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Dystrophies rétiniennes heréditaires
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f_’ « La choroidéremie

« ~270 maladies
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« Améliorer la compréhension et prise en charge de la choroidérémie
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Centre de Reference

Cut-section through skin

Cellules de peau

Cellules souches Epithélium pigmentaire
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Nos travaux accomplis
2014 a 2020
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« Valider la pathogénicité des variantes

2019

Human Mutation
Vl*J o et Pathogenicity of novel atypical variants leading to

choroideremia as determined by functional analyses

Christel Vaché!* ) | SimonaTorriano®* | Valérie Faugére! | Nejla Erkilic? |
David Baux! | Gema Garcia-Garcia® | Christian P Hamel*® | Isabelle Meunier®? |
Xavier Zanlonght® | Michel Koenig! | Vasiliki Kalatzis?" | Anne-Francoise Roux!”
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* |dentifier des remaniements génétique

2019

Vimentin Phosphorylation Is Required
for Normal Cell Division of Immature
Astrocytes

Volume § - teme § | Saptember 2010

O

Nos travaux accomplis

Article

A Novel Chromosomal Translocation Identified due to
Complex Genetic Instability in iPSC Generated

for Choroideremia

Nejla Erkilic L2 Vincent Gatinois >*, Simona Torriano **, Pauline Bouret 3,

Carla Sanjurjo-Soriano L2 Valerie De Luca 2, Krishna Damodar 2, Nicolas Cereso /2,
Jacques Puechberty ¢, Rocio Sanchez-Alcudia ¢, Christian P. Hamel %7, Carmen Ayuso >¢,
Isabelle Meunier %7, Franck Pellestor *¥ and Vasiliki Kalatzis 1-2*#
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« Tester un approche pharmacologique \NJ\O)‘\OH
2018
The effect of PTC124 on
choroideremia fibroblasts and iPSC-
SCIENTIFIC derived RPE raises considerations
RE Pg}RTS for therapy

Simona Tomiano™?, Nejla Erkilic™, David Baux ?, Nicolas Cereso'~, Valerie De Luca™?,
Isabelle Meunier  ***, Mariya Moosajee®, Anne-Francoise Roux”, Christian P. Hamel 24" &
vasiliki Kalatzis ™
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- Valider des approches de thérapie génique @

2014

Molecular
Therapy

Methods & Clinical Development

B e

2017

Nos travaux accomplis

ARTICLE
Proof of concept for AAV2/5-mediated gene therapy in 1PSC-
derived retinal pigment epithelium of a choroideremia patient

Nicolas Cereso™, Mane O Pequignot™, Lorenine Robert'?, Fabienne Backer®, Valere De Luca', Nicolas Nabholz' %, Valere Rigau®,
John DeVios™V, Christian P Hamel' *** and Vasilki Kalatzis'?

ORIGINAL ARTICLE

Pathogenicity of a novel missense variant associated
with choroideremia and its impact on gene
replacement therapy

Simona Torriano'*", Nejla Erkilic’*', Valérie Faugére®, Krishna Damodar™?,
Christian P. Hamel'?**, Anne-Francoise Roux>* and Vasiliki Kalatzis>**



Nos projets en cours
2020 a ...

1) Pathogénicité des variantes
2) Comprendre la physiopathologie
3) Génération d’'organoides retiniens
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Gene CHM

Epissage

1) Pathogénicité des variantes
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Gene CHM

*

Oncle CHM

« CHM
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g\ Garcon

« Aucun signe clinique

» Porteuse saine

@ - premier cas d'un patient asymptomatique
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* pas de différence
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2) Comprendre la physiopathologie
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Light Absorption = | Epithel Transport| | Visual Cycle Phagocytosis Secretion

11 - cis retinal
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Fenestrated Capillary Bed
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Cellules de peau

Cellules souches

Organoides rétiniens
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