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Here we present three web-based platforms (PCASNPs, Vari-
antRanker, NetworkAnalyzer) for the analysis of high-throughput
genetic experiments, along with a framework for genomics pipelines,
within the framework of the ELIXIR-GR Infrastructure.

ELIXIR-GR is the Greek National Node of the ESFRI European RI ELIXIR,
a distributed e-Infrastructure aiming at the construction of a sustainable
European infrastructure for biological information. ELIXIR-GR supports
ife-science research and its translation to medicine, biological sciences
and society. It offers a catalogue of tools, services and benchmarks,
ensuring best practices as well as sustainability and interoperability with
other biological and medical science infrastructures.

Variant Ranker is a tool for ranking and annotation of coding and non-
coding variants and facilitates the identification of causal variants based
on novelty, effect and annotation information. Users can query and
filter large amounts of high-throughput data based on user custom filter
requirements and apply different models of inheritance.
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Workflow depiction of VariantRanker

NetworkAnalyzer generates functional networks out of identified genes.
Users can submit top candidate gene symbols and identify overlapping
genes from different functionally enriched annotation categories like
pathways/ontologies/diseases.

PCASNPs iIs a robust and widely popular method for the identification
of ancestry informative markers for diverse populations. It may be used
to place individuals within a few miles from their region of origin with
applications in forensics but also in order to correct for stratification in
genetic association studies and to investigate the historic relationships
of human populations.

Anaemia (PKLR,
recessive model)

Pfeifer (FGFR2),
dominant model)

Miller (DHODH,
recessive model)

VariantRanker 1 1 1
extasy 436 628 1588
WANNOVAR 12 90 12
PhenlX 1 1 6
wKGGSeq 1 6 3

Candidate rank comparison using similar web-tools with three of our valida-
tion data sets

The toolset Is also acompanied by a highly sophisticated genomic
pipeline framework designed for the simple, fast and accurate anal-
ysis of high-throughput genomic experiments, focusing on DNA-seq,
RNA-seq, ChlP-seq, CLIP-seq and DNAase-seq.
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Entrepreneurship and Innovation” (NSRF 2014-2020) and co-financed
by Greece and the European Union (European Regional Development
Fund). This work was also conducted within the framework of the
project "INTERDISCIPLINARY TRAINING NETWORK FOR TOURETTE
SYNDROME; EUROPEAN TRAINING CAPACITIES FOR NEURODE-
VELOPMENTAL DISORDERS (MATCHING FUNDYS)", code KE-81523.
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