
ERN-Skin ePAG
European Patient Advocacy Groups

ERN-Skin Board Meeting
2nd October 2020

This presentation is owned by the ERN and may contain information that is confidential, proprietary or otherwise legally protected. ERN-Skin - © Copyright 2020



Who are we ?
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2019-2020 Activities

1. Patient Satisfaction Survey
Ø Aims
Ø Accessibility

2. Patient Journeys
Ø Gathering information from patients and the wider

community
Ø Common issues and ideal situations by disorder
Ø Easy reading graphics
Ø Collaboration with HCPs
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Patient Satisfaction Survey
AIMS

Ø Measure the level of patient satisfaction after consultation in an 
ERN-Skin center

Ø Measure the impact of ERN-Skin centers to improve quality of care 
and performance

Ø Results will be crucial for the evaluation process of the ERN centers 
that takes place every 5 years 

This presentation is owned by the ERN and may contain information that is confidential, proprietary or otherwise legally protected. ERN-Skin - © Copyright 2020



Patient Satisfaction Survey

Ø The questionnaire has 26 items and it is divided in 4 main sections:

1/ General information on the patient

2/ Consultation and follow-up (19 questions)

3/ Treatment prescription and therapeutic research (5 questions)

4/ Global satisfaction (2 questions)

A short blank section is available at the end of the questionnaire to add any comments.
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Patient Satisfaction Survey
ACCESSIBILITY

Ø Translations are in progress and are already available in 
Danish, Dutch, English, French, German, Italian and Polish

• Patient Representatives from other countries are asked to 
translate the missing languages

Ø Will be accessible online on the ERN-Skin website

• There will also be a paper version for those who are not 
familiar with using the internet
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Patient Journey
A “Patient Journey” is a testimony that reflects the natural history/needs of patients and their families for a 
specific rare disease. It represents the collective perspective on the burden of the disease and the needs of 
people with first-hand experience of living with a rare disease. 

Ø Mapping the journey and identifying the needs and recommendations on ideal care  for each specific skin 
disorder across the different stages from the first symptoms at birth to the end of life care

Ø Reviewing by both ePAG advocates and clinical experts (clinical presentation validated by some clinicians)
Ø Organising the information in easy reading graphics (table and illustration)
Ø Identifying the needs that are common for all ‘skin disorders’ (next steps)

Aiming to:

Ø Engage the wider patient community to consolidate common needs for a specific rare disease
Ø Engage in a discussion with the clinicians to highlight the different (unmet) needs of a specific rare 

disease, both medical and psychological, so the clinicians can respond to these needs
Ø Keep in mind both the professional and patient are experts
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Patient Journeys

Source: Cutis Laxa with Neuro and/or Skeleton Symptoms Patient Journey.
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Cutis Laxa with Arteries and/or Lung Symptoms (CL) 

Patient Journey (1)

Pre-diagnosis & 
main symptoms... 

Need: Find the right expertise. 

Dermatologists familiarized 

with CL in and/or outside a 

country.

Ideally: Prenatal screening 

during pregnancy. 

Training for the General 

practitioners, Dermatologists, 
Pediatricians and other 
healthcare professionals  to 

identify faster the symptoms 

and to get a quick and a correct 

diagnosis. 

3 421

Start at birth or when the first 
symptoms appear: early 
loose/wrinkled skin, lax 
skin, respiratory and 
gastrointestinal 
issues.

... Treatments...

Need: Find the expertise. 

Treatments: symptomatic for

emphysema, gastrointestinal issues 

and/or aortic aneurysm if severe. 

Fear for aortic aneurysm rupture (death)

Ideally: Map the expertise. Access to 

international consultation (CPMS?) and 

access to information in own language. 

Psychological support for patients, 

parents and siblings. 

Peer support (patient organisations).

Need: Be informed on the treatment 

options and on the psychological 

impact. Psychosocial aspects are 

underestimated. Psychological support 

for siblings and patients due to 

wrinkles/old aged appearance.

Ideally: Correct information on 

treatment options (plastic surgery). 

Psychological care for patients, 

psychological support for parents and 

siblings and peer support (patient 

organisations). Patients and/or families’ 

advice/opinion heard/trusted.

...Diagnosis...

1. Pre-diagnosis
During pregnancy, 
specially patients 
with family history with CL.

1. Main symptoms

Need: Find the expertise, in particular too few 

experienced plastic surgeons and waiting lists for 

transplantation. Fear for death due to aortic 

aneurysm. Information limited, specially for the 

facelift surgery (costs? duration of the results? 

burden of surgery on patients and families)

Ideally: : Map the expertise. Access to international

consultation (CPMS?) and access to information in 

own language. Psychological support for parents 

and siblings. All financial costs of the facelift 

covered.

... Diagnosis follow-up...

3. Diagnosis follow-up 
Possible complications at 
birth or after diagnosis:
Aortic aneurysm.
Aortic stenosis.
Bicuspid aortic valves.
Vascular involvement distal to
the aortic root.
Emphysema.
Cardiorespiratory issues.
Gastro-Intestinal issues 

(inguinal/wound/diaphragm 
hernia/bladder/gastrointestinal 

diverticulae).
Bladder/urinary issues.

2. Diagnosis

A.s.a.p after birth or when 
early loose/wrinkled skin 
appear, through a 
multidisciplinary consultation
(geneticist and dermatologist
with CL expertise)

4. Treaments

Treatment of Cardiorespiratory 
issues

during lifetime: 
cardiac surgery and lung
transplant in adulthood

Treatment of 
gastrointestinal issues
during lifetime:    
gastrointestinal surgery

Treatment of wrinkles if the
burden of others’ gaze is 
too heavy for the child or in

adulthood: facelift
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Patient Journeys

Ø Already Available:
• CONGENITAL MELANOCYTIC NAEVUS
• CUTIS LAXA / LUNGS – ARTERIES
• CUTIS LAXA / NEUROLOGIC – SKELETON
• CUTIS MARMORATA TELANGIECTATICA CONGENITA 
• NETHERTON SYNDROM /ICHTHYOSIS LINEARIS CIRCUMFLEXA
• PEMPHIGUS / AUTO IMMUNE BLISTERING DISEASE

Ø Patient Journeys for other disorders are still on-going

Ø Next steps : When a majority of skin disorders covered by ERN-Skin 
have their Patient Journeys completed, ePAG advocates will present
their journeys to the others to identify the common needs for a 
global Patient Journey for all ERN-Skin rare disorders
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And now ?  What projects ?

Ø Consolidation of the ePAG group in the Thematic working groups 
(filling the gap where there is no ePAG representation)

Ø Formalisation of the rules of participation of patient 
representatives in ERN (draft of ePAG Terms of Reference)

Ø Increase the engagement with the wider patient community

Ø Increase the collaboration with the clinicians in specific tasks such
as Guidelines, Security cards, etc.

This presentation is owned by the ERN and may contain information that is confidential, proprietary or otherwise legally protected. ERN-Skin - © Copyright 2020



THANK YOU
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