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Rare  Eye Diseases
1/3 of RARE diseases affect the EYE 

900 entities in ORPHANET & 30% are syndromic

Occur in Childhood and Adulthood 

First cause of blindness for children and the young in the EU

The leading cause legal blindness in early life in the UK (Liew et al, 2014) 

Still lack of curative therapy for the majority of patients 

Conditions are developmental / degenerative / concern the whole eye or a sector 
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What Patients Want: 
•Clinical: 

Diagnosis, 
Prognosis, 
Inheritance pattern/family 
planning, Upcoming research

•Practical support: 
Registration
Signposting of services (e.g. 
financial, education, 
low vision and mobility support)

•Psychological support: 
Help adjusting to diagnosis and 
visual loss



1° Patients Clinical Expectations 

• Diagnosis, “ name the disease ” 
“ending of the odyssey”
Clinical - functional evaluation 
Genetic diagnosis (Panels, NGS): 
RP >50% pathogenic variant identified  

• Prognosis, “what is going to happen”
Some conditions are stable other will show
progression … slow or rapid … 
• Ophthalmic evaluation & functional 

evaluation are different 
• “When will my child lose completely 

vision ? What does he/she see? ”
• “Will I get blind?”
• “ When will it be completely dark ?”
• “Can I still drive ?” 



• Inheritance pattern/family planning,

• => genetic counseling

• => procreative options 

• Upcoming research: what’s up ? 

Can I participate? 

1° Patients Clinical Expectations 



2. Practical support 
Loss of independence

=> REGISTRATION 

=> Signposting of services 

e.g. financial, education, work 

low vision and mobility support



=> LOW VISION team 



=>  HIGH TECH SUPPORT 
TO VISUALLY IMPAIRED AND BLIND PATIENTS 



3° Psychological support

• Help adjusting to diagnosis and visual loss 
to a unique individual with his own situation

– Blind child (LCA) and his mother, … 
– The young adult with NO Leber , …
– The child with Stargardt disease, … 

• Symbolism of visual loss – Loss of independence 
Grieving process

– Denial => I have no loss
– Depression = > I have all lost because I have lost vision …
– Reaction => I have only lost that … Eurovision 1985 Voice Ireland 2016

Maria Cuche- Christian



3° Psychological support

• Professionals to care for psychological support 

• Follow up +++ , Psychologists, Psychiatrists, Nurse, …

• Patient organizations  (international, national, regional, local) 

• Group therapy 

• Telephone assistance 
“Need to talk” project for the  Royal National Institute of Blind 

People (RNIB)  project  (Republic f Ireland, Northern Ireland, 
Scotland) 

“I have been struggling with sight loss for 30 years, trying to live 
in a sighted world where no one really understood. 

Now, since receiving counselling, I’ve a whole new lease of life.
I am now filled with hopes and dreams and my world is a much 

brighter place filled with endless possibilities.” – Helen

Seeing the light despite degenerative eye
disease

John Delaney has had to deal with degenerative eye disease all his life. But,
he says losing his sight has brought rewards, including a career change
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John Delaney (55) one of the founding members of Fighting Blindness. Photo: Tony Gavin

Joy Orpen

April 6 2015 2:30 AM

Email

John Delaney (55) says that while losing his sight has been very "challenging", it has also been a very rich and

rewarding experience.

For those of us with no real problems seeing the world about us, this may seem like an extraordinary

statement, yet it is one that John is keen to emphasise. He says that even though his journey through life has

been hugely influenced by having a disability, it has brought him great gifts as well.

John, who grew up in Glenageary, south of Dublin, isn't clear when his late parents twigged that something

was wrong. It was, he imagines, a gradually unfolding process. "If I dropped a penny on a dark carpet, I

wouldn't be able to see it," he recalls, "but my sister would."

When he went to school, he had trouble reading and making sense of what was on the blackboard. There were

times he (happily) missed school because of visits to doctors. On one particular occasion, his father took him

to St Michael's Hospital in Dun Laoghaire, where he was seen by an ophthalmologist.



PROMS for RED : generic or specific ? 

• (1) Can make important life decisions in 
an informed way (decisional control). 

• (2) Has sufficient information about the 
condition, including risks to oneself and 
one’s relatives, and any treatment, 
prevention and support available 
(cognitive control).

• (3) Can make effective use of the health 
and social care systems for the benefit of 
the whole family (behavioural control).

• (4) Can manage one’s feelings about 
having a genetic condition in the family 
(emotional regulation). 

• (5) Can look to the future having hope 
for a fulfilling family life, for oneself, 
one’s family, and/or one’s future 
descendents (hope).

19/04/2018

McAllister M, 
The Genetic Counseling Outcome Scale: a new patient-
reported outcome measure for clinical genetics services. 
Clin Genet 2011

Ryan Combs et al
Understanding the expectations of patients with inherited retinal dystrophies 
BJO 2011

Delivering practical solutions relating to 
available state benefits entitlement, 
adaptations and mobility for visually disabled 
people are of crucial importance to enable 
those affected by RD to maintain financial, 
social, practical and educational 
independence. 
Loss of independence has been identified 
previously as a key issue for people with visual 
disability. Identification of independence as an 
important outcome distinguishes current 
findings from previous research relevant to 
clinical genetics.
PROMs developed for evaluating generic 

clinical genetics may thus not capture all 
patient benefits relevant to RD.
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13 Member States

• Belgium

• Czech Republic

• Denmark

• Estonia

• France

• Germany

• Italy

• Latvia

• Lithuania

• Netherlands

• Poland

• Portugal

• United Kingdom

ERN-EYE MEMBERS -29 HCPs
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Schedule of Services in Ireland

Shana Routledge 





SENSGENE

LES MALADIES RARES SENSORIELLES

5 centres dédiés aux MR ophtalmologiques : 

• CARGO : Pr  H. Dollfus, HUS, Strasbourg 

• CRKN : Pr  F. Malecaze, CHU Toulouse, Toulouse

• MAOLYA : Pr  I. Meunier, CHU Montpellier, 

Montpellier

• OPHTARA : Pr  Bremond-Gignac, Hôpital Necker-

Enfants Malades, Paris

• REFERET : Pr  J. Sahel, XV-XX, Paris

1 centre surdité: Dr  S. Marlin, Hôpital Necker enfants –

malades, Paris

ASSOCIATIONS DE PATIENTS 

Alliance Maladie Rares

• RETINA France

• Association syndrome de Wolfram

• Association Microphtalmie France

• Association Valentin Haüy

• Association contre les 

Maladies Mitochondriales : AMMI

• Association Gêniris

• Association Bardet-Bield

• Association Inflam’oeil

• Association Genespoir

• Association France choroïdermie

• Association Ouvrir les yeux

• Association KJER France

• Association Vision’Ere

19/04/2018 Filière SENSGENE 19
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ERN-EYE Holistic views

 Curation Orphanet /HPO done at the Saint Odile meeting

 Launch of surveys (including TWG5) 
 Data repository of service users/patients that access low vision services in each HCP 

and MS 
 Global mapping of all low vision centers across all Members states affiliated with ERN

 Identify the best « ideal »  pathway for care (age) 
 Preparation of first guidelines/best practices : 

 low vision evaluation
 How to investigate a visually impaired child in the EU functional impairement,
 Progression or non-progression of the disease….

 How to involve actively patient in research and PROMS



Holistics ERN’s & ERN-EYE 

• Disparities in the EU/MS on how a visually impaired/blind
patient has access to support (allowances, reimburment
optic aids, specific training course, …) = >regional level &  
national level !

• Disparities on the professionals avalibility and 
organisation in the HCPs and organisation in each MS => 
regional level & national level ! 

• Commonalities in the care pathways ( ie genetic testing) 
but also specificities : independance is the key word

• => ERN-EYE Communication strategy (information on low
vision and blindness) on going ( but expensive) 

• => ERN-EYE ready to contribute to harmonization with
other ERNs and INNOVcare : example develop in the EU 
case manager’s, … 



Thank
you


