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Résumé en
anglais

Autosomal-recessive optic neuropathies are rare blinding conditions related to retinal
ganglion cell (RGC) and optic-nerve degeneration, for which only mutations in
TMEM126A and ACO2 are known. In four families with early-onset recessive optic
neuropathy, we identified mutations in RTN4IP1, which encodes a mitochondrial
ubiquinol oxydo-reductase. RTN4IP1 is a partner of RTN4 (also known as NOGO), and
its ortholog Rad8 in C. elegans is involved in UV light response. Analysis of fibroblasts
from affected individuals with a RTN4IP1 mutation showed loss of the altered protein,
a deficit of mitochondrial respiratory complex I and IV activities, and increased
susceptibility to UV light. Silencing of RTN4IP1 altered the number and
morphogenesis of mouse RGC dendrites in vitro and the eye size, neuro-retinal
development, and swimming behavior in zebrafish in vivo. Altogether, these data
point to a pathophysiological mechanism responsible for RGC early degeneration and
optic neuropathy and linking RTN4IP1 functions to mitochondrial physiology,
response to UV light, and dendrite growth during eye maturation.

URL de la
notice http://okina.univ-angers.fr/publications/ua14258 [36]

DOI 10.1016/j.ajhg.2015.09.012 [37]

brought to you by COREView metadata, citation and similar papers at core.ac.uk

provided by Okina

https://core.ac.uk/display/52407987?utm_source=pdf&utm_medium=banner&utm_campaign=pdf-decoration-v1
http://okina.univ-angers.fr/publications?f[author]=16877
http://okina.univ-angers.fr/publications?f[author]=24156
http://okina.univ-angers.fr/publications?f[author]=24157
http://okina.univ-angers.fr/publications?f[author]=16930
http://okina.univ-angers.fr/publications?f[author]=24158
http://okina.univ-angers.fr/publications?f[author]=24159
http://okina.univ-angers.fr/publications?f[author]=24205
http://okina.univ-angers.fr/publications?f[author]=24160
http://okina.univ-angers.fr/publications?f[author]=24160
http://okina.univ-angers.fr/publications?f[author]=24161
http://okina.univ-angers.fr/patrizia.bonneau/publications
http://okina.univ-angers.fr/publications?f[author]=24162
http://okina.univ-angers.fr/publications?f[author]=24163
http://okina.univ-angers.fr/publications?f[author]=24164
http://okina.univ-angers.fr/publications?f[author]=24165
http://okina.univ-angers.fr/publications?f[author]=24166
http://okina.univ-angers.fr/publications?f[author]=24166
http://okina.univ-angers.fr/publications?f[author]=24167
http://okina.univ-angers.fr/publications?f[author]=24168
http://okina.univ-angers.fr/publications?f[author]=24169
http://okina.univ-angers.fr/publications?f[author]=24170
http://okina.univ-angers.fr/publications?f[author]=24170
http://okina.univ-angers.fr/publications?f[author]=24171
http://okina.univ-angers.fr/publications?f[author]=24172
http://okina.univ-angers.fr/publications?f[author]=24173
http://okina.univ-angers.fr/publications?f[author]=24174
http://okina.univ-angers.fr/publications?f[author]=24175
http://okina.univ-angers.fr/publications?f[author]=749
http://okina.univ-angers.fr/publications?f[author]=16870
http://okina.univ-angers.fr/publications?f[author]=16870
http://okina.univ-angers.fr/publications?f[author]=16929
http://okina.univ-angers.fr/d.bonneau/publications
http://okina.univ-angers.fr/pascal.reynier/publications
http://okina.univ-angers.fr/publications?f[author]=24176
http://okina.univ-angers.fr/publications?f[author]=24177
http://okina.univ-angers.fr/publications?f[author]=702
http://okina.univ-angers.fr/guy.lenaers/publications
http://okina.univ-angers.fr/guy.lenaers/publications
http://okina.univ-angers.fr/publications?f[keyword]=12915
http://okina.univ-angers.fr/publications?f[keyword]=20454
http://okina.univ-angers.fr/publications/ua14258
http://dx.doi.org/10.1016/j.ajhg.2015.09.012


Lien vers le
document http://www.cell.com/ajhg/abstract/S0002-9297%2815%2900401-2 [38]

Titre abrégé Am. J. Hum. Genet.
Identifiant
(ID) PubMed 26593267 [39]

Liens
[1] http://okina.univ-angers.fr/publications?f[author]=16877
[2] http://okina.univ-angers.fr/publications?f[author]=24156
[3] http://okina.univ-angers.fr/publications?f[author]=24157
[4] http://okina.univ-angers.fr/publications?f[author]=16930
[5] http://okina.univ-angers.fr/publications?f[author]=24158
[6] http://okina.univ-angers.fr/publications?f[author]=24159
[7] http://okina.univ-angers.fr/publications?f[author]=24205
[8] http://okina.univ-angers.fr/publications?f[author]=24160
[9] http://okina.univ-angers.fr/publications?f[author]=24161
[10] http://okina.univ-angers.fr/patrizia.bonneau/publications
[11] http://okina.univ-angers.fr/publications?f[author]=24162
[12] http://okina.univ-angers.fr/publications?f[author]=24163
[13] http://okina.univ-angers.fr/publications?f[author]=24164
[14] http://okina.univ-angers.fr/publications?f[author]=24165
[15] http://okina.univ-angers.fr/publications?f[author]=24166
[16] http://okina.univ-angers.fr/publications?f[author]=24167
[17] http://okina.univ-angers.fr/publications?f[author]=24168
[18] http://okina.univ-angers.fr/publications?f[author]=24169
[19] http://okina.univ-angers.fr/publications?f[author]=24170
[20] http://okina.univ-angers.fr/publications?f[author]=24171
[21] http://okina.univ-angers.fr/publications?f[author]=24172
[22] http://okina.univ-angers.fr/publications?f[author]=24173
[23] http://okina.univ-angers.fr/publications?f[author]=24174
[24] http://okina.univ-angers.fr/publications?f[author]=24175
[25] http://okina.univ-angers.fr/publications?f[author]=749
[26] http://okina.univ-angers.fr/publications?f[author]=16870
[27] http://okina.univ-angers.fr/publications?f[author]=16929
[28] http://okina.univ-angers.fr/d.bonneau/publications
[29] http://okina.univ-angers.fr/pascal.reynier/publications
[30] http://okina.univ-angers.fr/publications?f[author]=24176
[31] http://okina.univ-angers.fr/publications?f[author]=24177
[32] http://okina.univ-angers.fr/publications?f[author]=702
[33] http://okina.univ-angers.fr/guy.lenaers/publications
[34] http://okina.univ-angers.fr/publications?f[keyword]=12915
[35] http://okina.univ-angers.fr/publications?f[keyword]=20454
[36] http://okina.univ-angers.fr/publications/ua14258
[37] http://dx.doi.org/10.1016/j.ajhg.2015.09.012
[38] http://www.cell.com/ajhg/abstract/S0002-9297%2815%2900401-2
[39] http://www.ncbi.nlm.nih.gov/pubmed/26593267?dopt=Abstract

Publié sur Okina (http://okina.univ-angers.fr)

http://www.cell.com/ajhg/abstract/S0002-9297%2815%2900401-2
http://www.ncbi.nlm.nih.gov/pubmed/26593267?dopt=Abstract
http://okina.univ-angers.fr

