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AGENDA

Hot topics 
in Rare Eye DiseasesTHURSDAY 21st November 2024

OPENING SESSION
08.50 - 09.00	 Welcome address  -  Hélène Dollfus, ERN-EYE  Coordinator 

TWG5 – DAVID KEEGAN & AGNESE SUPPIEJ
09.00 - 09.30	 Presentation of the CCS on low vision in children & short update on adults - Agnese Suppiej, Camposampiero 	

Hospital, Padova, Italy & David Keegan, ERN-EYE Ireland Consortium (EEIC), Dublin, Ireland 

09.30 - 10.00	 Recent advances on cerebral visual impairment in children - Jessica Galli, Università degli Studi di Brescia,
		 Italy

WG3 – DOMINIQUE BRÉMOND-GIGNAC & SUSANA NOVAL
10.00 - 10.30	 Research highlights from Helsinki and Florence:

• Periodic inherited corneal autoinflammation - Joni Turunen, Helsinki University Hospital, Helsinki, Finland
• Recommendations for management of the COL4A1/COL4A2 disease  - Giacomo Bacci, AOU Careggi – AOU Meyer 

Consortium, Firenze, Italy

10.30 - 10.45	 Novel Therapies in ocular surface - Dominique Brémond-Gignac, Hôpital Necker-Enfants Malades,
		 Paris, France

10.45 - 11.00	 Common grounds between ERN-EYE and ERN BOND - skeletal dysplasis with ocular anomalies -
Karen Heath (ERN BOND) & Susana Noval (ERN-EYE), Hospital Universitario La Paz, Spain

11.00	 COFFEE BREAK
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in Rare Eye DiseasesTHURSDAY 21st November 2024

WG4 – DANIEL BÖHRINGER & PETRA LISKOVA
Expanding Horizons in Corneal Research: Genetic and Non-Genetic Insights 

11.30 - 12.00	 Update on Akanthameba Keratitis - Thomas Fuchsluger, Rostock University Medical Center, Germany
12.00 - 12.30	 Novel genes associated with corneal dystrophies - Petra Liskova, General University Hospital, Prague, 		

		 Czech Republic 

12.30	 WORKSHOP GROUP PICTURE & LUNCH 

TWG8 – CAMIEL BOON & KATARINA STINGL
Research in retinal diagnostics - thinking out of the box? 

13.30 - 13.45	 Cutting edge automated quantification of photoreceptors in adaptive optics imaging - Luisa Sanchez Brea, 		
Erasmus Medical Center and the Rotterdam Eye Hospital, Netherlands

13.45 - 14.00	 Two-color dark-adapted perimetry performed with an unmodified and commercially available device: 		
addressing the need for standardized rod-specific outcome measures for retinitis pigmentosa clinical

		 trials - Alessia Amato, Bambino Gesù Hospital, Rome, Italy
14.00 - 14.15	 Targeting molecular information of the eye by Raman spectroscopy - Rainer Leitgeb,

Medical University, Vienna, Austria
14.15 - 14.30	 Flavoprotein fluorescence - Katarina Stingl, University Hospital, Tübingen, Germany 

WG2 – STEFFEN HAMANN & CATHERINE VIGNAL
14.30 - 15.00	 Lumevoq gene therapy in LHON: where do we stand today? - Magali Taiel, GenSight Biologics, Paris, France

15.00 - 15.30	 Breaking news for rare diseases in neuro-ophthalmology - Axel Petzold, Moorfields Eye Hospital, UK 

15.30	 COFFEE BREAK 

TWG6 – ELFRIDE DE BAERE & SUSANNE KOHL
ClinGen Updates on Retinal Gene Curation

16.00 - 16.20	 A general introduction to Ocular Clinical Domain Working Group - Kristy Lee , Department of Genetics at 		
UNC, North Carolina, USA (online)

16.20 - 16.40	 How to best use Variant Curation Expert Panel (VCEP) - Marcela Votruba, Cardiff University, UK (online) 

16.40 - 17.00	 Updates on Retina Gene Curation Expert Panel - Robert Hufnagel, Kaiser Permanente in Hawaii, USA (online)

WG1 - MICHAEL LARSEN & BART LEROY
Novelties in retina

17.00 - 17.20	 Microbiome and inflammation in Rare Eye Diseases - Alessandro Iannaccone, Astellas Pharma,
UNC Chapel Hill, USA (online)

17.20 - 17.40	 Retinal gene therapy and inflammation - Kanmin Xue, Nuffield Department of Clinical Neurosciences, 
University of Oxford, UK

17.40 - 18.00	 Inherited Retinal Diseases and inflammation - Paul Yang, Casey Eye Institute, USA (online)

WORKING GROUP MEETINGS

18.00 - 20.00	 WG2, WG3, WG4, TWG6 & TWG8

20.30	 DINNER
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Artificial intelligence
for rare eye diseases and beyondFRIDAY 22nd November 2024

CHAIRS : DANIEL BÖHRINGER & DAVID KEEGAN

09.00 - 09.15	 Introduction to DAY 2 - Daniel Böhringer, University Eye Hospital Freiburg, Germany & David Keegan,
ERN-EYE Ireland Consortium (EEIC), Dublin, Ireland

09.15 - 09.55	 Artificial Intelligence in Inherited Retinal Diseases - Nikolas Pontikos, UCL Institute of Ophthalmology,UK (online)

09.55 - 10.35	 Recent advances about Artificial Intelligence for Age related Macular degeneration - Leon Von der Emde, 		
		 Bonn University Hospital, Germany

10.35	 COFFEE BREAK

11.05 - 11.45	 Artificial intelligence in drug development - Stephane Wolf, Apfelschule, Switzerland & Carlos Ciller, CEO of 	
		 RetinAI, Switzerland

11.45 - 12.25	 Computational Differential Diagnostics using the Human Phenotype Ontology  - Peter Robinson, 
Charité  University Medicine, Berlin, Germany (online)

12.30	 LUNCH 

13.45 - 14.00	 Artificial intelligence and image of the eye fundus, example for common diseases - Mostafa El Habib Daho,
LaTIM Vision, Université de Bretagne Occidentale, France

14.00 - 14.15	 Artificial intelligence to support diagnosis of rare retinal diseases based on fundus imaging - Paolo Melillo,
University of Campania Luigi Vanvitelli in Naples, Italy (online)

14.15 - 14.25	 Presentation of the French Database FREDD - Camille Marin, Strasbourg University, France
14.25 - 14.35	 Discussion 
14.35 - 15.00	 Artificial intelligence and data mining in Hospital context - Nicolas Garcelon, Institut Imagine, Paris, France  (online)

15.00	 END OF THE MEETING

Once you arrive at the hospital, go to the main building through the main door and on the right side
of the hall is the “Aula Ortiz Vázquez” where we will meet.
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