
A snapshot of some pLI score pitfalls
Submitted by Stéphanie Pinot on Tue, 06/18/2019 - 16:11
Titre A snapshot of some pLI score pitfalls
Type de
publication Article de revue

Auteur Ziegler, Alban [1], Colin, Estelle [2], Goudenège, David [3], Bonneau, Dominique
[4]

Editeur Wiley
Type Article scientifique dans une revue à comité de lecture
Année 2019
Langue Anglais
Date Juillet 2019
Numéro 7
Pagination 839-841
Volume 40
Titre de la
revue Human Mutation

ISSN 1098-1004
Mots-clés exome sequencing analysis [5], loss of function [6], pLI score [7]

Résumé en
anglais

The pLI score reflects the tolerance of a given gene to the loss of function on the
basis of the number of protein truncating variants, that is, the frameshift, splice
donor, splice acceptor, and stop-gain variants referenced for this gene in control
databases weighted by the size of the gene and the sequencing coverage. It is
frequently used to prioritize candidate genes when analyzing whole exome or
whole genome data. We list here the main pitfalls to consider before using this
score. Concrete illustrations are given for each of these pitfalls.
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