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VARIANT EFFECT PREDICTION 2-4 0ct.

TRAINING COURSE

RAnalysis and interpretation of variations and their
effects have been aided hy various computational
tools however end users often do not know which
method or tools to choose, and how to use these

tools to their fullest potential.
This course aims to assist you to:

« find and use the bhest tools for variant
interpretation using various genome
browsers,

o Walk you through HGVS nomenclature with
opportunities to discuss difficult to name
variants,

identify what method to apply and determine
where things can go wrong in NGS,

classify variants using ACMG classification
system and learn recent recommendations,
introduce you to Human Phenotype Ontology,
(HPO) and learn how HPO"s can help you in
variant prioritization,

as well as explore topics such as RNA analysis
and potential consequences, the
mitochondrial genome and more.

It you are interpreting DNA variants on a regular
basis we will cover all the hasics you need to
know and more in mixture of lectures & practical
workshops.

Barcelona, Spain
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https://software.broadinstitute.org/software/igv/
http://varnomen.hgvs.org/
https://hpo.jax.org/app/
https://www.ensembl.org/info/docs/tools/vep/index.html
https://genome.ucsc.edu/cgi-bin/hgVai
https://www.ensembl.org/index.html?redirect=no
https://genome.ucsc.edu/
https://www.acmg.net/docs/standards_guidelines_for_the_interpretation_of_sequence_variants.pdf
https://mobidetails.iurc.montp.inserm.fr/MD/

