASSURANCE
Manufactured under
ISO 13485

EasyPGX® ready KRAS
cat. no. RT021 (48 test, CE IVD)

EasyPGX® ready BRAF
cat. no. RT022 (48 test, CE IVD)

MAIN FEATURES
Detection of the main mutations of exon 2 (codons
12, 13), of exon 3 (codons 59, 61) and of exon 4
(codons 117, 146) of the KRAS gene.
Each mix allows the co-amplification of one or more
mutated alleles plus an endogenous control gene.

MAIN FEATURES
Detection of the main mutations of codon 600 of the
BRAF gene.
Each mix allows the co-amplification of one or more
mutated alleles plus an endogenous control gene.
STARTING MATERIAL
DNA from fresh, frozen, formalin-fixed
paraﬀin-embedded (FFPE) tissues and plasma*.

STARTING MATERIAL
DNA from fresh, frozen, formalin-fixed
paraﬀin-embedded (FFPE) tissues and plasma*.

EasyPGX® ready EGFR
cat. no. RT023 (48 test, CE IVD)

EasyPGX® ready NRAS
cat. no. RT024 (48 test, CE IVD)

MAIN FEATURES
Detection of the main mutations of exons 18, 19, 20,
21 of the EGFR gene.
Each mix allows the co-amplification of one or more
mutated alleles plus an endogenous control gene.

MAIN FEATURES
Detection of the main mutations of exon 2 (codons
12, 13), of exon 3 (codons 59, 61) and of exon 4
(codons 117, 146) of the NRAS gene.
Each mix allows the co-amplification of one or more
mutated alleles plus an endogenous control gene.

STARTING MATERIAL
DNA from fresh, frozen, formalin-fixed
paraﬀin-embedded (FFPE) tissues and plasma*.

STARTING MATERIAL
DNA from fresh, frozen, formalin-fixed
paraﬀin-embedded (FFPE) tissues and plasma*.

Easy PGX system: from tissue to result in less than 3 hours
Workflow

One step
tissue lysis

PCR setup

PCR run

Data analysis

Total time

60 min

< 5 min

90 min

< 1 min

Add the EasyPGX
Dep solution and
extraction
reagents to the
sample

Add extracted
samples to
ready-to-use
8-well strip

< 5 min

< 5 min

Hands-on time

Load the
Import raw data
8-well strip
into the EasyPGX
Analysis software
onto the
thermal-cycler
and start the run
< 1 min

< 1 min

Ready to youse

EasyPGX® ready ALK, ROS1, RET, MET
cat. no. RT025 (48 test, CE IVD)

EasyPGX® ready DPYD
cat. no. RT026 (48 test, CE IVD)

MAIN FEATURES
Detection of the main chromosomal translocations
involving ALK, ROS1, RET and the MET exon 14
skipping.
Each mix allows the co-amplification of one or more
fusions plus an endogenous control gene.

MAIN FEATURES
Detection, by allelic discrimination, of the DPYD gene
polymorphisms DPYD*2A (IVS14+1G>A,
c.1905+1G>A), DPYD*13 (c.1679T>G), DPYD D949V
(c.2846A>T) and DPYD IVS10 (c.1129–5923C>G),
associated with the toxicity due to the treatment
with Fluoropyrimidines.
Each mix allows the co-amplification of the mutant
sequence as well as the wild-type sequence.

STARTING MATERIAL
RNA from fresh, frozen, formalin-fixed
paraﬀin-embedded (FFPE) tissues and cytological
samples.

STARTING MATERIAL
DNA from whole blood.

EasyPGX® ready UGT1A1
cat. no. RT027 (48 test, CE IVD)

EasyPGX® ready THYROID
cat. no. RT028 (48 test, CE IVD)

MAIN FEATURES
Detection, by allelic discrimination, of the UGT1A1
gene polymorphisms UGT1A1*36 (TA)5, UGT1A1*1
(TA)6, UGT1A1*28 (TA)7 and UGT1A1*37 (TA)8,
associated with the toxicity due to the treatment
with Irinotecan.
Each mix allows the co-amplification of the target
polymorphisms plus an endogenous control gene.

MAIN FEATURES
Detection of the main mutations of exon 2 (codons
12,13), of exon 3 (codon 61) of the KRAS, NRAS, HRAS
genes and of the codons 600 and 601 of the BRAF
gene.
Each mix allows the co-amplification of one or more
mutated alleles plus an endogenous control gene.

STARTING MATERIAL
DNA from whole blood.

STARTING MATERIAL
DNA from fresh, frozen, formalin-fixed paraﬀinembedded (FFPE) tissues, and cytological samples.

Color coded: multiple targets in one run

EasyPGX® ready FL-DNA
cat. no. RT029 (48 test, CE IVD)

EasyPGX® ready EGFR PLUS
cat. no. RT030 (48 test, CE IVD)

MAIN FEATURES
Absolute quantitative detection of Fluorescence
Long DNA from faecal specimens.
Each mix allows the co-amplification of the target
DNA (APC and TP53) plus an exogenous control gene.

MAIN FEATURES
Detection of T790M and C797S (c.2389 T>A, c.2390
G>C) of the EGFR gene.
Each mix allows the co-amplification of one or more
mutated alleles plus an endogenous control gene.

STARTING MATERIAL
DNA from faecal specimens.

STARTING MATERIAL
DNA from fresh, frozen, formalin-fixed
paraﬀin-embedded (FFPE) tissues and plasma*.

EasyPGX® ready IDH 1-2
cat. no. RT031 (48 test, CE IVD)

EasyPGX® ready THYROID FUSION
cat. no. RT032 (48 test, CE IVD)

MAIN FEATURES
Detection of the main mutations of IDH1 gene
(codons 105 and 132) and IDH2 gene (codons 140 and
172).
Each mix allows the co-amplification of one or more
mutated alleles plus an endogenous control gene.

MAIN FEATURES
Detection of the chromosomal translocations
involving RET/PTC1: CCDC6-RET; RET/PTC2:
PRKAR1A-RET; RET/PTC3: NCOA4-RET and
PAX8/PPARG.
Each mix allows the co-amplification of one or more
fusions plus an endogenous control gene.

STARTING MATERIAL
DNA from fresh, frozen, formalin-fixed
paraﬀin-embedded (FFPE) tissues and plasma*.

Real time reaction monitoring

* Please note that extraction from plasma is sold separately (cat.n. H8040)

STARTING MATERIAL
RNA from fresh, frozen, formalin-fixed paraﬀinembedded (FFPE) tissues and cytological samples.

Ready to youse

EasyPGX® ready MSI cat. no. RT033 (48 test, CE IVD)
MAIN FEATURES
Detection of 8 mononucleotide "quasi monomorphic" markers: BAT-25, BAT-26, NR-21,
NR-22, NR-24, NR-27, CAT-25 and MONO-27 by Real
Time PCR and subsequent analysis of the targets
based on the denaturation profile.
The test allows, accurately and with reduced
"hands-on time", to detect the microsatellite
instability in tumor samples.

STARTING MATERIAL
DNA from fresh, frozen, formalin fixed paraﬀin
embedded (FFPE) tissue. Comparison with normal
tissue or blood is not necessary for the analysis of
results.

Helix® circulating Nucleic Acid cat. no. H8040 (50 test, CE IVD)
MAIN FEATURES
The kit allows the manual extraction of circulating
free DNA (cfDNA) from plasma.
The kit Helix® Circulating Nucleic Acid, in association
with the kit EasyPGX® ready EGFR, enables the
mutational analysis of EGFR gene in the circulating
tumour DNA (liquid biopsy) when the tumour tissue
is not evaluable, according to the EMA/129677/2014
recommendations of September 25th 2014.

Automatic data analysis software

DNA capture by silica membrane and vacuum-based
system. The system to concentrate the final eluate up
to 3 times is included in the kit.
STARTING MATERIAL
1-5 ml of fresh or frozen plasma.
TURN AROUND TIME
3 hours.

System ordering information
Catalog number

Product description

RT800-96

EasyPGX qPCR instrument 96

RT800-SW

EasyPGX analysis software

RT801

EasyPGX dry block

RT802

EasyPGX centrifuge/vortex 8-well strips

RT803

EasyPGX centrifuge/vortex 1.5 ml

Picture

Kit ordering information
Product description

Color coded

RT021

EasyPGX ready KRAS (48 test)

Green

RT022

EasyPGX ready BRAF (48 test)

Purple

RT023

EasyPGX ready EGFR (48 test)

White

RT024

EasyPGX ready NRAS (48 test)

Blue

RT025

EasyPGX ready ALK, ROS1, RET, MET (48 test)

Purple / Blue

RT026

EasyPGX ready DPYD (48 test)

Purple

RT027

EasyPGX ready UGT1A1 (48 test)

Clear

RT028

EasyPGX ready THYROID (48 test)

Black

RT029

EasyPGX ready FL-DNA (48 test)

White

RT030

EasyPGX ready EGFR Plus (48 test)

Red

RT031

EasyPGX ready IDH1-2 (48 test)

Clear

RT032

EasyPGX ready THYROID Fusion (48 test)

White

RT033

EasyPGX ready MSI (48 test)

Green / Black

Catalog number
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Lung cancEr fusiOn geNes:
a new dIagnostic Device

Lung cancEr fusiOn geNes: a new dIagnostic Device

Lung cancer is the 1st cancer among men in terms of both incidence and mortality, and among
women has the 3rd highest incidence, and is 2nd in mortality. Non Small Cell Lung Carcinoma
(NSCLC) accounts for 85% of all lung cancer cases.
From 1% to 7% of NSCLC cases show chromosomal translocations involving ALK, ROS1 or RET
genes and conferring sensitivity to TKI therapy.
Several clinically validated methods are available for the detection of fusion genes. Fluorescence
in situ hybridization (FISH) is complex, requires specialized technical expertise and has limitations
in terms of costs and throughput. Immunohistochemistry (IHC) requires highly sensitive and
specific antibodies and the involvement of trained pathologists to interpret the staining results.
Real Time PCR needs multiple primer sets and PCR reactions to reliably detect all possible fusion
isoforms and the availability of good-quality RNA.

Objectives
Development of a new diagnostic device able to detect and quantify with the NanoString®
platform transcripts of fusion genes involving ALK, ROS1 and RET in lung cancer.
Validation of the clinical performance of the new diagnostic device against existing standards for in vitro diagnostic use under the 98/79/EC directive.
Correlation of IHC/FISH data, tissue morphology signatures, with molecular results from
order to better stratify patients and improve both treatment decision and sample selection.
Clinical validation of ALK, ROS1 and RET fusion genes as predictive biomarkers of response
to specific TKIs.

Leonid’s product and impacts
RealQuant® Lung Fusion Genes, medical device validated for in vitro diagnostic use under
the 98/79/EC directive.
One test for multiple biomarkers detection and quantification (ALK, ROS1 and RET gene
rearrangements in the same reaction) >>> reduction of costs.
Identification of the main fusion genes in the same well.
Standardized results without personal interpretation and simplification of the medical
reduction of data decoding errors.
Easy-of-use (only 4 pipetting steps) >>> reduction of hands-on-time and manual errors.
Higher throughput (up to 10 samples per run).
Faster workflow (from FFPE tissue to data in less than 2 days).
Quality control of pre-analytical and analytical steps.
Performance validated in a multicenter clinical study at Dipartimento di Patologia Chirurgica, Medica, Molecolare e dell'Area Critica, Università di Pisa - Azienda Ospedaliero Universitaria Pisana (Pisa) and at Laboratorio di Bioscienze, Diagnostica Molecolare di III livello Biomarcatori e Medicina Personalizzata, Istituto Scientifico Romagnolo per lo Studio e la
Cura dei Tumori (I.R.S.T.) IRCCS (Meldola).

Partners of the project: three Italian SMEs
1. Diatech Pharmacogenetics - R&D-production CE IVD

3. Geneticlab - MDx service lab

Programme/Call: H2020-SMEINST-2-2014
Funding scheme: SME instrument
Topic: PHC-12-2014/2015 - Clinical validation of biomarkers and/or diagnostic medical devices

This project has received funding from the European Union’s Horizon 2020
research and innovation programme under grant agreement No° 673953

For information please contact:

Diatech Pharmacogenetics srl
Via Ignazio Silone 1b - 60035 Jesi (An) Italy
Phone +39 0731 213 243
info@diatechpgx.com
www.diatechpharmacogenetics.com
www.leoniddiatech.blogspot.it

The registered names and trademarks indicated in this brochure have to be considered protected by law, even when not explicitly stated.
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Complexity made easy

Myriapod® NGS product line- Key features:
Easy to use: single tube multiplex PCR.
Ready for diagnostics: CE IVD marked. Validated for the qualitative and quantitative evaluation of SNVs, indels and CNVs for both somatic and germline analysis.
Minimum quantity of DNA needed: 10-25 ng of DNA per sample.
Quality inside: Positive control with orthogonally validated genotype (Horizon Discovery)
included in the kit.
Complete kit: The kit includes all the necessary reagents for:
qualitative and quantitative evaluation of the input DNA by qPCR (for somatic analysis);
multiplex PCR for library preparation;
enrichment of the library through PCR.
Data analysis: dedicated software and workstation for automated data analysis.

Myriapod NGS System workflow
Sample

Cat. n.
NG030
NG031
NG032
NG050
NG052
NG900-HD
NG900-SW

Sample
quantification

Library prep

Description
Myriapod NGS-IL BRCA1-2 panel (48 test)
Myriapod NGS-IL CFTR panel (48 test) coming soon
Myriapod NGS-IL 56G Onco panel (48 test)
Myriapod NGS-LT BRCA1-2 panel (48 test)
Myriapod NGS-LT 56G Onco panel (48 test)
Myriapod NGS Workstation
Myriapod NGS Data Analysis Software

Sequencing

Platform
Illumina
Illumina
Illumina
Thermo Fisher
Thermo Fisher
-

Data analysis

Intended use
CE IVD
CE IVD
CE IVD
CE IVD
CE IVD
CE IVD
CE IVD

®

Complexity made easy

Myriapod® NGS Data Analysis workstation and software:
from NGS raw data to clinical results
The Diatech data analysis solution is made of an easy-to-use CE IVD software running on a
bespoke workstation. The software allows local analysis of raw sequencing data and the calling of
SNVs, indels and CNVs.

Myriapod NGS data Analysis Key features:
Dedicated and complete solution for
local data analysis: Myriapod NGS Analysis software and the dedicated Myriapod
NGS workstation are an end-to-end solution for local analysis.
Flexibility: same data analysis solution
for both Illumina® and Thermo Fisher
Scientific® platforms.
“Variants database” dedicated to each
application The software stores all the
variants detected by each application; the
user can re-classify any variant for internal use.
Monitor progress Once the analysis has
started, the user can monitor its progress
in an easy way.
Categorized results Variants are automatically binned into categories based on
quality and realiability of the call.
Integrated IGV data visualizer All data
can be viewed with the integrated IGV
viewer, allowing to visually inspect the
coverage of the interested regions.
Report The software allows to select
sequencing metrics and results and print
them in a PDF file report or export them
in .csv format.

Myriapod® NGS BRCA1-2 panel
Principle of the method: Myriapod® NGS BRCA1-2 panel CE IVD kit allows the detection of the
variants of BRCA1-2 and PALB2 implicated in breast and ovary cancer.
Starting material: genomic DNA extracted from blood, fresh, frozen or formalin-fixed paraffin
embedded (FFPE) tissue.
Intended use: CE IVD workflow from DNA to data analysis of BRCA1-2 and PALB2 whose alterations have been implicated in breast and ovary cancer.
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BRCA2

BRCA1

c.676A>T

c.1303G>T

c.2458A>G

c.2612C>T

c.3548A>G

c.4327C>T

c.4837A>G

c.8021dupA

c.7397T>C

c.5351delA

c.5073delA

c.4258G>T

c.2971A>G

0

c.865A>C
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Horizon® Diagnostics reference
standard tested using Myriapod
NGS BRCA 1-2 Panel.
Data obtained from 14 independent
libraries preparations for BRCA1-2
genes and 9 differents libraries
preparations for PALB2 genes on
Illumina® MiSeq System.
In blue the allelic frequency
measured by ddPCR by Horizon.
Green the average of the allelic
frequencies detected with
Myriapod NGS BRCA1-2 panel kit.

PALB2

Features
Variants Database

Includes info from ClinVar, dbSNP, ExAC, ESP

Pathogenic classification

In accordance with ClinVar and ENIGMA users can classify
variants as: Pathogenic, Likely Pathogenic, Uncertain, Likely
Benign, Benign

CNV Analysis

CNV analysis is performed using a proprietary algorithm

Every described variant is displayed and compared with:
clinical databases (e.g. Clin-Var);
variant frequency in the population databases (e.g. 1000 Genomes);
predictive algorithms of the mutation effect on the encoded transcription or protein.
The CNV (Copy Variation Number) analysis is displayed for each gene (BRCA1, BRCA2 e
PALB2); each analyzed exon is viewed as the variation from the gene normal copy number.
“O” value means a normal number of copies, “1” means a duplication and “-1” means a deletion. “High” and “Low confident” identify the confidence in the result.

Myriapod® NGS 56G Onco panel
Principle of the method: Myriapod® NGS 56G Onco panel CE IVD kit allows the detection of the
main variants of 56 genes whose alteration has been shown to be clinically relevant in different
tumors.
Starting material: genomic DNA extracted from fresh or formalin-fixed paraffin embedded (FFPE)
tissue.
Intended use: CE IVD workflow from DNA to data analysis of 56 genes whose alterations have been
shown to be of clinical relevance in oncology.
Genes included in the panel:
ABL1
AKT1
ALK
APC
ATM
BRAF
CDH1
CDKN2A

CSF1R
CTNNB1
DDR2
DNMT3A
EGFR
ERBB2
ERBB4
EZH2

FBXW7
FGFR1
FGFR2
FGFR3
FLT3
FOXL2
GNA11
GNAQ

GNAS
HNF1A
HRAS
IDH1
IDH2
JAK2
JAK3
KDR

KIT
KRAS
MAP2K1
MET
MLH1
MLP
MSH6
NOTCH
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GNAQ NOTCH1 FGFR2

KRAS

c.34G>C

c.38G>A

c.35G>C

c.182A>T

c.755C>G

c.626A>T
JAK2

c.4799T>C

c.1849G>T

c.1799T>G

c.2573T>G

c.2155G>A

c.1799T>A
BRAF

c.263G>A

EGFR

c.2508_2510delCAT
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Horizon® Diagnostics reference
standard tested using Myriapod
NGS 56G Onco panel.
Data obtained from 3
independent libraries
preparations on Illumina® MiSeq
System.
In blue the allelic frequency
measured by ddPCR by Horizon.
Green the average of the allelic
frequencies detected with Myriapod
56G Onco panel kit.
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