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Fiche Description - Stage d’initiation a la recherche

Nomde la préceptrice ou du précepteur : MOUNA BEN AMOR

Téléphone : 5068697254 Courriel : mouna.benamor@vitalitenb.ca

Organisation, département ou campus : Departement de Genetique Medicale

Lieu ou se déroule le stage: Hopital Dr L. George Dumont

Titre du stage : Genetic testing experience in Retintis Pigmentosa in NB:Retrospective study

1. Description du projet de recherche

Genetic services were established in New Brunswick in 2018. Evaluations were offered at Dr
George-L-Dumont hospital and via telemedicine. The Genetic aspects of retinitis pigmentosa
(RP) specific to NB population, have not yet been fully uncovered. We evaluated patients with
personal and or family history of RP over 6 years who underwent multigene panel testing
(minimum 150 genes) as per the available clinical testing.

We aim to characterize some of the genetic aspects of RP in our population. Continued
efforts for genetic testing and phenotypic characterization of RP patients in NB is warranted
in era where gene therapy is more and more available and accessible with significant impact
on prognosis and lief changing for affected patients. This study might uncover novel
uncommon RP variants and possibly founder mutations.

2. Description des taches attitrées a I’étudiante ou I’étudiant

Collection of relevant data (personal/family history, age of RP diagnosis, ethnic group, ,
molecular result). this collection should be straightforward, from electronic data or paper
charts carried by geneticist and genetic counselors involved in the care of these patients.
Review of the literature on genetic of RP

Statistical analysis with the support of our research team

Draft writing and paper submission.

3. Description des modalités de supervision

Student will be supervised by myself but also by genetic counselors from Dynacare and our
PhD, Dr Eric Allain and Dr Jean Mamelona for statistical analysis and drafting of the
manuscript.

4. Disponibilités de la préceptrice ou du précepteur

Date de début (J/M/A) : 24/06/24 Date de fin (J/M/A) : 02/08/24

5. Autre information pertinente (objectifs d’apprentissage, milieu de stage, équipe de
recherche, etc.)

Est-ce que vous souhaitez que cette opportunité soit affichée : Non [ Oui [

Nom de I’étudiante ou I’étudiant présélectionné(e) :
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