MALADIES RETINIENNES CECITANTES A

TRANSMISSION HEREDITAIRE

Enjeux cliniques et génétiques

Julien MICHEL, DVM, CES Oph

Journée annuelle de I'TAFOV

13 septembre 2025, ENVA

\PLUS

RESEAU VETERINAIRE W
SAINT-GERMAIN-EN-LAYE




INTRODUCTION

« Les dystrophies rétiniennes héréditaires
DEF|N|T|ON (DRH) sont un groupe de maladies
neurodégénératives d'origine génétique dues
a des mutations de genes qui ont pour
conséquences, d’'une part, la dysfonction
d’un type cellulaire rétinien et, d’autre part,
la mort cellulaire entrainant une perte
progressive de la vision ».

Les dystrophies rétiniennes héréditaires :
apports de la génétique moléculaire

Christian P. Hamel

INSERM U.1051, Institut des Neurosciences de Montpellier, Hopital Saint-Eloi, BP 74103, 80 rue Augustin Fliche,
34091 Montpellier Cedex 5, France

Biologie Aujourd’hui, 207 (2), T3-85 (2013)
© Sociétd de Biologie, 2013
DO 1021051 /jhio,/2013007

<
>
Z
LI
Yo}
N
=
N
>
O
L
<




INTRODUCTION

* Apports de la génétique moléculaire
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Les dystrophies rétiniennes héréditaires :
apports de la génétique moléculaire
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http://www.retnet.org/

INTRODUCTION

* Intérét croissant pour les modeles
- animaux spontanés

OPHTALMOLOGIE
COMPAREE
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Bunel, Hum Genet, 2019
Winkler, Cells, 2020
Kostic, J Pathol, 2016
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INTRODUCTION
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* Enjeux mutuels pour |la médecine
— humaine et vétérinaire

“UNE SEULE
SANTE”
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INTRODUCTION

PLAN 1. DRH humaines et animales : regards
Croisés

2. La promesse des modeles spontanés de
DRH animales

3. Les enjeux d’une seule santée
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DRH humaines et animales :

regards croiseés

AFQOV 2025, ENVA



DRH HUMAINES ET ANIMALES : REGARDS CROISES

HISTORIQUE

1911, Magnusson
Description phénotypique
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Magnusson, Arch Verg Ophthalmol, 1911
Suber, Proc Natl Acad Sci 1993
Mowat, Vet Oph, 2024




DRH HUMAINES ET ANIMALES : REGARDS CROISES

HISTORIQUE

1993, Suber
1ére jdentification génétique (PDE6B)

1911, Magnusson
Description phénotypique

<
>
Z
LI
Yo}
N
=
N
>
O
L
<

Magnusson, Arch Verg Ophthalmol, 1911
Suber, Proc Natl Acad Sci 1993
Mowat, Vet Oph, 2024




DRH HUMAINES ET ANIMALES : REGARDS CROISES

Genes identifiés

CN : 45
‘ CT:5

2023 Cv:3

HISTORIQUE

1993, Suber

1ére jdentification génétique
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DRH HUMAINES ET ANIMALES : REGARDS CROISES

UNE
REVOLUTION
EN MARCHE...

1993, Suber

1ére jdentification génétique

1911, Magnusson
Description phénotypique
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* Apports de la génétique moléculaire

< - Mapped and Identified Retinal Disease Genes
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Les dystrophies rétiniennes héréditaires : « Un meme phenOtype est souvent cause par des
apports de la génétique moléculaire mutations de genes tres différents »

Christian P. Hamel
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CLASSIFICATION

DES DRH
HUMAINES

Les dystrophies rétiniennes héréditaires :
apports de la génétique moléculaire

Christian P. Hamel

DRH HUMAINES ET ANIMALES : REGARDS CROISES

Degré de
Dégénérescence
(début apparent)

Treés rapide

Lent

Tres rapide
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DRH HUMAINES ET ANIMALES : REGARDS CROISES
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DRH HUMAINES ET ANIMALES : REGARDS CROISES

e Deéfi diagnostique : patient « non-parlant »

» Symptomes cliniques tardifs

DIAGNOSTIC » Hétérogénéité interspécifique du fond d’ceil
DES DRH v’ Vascularisation rétinienne
ANIMALES
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DRH HUMAINES ET ANIMALES : REGARDS CROISES

* Défi diagnostique : patient « non-parlant »

» Symptomes cliniques tardifs

DIAGNOSTIC » Hétérogénéité intraspécifique du fond d’ceil
DES DRH v’ Tapis choroidien
ANIMALES
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Petersen-Jones, Vet Ophth, 2021
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* Défi diagnostique : patient « non-parlant »

» Symptomes cliniques tardifs

DIAGNOSTIC »> Heétérogénéité du fond d’ceil
DES DRH
ANIMALES

S
Z
LI
Yo}
N
=
N
>
O
L
<




S
Z
LI
Yo}
N
=
N
>
O
L
<

DIAGNOSTIC
DES DRH
ANIMALES

Résultat :

Interprétation :

DRH HUMAINES ET ANIMALES : REGARDS CROISES

* Défi diagnostique : patient « non-parlant »

» Symptomes cliniques tardifs
» Hétérogénéité du fond d’ceil

» Phénocopies

Atrophie Progressive de la Rétine (APR-prcd)

Homozygote normal

L'animal posséde deux coples normales du géne PRCD. L'animal ne développera pas |'Atrophie Progressive
de la Rétine associéa a la mutation testéa. Lanimal ne transmeltira pas la mutation a sa descendanca

WILEY

ORIGINAL ARTICLE

Presumed cancer-associated retinopathy (CAR) mimicking
Sudden Acquired Retinal Degeneration Syndrome (SARDS) in
canines

Sinisa 1. Grazdanic™™ | Tatjuns Lazic™* | Helga Keeova™ | Kabhilan Mohan' |

Grueyna Adumus® | Markus 1L Kuehn™®

ORIGINAL ARTICLE WILEY
Optical coherence tomography and molecular analysis of sudden
acquired retinal degeneration syndrome (SARDS) eyes suggests
the immune-mediated nature of retinal damage

Sinisa D. Grozdanic'™ | Tatjana Lazic'* | Helga Kecova'® | Kabhilan Mohan'

Markus H. Kuehn®



DRH HUMAINES ET ANIMALES : REGARDS CROISES

* Défi diagnostique : patient « non-parlant »

» Symptomes cliniques tardifs

DIAGNOSTIC »> Heétérogénéité du fond d’ceil
DES DRH
ANIMALES

» Phénocopies

» Limites techniques

Retina Map ndice do quasts [ ERISEN Left/ OS
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DRH HUMAINES ET ANIMALES : REGARDS CROISES

— * C(Classification historique basée sur des
criteres phénotypiques

CLASSIFICATION

» Appellation générique : « atrophie rétinienne
DES DRH progressive » (ARP)
ANIMALES v ARP généralisées : modeles de rétinite

pigmentaire
v" ARP centrales : dystrophies de 'EPR
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CLASSIFICATION
DES DRH
ANIMALES

The Briard dog: a new animal model of congenital
stationary night blindness

KRISTINA NARFSTROM, ANDERS WRIGSTAD, axo SVEN ERIK G NILSSON

From the Department of Ophthalmology, University of Linkoping, S-581 85 Linkoping, and Department of
Surgery and Medicine, Faculty of Veterinary Medicine, Swedish University of Agricultural Sciences, S-750 07
Uppsala, Sweden

British Journal of Ophthalmology, 1989, 73, 750-756

DRH HUMAINES ET ANIMALES : REGARDS CROISES

Confusion sémantique

» Cécité nocturne stationnaire congénitale chez
le Briard
v' RPE65 - modéle de ’Amaurose
Congénitale de Leber de type 2 (LCA2)

» Dystrophie cone — batonnet chez 'American
Staffordshire terrier
v' PDEG6b, rcd1b — modéle de rétinite
pigmentaire (RP40) : dystrophie batonnet
—cOne




S
Z
LI
Yo}
N
=
N
>
O
L
<

CLASSIFICATION
DES DRH
ANIMALES

Exemples :

IRD- BEST1- Coton de Tulear (cmr2)
XLPRA- RPGR- Siberian Husky (XLPRA1)
DYSP- COL9A2- Samoyed (0sd2)

DRH HUMAINES ET ANIMALES : REGARDS CROISES

 (Classification moderne standardisée

YV VVY

Mode de transmission
Phénotype

Génotype

Race

Appellation historique

TABLE 3 Acronyms and guidelines for application for heritable retinal diseases.

Phene
Category Subcategory acronym
Inheritance pattern Unknown or autosomal recessive NA None
Autosomal dominant (high penetrance) NA AD
X-Linked NA XL
Progression Unknown but inherited (inherited retinal NA IRD
disorder)
Stationary blindness — heritable vision NA SB
changes but nonprogressive Cone pathway dysfunction (achromatopsia) ACH
Rod pathway dysfunction (stationary night SNB
blindness)
Heritable, progressive, diffuse, bilateral, NA PRA
and relatively symmetrical
Idiosyncratic, syndromic,  Collie Eye Anomaly NA CEA
or affecting multiple  npytiple Ocular Defects (involving the NA MOD
ophthalmic sites retina)
Retinal dysplasia NA DYSP

Mowat, Vet Oph, 2024
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La promesse des modeles

spontanés de DRH animales

AFQOV 2025, ENVA
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LES MODELES
ANIMAUX

LA PROMESSE DES MODELES ANIMAUX SPONTANES

Conditions in vivo =

0@ ,:im
» Recherche fondamentale LUXTURNA

» Essais cliniques thérapeutiques -
Modeles transgéniques (OGM)

Modeles spontanés

aaaaaaaaaaaa

. . Acland, Mol Ther 2005
@ Bunel, Hum Gen 2019
Kostic J.pathol 2016

Petersen-Jones, Hum Gene Ther 2015
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LES MODELES
“ GRANDS
ANIMAUX”

LA PROMESSE DES MODELES ANIMAUX SPONTANES

* Avantages:
» Dimension du globe oculaire
» Présence d’une area centralis

» Proximité génétique avec 'Homme

* Inconvénients :
> Nombre

» Temps

> Colt

Canine Retina Has a Primate Fovea-Like Bouquet of Cone
Photoreceptors Which Is Affected by Inherited Macular
Degenerations

William A. Beltran'*®, Artur V. Cideciyan®*”, Karina E. Guziewicz', Simone Iwabe’, Malgorzata Swider?,
Erin M. Scott’, Svetlana V. Savina', Gordon Ruthel®, Frank Stefano”, Lingli Zhang®, Richard Zorger®,
I | G. Jacobson®, Gustavo D. Aguirre’

Winkler, Cells, 2020



LA PROMESSE DES MODELES ANIMAUX SPONTANES

Mécanismes et genes identifiés

La phototransduction

LES MODELES
SPONTANES DE
DRH ANIMALES

Le cycle visuel

Les canalopathies

Les ciliopathies

Le développement des photorécepteurs

Les échanges synaptiques

YV V. .V ¥V V Y V

Divers
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LES MODELES
SPONTANES DE
DRH ANIMALES

La phototransduction

R : Rhodopsine

T: Transducine (protéine G)

PDE : Phosphodiestérase

Principles and Practice of Clinical Electrophsyiology of Vision, 2" Ed

LA PROMESSE DES MODELES ANIMAUX SPONTANES

La phosphodiestérase
PDEG6B : rcd1, rcdla, rcd1b -

American Staffordshire terrier (rcd1b)

Irish setter dogs affected with rod/cone dysplasia contain a
nonsense mutation in the rod cGMP phosphodiesterase
B-subunit gene

MicHAEL L. SuBer*t, STEVEN J. PITTLER}S, NING QINY, GaIL C. WriGHT#, ViEN HoLcoMmBET,

REnwA H. Leell, CHERYL M. CRAFT**, RicHARD N. LoLLEY!l, WoLFGANG BAEHRITTT,
AND RICHARD L. Hurwitzt#-##

*College of Optometry, Um\remtynﬂ'ﬂounon Houston, TX T7204; D of *Oph logy, YBiochemistry, 'Pediatrics, and *Cell Biology, Baylor
Col]cm:ofMedncmg Hmmon 1')(77030 Depnnmcmd&mnmymc:ﬂn»hgy UmmnydCﬂmnSchmldHedmm: lmAnnlel CAM
and Devel Neurology Lab dical Center, S da, CA 91343; and * of Psy y, U Y
of Texas Southwest Medical Center, and V Admini: ion Medical Center, I:h]hs TXTSZSS

Proc. Natl. Acad. Sci. USA
Vol. 90, pp. 3968-3972, May 1993
Genetics
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Restoration of Vision in the pdeé6p-deficient Dog,
a Large Animal Model of Rod-cone Dystrophy

Lolita Petit’, Elsa Lhériteau’, Michel Weber?, Guylgne Le Meur?, Jack-Yves Deschamps’, Nathalie Provost!,

Alexandra Mendes-Madeira, Lyse Libeau', Caroline Guihal', Marie-Anne Colle’, Philippe Moullier'
and Fabienne Rolling’

Molecular Therapy vol. 20 no. 11, 20192030 nov. 2012

LES MODELES
SPONTANES DE
DRH ANIMALES

!*—‘w

Treated Untreated Treated Untreated

LA PROMESSE DES MODELES ANIMAUX SPONTANES

La phosphodiestérase
PDEG6B : rcd1, rcdla, rcd1b -
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g’ LA PROMESSE DES MODELES ANIMAUX SPONTANES

\ ‘ cGMP Phosphodiesterase-a Mutation Causes Progres:
. : h h d . , Retinal Atrophy in the Cardigan Welsh Corgi Dog
§ " La p OS p O I eSte ra se Simon M. Petersen-Jones," David D. Entz, and David R. Sargan
- &L

° Investigative Ophthalmology & Visual Science, July 1999, Vol. 40, No. 8
. rC - Copyright © Association for Research in Vision and Ophthalmology

LES MODELES
SPONTANES DE
DRH ANIMALES

La phototransduction e A ik
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LA PROMESSE DES MODELES ANIMAUX SPONTANES

La rhodopsine
RHO'R . APR dominante -
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DRH ANIMALES

La phOtOtI’anSdUCtiOn ARVO Annual Meeting Abstract | April 2014
Assessment of AAV-mediated RHO

Augmentation in the Canine T4R RHO
Model of Autosomal Dominant Retinitis
Pigmentosa

Simone lwabe; Sem Genini; Raghavi Sudharsan; Alfred S Lewin; Brian P Rossmiller; William W Hauswirth;
Gustavo D Aguirre; William A Beltran
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Chromophore

LA PROMESSE DES MODELES ANIMAUX SPONTANES

Les mécanismes de régulation - désactivation de
la rhodopsine par I'arrestine (s-antigene)
SAG : APR -
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A non-stop S-antigen gene mutation is associated with late onset
hereditary retinal degeneration in dogs

Orly Goldstein,' Julie Ann Jordan,' Gustavo D. Aguirre,? Gregory M. Acland'

‘Baker Institute for Animal Health, Cornell University College of Veterinary Medicine, Ithaca, NY; *School of Veterinary
Medicine, University of Pennsylvania, Philadelphia, PA
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ABCA4 -

An ABCA4 loss-of-function mutation causes a
canine form of Stargardt disease

Suvi Mikeldinen ', Marta Gadia - '", Minas Hellsand - ?, Agnese Viluma ',
Daniela Hahn', Karim Makdoumi~?, Caroline J. Zeiss*, Cathryn Mellersh®, Sally
L. Ricketts %, Kristina Narfstrém®, Finn Hallb6k 2, Bjérn Ekesten7,

Géran Andersson ', Tomas F. Bergstrém '+
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Ophthalmology, Faculty of Medicine and Health, Grebro University, OGrebro, Sweden, 4 Yale University

School of Medicine, New Haven, Connecticut, United States of America, 5 Kennel Club Genetics Centre,
Animal Health Trust, Lanwades Park, Kentford, Newmarket, Suffolk, United Kingdom, 6 Section for
Comparative Ophthalmology, College of Veterinary Medicine, University of Missouri-Columbia, Missouri,
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LA PROMESSE DES MODELES ANIMAUX SPONTANES

RPE65 -

The Briard dog: a new animal model of congenital

L ES M O D E L ES stationary night blindness

KRISTINA NARFSTROM, ANDERS WRIGSTAD, ano SVEN ERIK G NILSSON
From the Department of Ophthalmology, University of Linkdping, S-581 85 Linkdping, and Department of

i~ Surgery and Medicine, Faculty of Veterinary Medicine, Swedish University of Agricultural Sciences, §5-750 07
SPONTANES DE
British Journal of Ophthalmology, 1989, 73, 750-756
D R H A N I M A L E S Gene therapy restores vision in a canine model of

childhood blindness

Gregory M. Acland, Gustavo D. Aguirre, Jharna Ray, Qi Zhang, Tomas S. Aleman, Artur V. Cideciyan,

Susan E. Pearce-Kelling, Vibha Anand, Yong Zeng, Albert M. Maguire, Samuel G. Jacobson, William W.

Hauswirth & Jean Bennett &
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LA PROMESSE DES MODELES ANIMAUX SPONTANES

RDHS5 -
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A large animal model of RDH5-associated retinopathy
recapitulates important features of the human

phenotype
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Les canalopathies

’
R : Rhodopsine z
T: Transducine (protéine G) m

PDE

PDE : Phosphodiestérase
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LA PROMESSE DES MODELES ANIMAUX SPONTANES

Les canaux CNG des batonnets
CNGA1 : APR -
CNGB1 : APR Type 1 -

A Large Animal Model for CNGB1 Autosomal Recessive
Retinitis Pigmentosa

Paige A. Winkler'2, Kari J. Ekenstedt®, Laurence M. Occelli', Anton V. Frattaroli®, Joshua T. Bartoe’,
Patrick J. Venta™?%, Simon M. Petersen-Jones'2*
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Falls, Wisconsin, United States of America, 4 Health Information Technology, Michigan State University, East Lansing, Michigan, United States of America, 5 Department of
Microbiology and Molecular Genetics, Michigan State University, East Lansing, Michigan, United States of America
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Molecular Therapy
Original Article

Development of a translatable
gene augmentation therapy
for CNGB1-retinitis pigmentosa

Laurence M. Occelli,! Lena Zobel,> Jonathan Stoddard,* Johanna Wagner,” Nathaniel Pasmanter,' Janice Querubin,’
Lauren M. Renner,* Rene Reynaga,* Paige A. Winkler,! Kelian Sun,' Luis Felipe L.P. Marinho,’

Catherine R. O’Riordan,” Amy Frederick,” Andreas Lauer,® Stephen H. Tsang,” William W. Hauswirth,*

Trevor . McGill,** Martha Neuringer,*° Stylianos Michalakis,* and Simon M. Petersen-Jones'
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Les canaux CNG des cones
CNGA3, CNGB3 : achromatopsies canines -

L ES M 0 D E L ES Gene therapy rescues cone function in congenital

achromatopsia

V4
Andras M. Komaromy'*, John J. Alexander2®4, Jessica S. Rowlan', Monique M. Garcia'®,
Vince A. Chiodo?, Asli Kaya®s, Jacqueline C. Tanaka®, Gregory M. Acland®,
William W. Hauswirth2? and Gustavo D. Aguirre’
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“Baker Institute, Gomell University, thaca, NY 14853, USA

Human Molecular Genetics, 2010, Vol. 19, No. 13

Les canalopathies
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Safety and Efficacy Evaluation of rAAV2tYF- LA PROMESSE DES MODELES ANIMAUX SPONTANES

PR1.7-hCNGA3 Vector Delivered by Subretinal

Injection in CNGA3 Mutant Achromatopsia Sheep

i Ay oty A Les canaux CNG des cones
CNGA3 : achromatopsie ovine

LES MODELES

SPONTANES DE
DRH ANIMALES Gene augmentation therapy

cures novel day blindness
Les canalopathies

in Local Awassi sheep
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LES MODELES
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Les canalopathies

LA PROMESSE DES MODELES ANIMAUX SPONTANES

La Bestrophine : canal de I’'EPR
BEST1 : cmrl, cmr2, cmr3 -

Bunel, Hum Gen 2019
Petersen-Jones, Vet Ophth, 2021
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_— La Bestrophine : canal de I’'EPR
BEST1 : cmrl, cmr2, cmr3 -

cmr2

L E S M O D E L E S Bestrophin Gene Mutations Cause Canine Multifocal

Retinopathy: A Novel Animal Model for Best Disease

Karina E. szz:'eu-':'cz,' Barbara Z.rmgen’.' Sarab J. Lindauer," Robert F. Mullins,”

y
Lynne S. Sandmeyer,” Bruce H. Grabn,” Edwin M. Stone,>" Gregory M. Acland,” and
Gustavo D. Aguirre'

TOVS, May 2007, Vol. 48, No. 5
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BEST1 gene therapy corrects a diffuse retina-wide
microdetachment modulated by light exposure

Karina E. Guziewicz™"?, Artur V. Cideciyan™", William A. Beltran®, Andras M. Komaromy™*, Valerie L. Dufour®,
Malgarzata Swider”, Simone hwabe®, Alexander Sumaroka®, Brian T. Kendrick®, Gordon Ruthel”, Vince A. Chiodo®,
Elise Héon', William W. Hauswirth®, Samuel G. Jacobson®, and Gustave D. Aguirre®
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Philadelphia, PA 19104; ‘Departmes of Small Arimal Clirdcal Sciences, College of Veterinary Medizire, Michigan State University, East Lansing, M 43824
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LES MODELES
SPONTANES DE
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A Natural history of bestrophinopathy lesion
Age: 23 wks Age: 31 wks

B Subretinal gene augmentation at lesion
Age: 52 wks Age: 95 wks

LA PROMESSE DES MODELES ANIMAUX SPONTANES

La Bestrophine : canal de I’'EPR
BEST1 : cmrl, cmr2, cmr3 -

C Control injection with BSS [D AAV therapy with human transgene
Age: 19 wks Age: 114 wks Agea: 25 wks Age: 130 wks

EMC3-0D Control Eye

Age: 47 wks

- BSS: 87 wh p.i _ AAV: 103 wks p.i

103 wks post BSS control injection 103 wks post AAVZ-hVMD2-hBEST1 treatment

Age: 297 wks
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Les ciliopathies

LA PROMESSE DES MODELES ANIMAUX SPONTANES

CEP290 : rdAc -

Veterinary Ophthalmology (2018) 21, 3, 224-232 DOL10.1111/vop.12495

Central retinal preservation in rdAc cats

Andrea Louise Minella,* Laurence Mireille Occelli,* Kristina Narfstrém$ and Simon Michael
Petersen-Jones*

*Department of Small Animal Clinical Sciences, College of Veterinavy Medicine, Michigan State University, East Lansing, MI, USA; and tDepartment of
Medicine and Surgery, College of Veterinary Medicine, University of Missouri, Columbia, MO, USA

Received: 13 July 2022 l Revised: 28 October 2022 { Accepted: 2 December 2022

DO 10.1111/vop.13052

ORIGINAL REPORT WILEY

Alternative splicing in CEP290 mutant cats results in a
milder phenotype than LCAEF?? patients

Andrea L. Minella'® | Kristina Narfstrom Wiechel’@ | Simon M. Petersen-Jones'
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Les ciliopathies

LA PROMESSE DES MODELES ANIMAUX SPONTANES

BBS4 : APR -

C2orf71 : Rcd4 -

CCDC66 : APR -

FAM161A : APR de type 3 -
NPHP4 : crd -

IQCB1 / NPHPS5 : crd2 -
RPGR : xlpral, xlpra2 -

RPGRIP1/MAP9 : crd -
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LES MODELES
SPONTANES DE

DRH ANIMALES

Le facteur de transcription CRX
CRX : crd -

Crx®% Cat: A Large Animal Model for CRX-Associated
Leber Congenital Amaurosis

Laurence M. Occelli,! Nicholas M. Tran,? Kristina Narfstrém,? Shiming Chen,? and Simon M.

!Small Animal Clinical Sciences, Michigan State University, East Lansing, Michigan, United States
20phthalmology and Visual Sciences, Washington University School of Medicine, St. Louis, Missouri, United States
*Department of Veterinary Medicine and Surgery, University of Missouri-Columbia, Columbia, Missouri, United States
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Les enjeux d'une seule sante
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LES ENJEUX D’UNE SEULE SANTE

* HOMME
- » Perspectives thérapeutiques (soin, guérison ?)
DES ENJEUX
PARTAGES . ANIMAL

> Eradication des DRH (sélection génétique)

v RPE65 < 0,0001%
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Bunel, Hum Gen 2019
Donner, PLoS Genet. 2023
Petersen-Jones, Vet Ophth, 2021




LES ENJEUX D’UNE SEULE SANTE

» VETERINAIRE

» Expertise :
LE,S ,ENJEUX v’ Diagnostic des sujets malades
VETERINAIRES v’ Dépistage des reproducteurs

» Conseil :

v" Club de races (stratégie)
v’ Eleveurs (reproduction)
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LES ENJEUX D’UNE SEULE SANTE

- 150 = E

mutations et %‘-‘?
DES :
PERSPECTIVES 45 génes identifiés
PROMETTEUSES

400 races canines
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ANIMAL GENETICS - . < LES ENJEUX D’UNE SEULE SANTE

Molecular Genetics and Genomics

Whole genome sequencing identifies a homozygous nonsense
mutation in the JPH2 gene in Shih Tzu dogs with progressive
retinal atrophy

G. Urkasemsin 2 M. Pongpanich, L. Sariya, A. Kongcharoen, R. Buddhirongawatr, S. Rungarunlert
J. M. Ferreira, W. Chetruengchai, C. Phokaew, C. Srichomthong, V. Shotelersuk B

First published: 06 July 2021 | https://doi.org/10.1111/age.13118 | Citations: 5

UNE VEILLE
DE TERRAIN e
ACTIVE ORIGINAL REPORT

Retinopathy in Greyhound dogs: Prevalence, fundoscopic,
and histopathological findings
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(@] Additional evidence supports GRM6 p.Thr178Met as a cause RIGINAL RERORE WILEY

g of congenital stationary night blindness in three horse

N breeds Preliminary characterization of a novel form of progressive
retinal atrophy in the German Spitz dog associated with a
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DRH : enjeux cliniques et géenéetiques

Les progres de la génétique permettent aujourd’hui d’identifier
et de mieux comprendre les dystrophies rétiniennes
héréditaires animales, facilitant leur éradication par la

mise en ceuvre d’une sélection génétique raisonnée.

Ces modeles animaux ouvrent des

perspectives prometteuses a la
recherche en thérapie génique

appliquée aux DRH humaines, dont

la majorité reste incurable a ce jour.

CONCLUSION
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