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About this Position Paper

This paper summarizes the findings of a review of

overactive immune system as it responds to external

15 scientific studies and research publications on

factors or stimuli. This results in the body attacking

Despite being known to rheumatological specialists

systemic sclerosis in Europe and 78 responses to a

its healthy tissues, causing an overproduction of

across the European Union, systemic sclerosis

survey of Excellence and Reference Centers, some

collagen, which is the primary structural protein in

(also referred to as scleroderma or SSc) and its

of which participate in the European Scleroderma

skin and other connective tissues.

related conditions are relatively invisible among

Trials and Research group (EUSTAR).

3

SSc is difficult to diagnose as its varying symptoms

the European community of general practitioners
and public health officials. Consequently, hundreds

The review provided information on 24 countries ,

affect people in different ways. Some SSc symptoms

of people affected by this condition remain

including Members of the European Union, the UK,

closely resemble other well-known conditions,

undiagnosed and untreated today. Some will be

Norway, Switzerland as well as Argentina, Armenia,

complicating the task for general practitioners to

undiagnosed for months, others may wait years

Brazil, Israel, Japan, Russia and Turkey. In this

identify it and rapidly refer patients to the right

before receiving the right treatment – as the disease

context, the references to Europe in this paper

specialist for effective treatment. Early diagnosis

progresses, lowering their quality of life and causing

should be understood as references to the

is critical to prevent more serious life-threatening

anxiety for them and their families.

geographical region. However, references to the

complications. A lack of general knowledge of SSc-

European Union (EU) are made when relevant from

related conditions in the medical community means

This Position Paper provides unique insight into

a policy perspective given the coordination role of

that some patients can wait months, sometimes

systemic sclerosis. It highlights current obstacles

the EU in public health.

years, before being accurately diagnosed.

to rapid diagnosis and treatment that are faced by

4
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About systemic sclerosis

Another specific characteristic of the disease is that

are presented, that the authors believe will improve

Systemic sclerosis (SSc) is a complex, multi-organ

same stage and heterogeneity, meaning that highly

the quality of life for people living with SSc and

disease6 where the patient’s body, over-produces

personalized treatment and management practices

help better address existing health inequalities. If

connective tissue that interferes with the normal

are needed. In its more aggressive form, SSc is the

integrated in health systems and practices, these

functioning of many organs. SSc can be described

most fatal of all the rheumatologic disorders.10, 11

actions will improve the ability of healthcare

as limited cutaneous (lcSSc) or diffuse cutaneous

professionals and national health systems to provide

systemic sclerosis (dcSSc), depending upon the

Currently, there is no cure for SSc. But a range

effective care to people across Europe, who live with

extent of skin thickening at its peak.

of pharmacological and non-pharmacological

people living with the condition in Europe. A range
of suggested policy actions, and changes in practice

not all patients develop serious complications at the

treatments exist to manage it, to target-treat

this rare condition today.
The patient’s immune system attacks organ tissue,

the affected organs or specific complications to

To better understand the systemic sclerosis

causing overproduction of fibrous connective

help patients lead a more normal life. People

landscape across European countries, the Federation

tissue which causes problems such as pulmonary

living with SSc are treated most effectively by a

of European Scleroderma Associations (FESCA) has

hypertension, heartburn, bowel problems, interstitial

multidisciplinary care team of general practitioners,

commissioned research. This research project aims

lung disease and increases the risk of mortality.7

rheumatologists, specialist nurses, organ-focused

to increase the understanding of the challenges faced

SSc can also affect small blood vessels, heart, kidneys,

specialists, and others including physiotherapists

by the systemic sclerosis community – specifically

the gastrointestinal tract and musculoskeletal system.

and podiatrists.

from the perspective of diagnosis and access to care.

Raynaud’s phenomenon is often the first sign of SSc,

A Working Group of six medical and patient experts

where poor blood circulation leads to a numbing

Some 2.5 million people worldwide suffer from

and coldness of the fingers and toes.8,9

SSc.12 In Europe, it is estimated that about 1 in 6,500
adults suffer from the condition.13 The majority of

reviewed the data and distilled the findings and
challenges into the policy solutions that this Position

The cause of systemic sclerosis is not known,

people living with SSc are women of childbearing

Paper presents.

but medical professionals believe it is due to an

age.14
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Executive Summary

the best possible quality of treatment. In several

Based on an analysis of literature, survey findings,

healthcare specialists as an important obstacle to

and discussions with SSc and international public

providing effective care for their systemic sclerosis

health experts, the Federation of European

patients.

Scleroderma Associations (FESCA) Working Group

European countries, delayed referrals are cited by

be taken to improve the situation for SSc patients

Improve treatment recommendations
and access to appropriate medicines

across Europe.

Which resources, skills and actions do countries

highlights five action areas where positive steps can

need to provide systemic sclerosis patients with

Create and link national patient
registries for systemic sclerosis

access to the right treatment at the right time? Clear
treatment recommendations and robust processes

How can access to SSc patient registries and

that facilitate bringing new medicines to market

standardized information be improved across EU

soon after European Medicines Agency approval will

Member States, to strengthen national and cross-

improve SSc patient outcomes.

border health strategies?
community’s understanding of SSc. Rapid access

Deliver better quality information to
systemic sclerosis patients

to useful information through these platforms will

How to provide patients living with systemic

ensure timely treatment and boost the quality of life

sclerosis with precise and accessible information – a

for people living with this condition.

critical component of an effective treatment regime?

Linked patient registries will improve the medical

Improving diagnosis, treatment
and care for people living with
systemic sclerosis across Europe

Æ

RECOMMENDATIONS & ACTION POINTS FOR PUBLIC
HEALTH POLICYMAKERS

Ensure timelier referral of patients to
specialized care

Create and link national patient
registries for systemic sclerosis

Æ

Æ

that all countries can use today to share systemic
sclerosis data, and ideal for use by countries
where registries are not established.

deliver accurate and rapid diagnosis of systemic

sclerosis is readily available to patients in most

sclerosis, to ensure that each patient living with this

European countries, but healthcare professionals and

condition has the best possible quality of life?

patients report that more personalized information

Accurate diagnosis of SSc is complex due to a lack of

is needed to address the specific SSc sub-types; and

professionals improve early diagnosis of the

general knowledge of the condition among medical

that a sharper focus is needed on informing and

disease for rapid treatment.

professionals. This can cause delays of months, or

educating each patient at the moment of diagnosis.

Reduce the time to diagnosis
Æ

Æ

Set clear diagnosis guidelines to help healthcare

involving rheumatologists, immunologists and

areas to help understand current practices, identify

internists.

bottlenecks and develop potential solutions that will

Æ

Apply the “Very Early Diagnosis of Systemic

What are the best strategies to identify and

care. Priority actions are discussed and presented

Sclerosis” approach in national strategies and

overcome obstacles that keep patients from being

throughout this paper and summarized on the next

action plans

referred to a specialist, to start their treatment for

two pages.

SSc as rapidly as possible? Timely diagnosis and

Æ

Æ

Deliver digital services to make health systems
more responsive to the needs of people living
with SSc. Videoconferencing and telemedicine
platforms link systemic sclerosis specialists with
patients in all locations, boosting access for all
and the quality of care.

Improve treatment recommendations
and access to appropriate medicines
Æ

Countries can improve treatment access by:

»

Ensure training of medical and healthcare

rapid referral to a qualified specialist are two critical

professionals, especially in primary care to focus

elements that bring systemic sclerosis patients

on identifying first signs of the disease.

Ensuring timely application of HTA
Regulation 2021/2282 activating joint
assessments for orphan drugs by 2025 by
working with European Reference Networks
(ERNs), Patient Advocacy Groups and

Define international diagnosis guidelines,

Specific indicators were identified in each of these

help improve current standards of diagnosis and

management approaches.

Link to the EUSTAR database, a powerful tool

person’s specific condition. Information on systemic

Ensure timelier referral of patients to
specialized care

specialist disease knowledge, patient advice and

systems and registries.

What action is needed so that health systems can

doctor, identification of SSc and effective treatment15.

care, that places the patient at the center of

and Reusable nationally and with other health

Æ

Adopt a networked ‘hub and spoke’ approach for
the national health system for systemic sclerosis

SSc data is Findable, Accessible, Interoperable

patients at the right time, and personalized for each

even years, between a patient’s first visit to their

phenomenon.

of patients.

Practical information on SSc needs to be available to

Reduce the time to diagnosis

developing SSc, such as those with Raynaud’s

Build a national SSc patient registry to collect

Apply the ‘FAIR’ principle to ensure that all

Put in place ‘risk stratification’ at population level
to identify patient subgroups who are at risk of

and share standardized data on the health status

Æ

7

members of the Stakeholder Network to
implement the Regulation.

»

Establishing clear timeframes for pricing
and reimbursement discussions, to ensure
that approved treatment reaches all eligible
patients.
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»

Embracing the revision of Orphan Medicinal
Products legislation (141/2000) to drive
research on new therapies for high clinical
unmet needs. The progressive nature
of SSc calls for continuous therapeutic
developments in this area. National health
policymakers can accelerate access to new,

A Position Paper

Creating and linking national
patient registries for systemic
sclerosis
OPENING ACCESS AND SHARING KNOWLEDGE ON
SYSTEMIC SCLEROSIS BY LINKING NATIONAL PATIENT
REGISTRIES

effective ‘orphan’ medicines with national
policies that close the gap between EMA
approval and national approval; for example,
by rapid approval and data sharing that
aligns with practices of the best-performing
countries.

Æ

More research on health system performance for
medicinal products approval will improve access.

9

Medical conditions with large patient populations
offer a wealth of practical information, data,
expertise and resources that are collected and shared
among their international communities. A rare
disease such as SSc is less known and visible, and its
small patient population means that learning about
it and connecting to patient experiences is more
limited.

Better access to patient registries for systemic
sclerosis and coordination of these resources across
EU Member States are key elements of national
health strategies that will improve the medical
community’s understanding of the condition. This
will ensure timely treatment and boost the quality
of life for people living with SSc.

A patient registry is a valuable resource that can
open SSc information to the world. It offers a unique
view of the condition that is not currently available
to healthcare professionals and public health
officials. It gives medical professionals a view of the
disease, through the lens of patients’ experiences.
This data shows details such as the history of SSc and
records of patient outcomes, that allow comparative

Æ

Health services should prioritize access to
psychological and psycho-social care and other

Recommendations for public
health policymakers

non-pharmacological treatment (e.g., hand and
body physiotherapy) for SSc patients.

Æ

National health systems can boost quality
of care and knowledge of systemic

Registries are particularly useful for improving the

sclerosis-related conditions in the

understanding of rare conditions such as SSc, where

medical and patient communities by

small patient populations mean that there is less

building national patient registries, that

general knowledge of the condition in the general

Tailor information for patients to the

collect standardized data on the health

medical and patient communities.16, 17

specific sub-type or stage that each patient is

status of patients.

experiencing.

Æ

Æ

The comparison and insights from registry data

Æ

Meaningful and Quality data in national

allow physicians to give better quality care to people

Include advice for patients on physical and

registries needs to be easily shared,

living with SSc and valuable input to medicines

psychological consequences of their condition,

following ‘FAIR’ principles of Findable,

development. Physicians can consult an SSc registry

in treatment information.

Accessible, Interoperable and Reusable.

to learn more about the condition, treatments and

This ensures consistent datasets and

patient experiences. This data is also a valuable tool

interoperability across registries.

for medicines’ development.18 In cases like SSc

Share detailed and practical information from
doctor to patient at the point of diagnosis.

Æ

practical examples of the use of off-label medicines
that can be potentially effective SSc treatments.

Deliver better quality information to
systemic sclerosis patients
Æ

analysis and patient stratification across locations; or

clinicians can use registry insights to assess if there

Æ

The EUSTAR database is a powerful tool

is potential for an effective clinical trial, based on a

Tap EU Cohesion Funds and other public

that all countries can use today to share

sufficient number of potentially interested patients.

financial schemes to support patient groups, and

systemic sclerosis data, and ideal for use

Several national and regional SSc registries

invest in research, patient support and advisory

by countries where registries are not

exist across Europe, in addition to the European

activities.

established.

Scleroderma Trials and Research group (EUSTAR)
SSc database that is recognized as a reference in

10
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some countries. The EUSTAR MEDS Online19

SSc data in all national registries is organized on

database is a collection of the Minimal Essential

a common platform and is easily shared by SSc

Data Set. It collects anonymized essential clinical

specialists across the EU.

data from over 20,000 patients in more than 180
worldwide centers.

Participating in EU’s upcoming European Health

Reducing time to diagnosis

Æ

International diagnosis guidelines should

PATHWAYS TO BETTER DIAGNOSIS: STRATEGIES TO

be defined, with input from medical spe-

INFORM AND EDUCATE HEALTHCARE PROFESSIONALS

cialists involved in diagnosis and treat-

AND PATIENTS

ment (rheumatologists, immunologists,

Data Space, planned to start in 2025, is an
24

internists).

How registries are organized varies by country

important opportunity for Europe’s SSc community

Accurate and rapid diagnosis of systemic sclerosis

and national health system. For some, patient

and for all rare disease communities. It will provide

will ensure that each patient living with this

information is entered by physicians or medical

a common information platform that connects

condition has the best possible quality of life and

to focus international guidelines on na-

records staff. Others are created and facilitated

healthcare professionals, patients, and their

positive health outcomes. But diagnosis is complex

tional needs.

by patient advocacy groups, where patients enter

communities. When in place, this new ecosystem

due to a lack of general knowledge of this condition

their details directly. In all cases patients’ consent

will deepen the understanding of the causes of SSc,

among medical professionals. This causes delays

to sharing their data following national and

and open this knowledge to health systems across

of months, or even years, between a patient’s first

Reduced time to diagnosis and rapid access to

international medical data privacy standards. For use

the EU.

visit to their doctor, accurate identification of the

treatment are major challenges for systemic

disease, and treatment.

sclerosis (SSc) patients across Europe. The small

outside the patient’s direct clinical setting patient

25

geography, severity of diseases, treatment types.
Research shows rare disease patients are usually
willing to share their data.

Æ

The ADAPTE method is a powerful tool

European patient population for SSc means that

data is anonymized, giving healthcare professionals
access to information such as demographics and

11

Recommendations for public
health policymakers

the condition is relatively unknown among medical
and healthcare professionals. This is complicated by
the fact that many symptoms are similar to betterknown autoimmune conditions, such as Lupus

20

Æ

Clear diagnosis guidelines will help

and Rheumatoid Arthritis. Other SSc symptoms

In a recent survey, healthcare professionals from a

healthcare professionals, including

are also a signal of general health problems – such

number of European countries confirm that they

primary care professionals, to improve

as cold hands, fatigue, aching joints or difficulty

have national SSc patient registries. Respondents

early diagnosis of the disease and give

swallowing – that physicians may interpret as stress-

from Croatia, the Netherlands, Poland, and Romania

treatment rapidly.

or anxiety-related. Inaccurate diagnosis of SSc

report that they are not aware that national registries

allows the disease to progress unchecked, causing

Æ

Countries should apply VEDOSS criteria

severe fibrosis and pulmonary arterial hypertension,

(Very Early Diagnosis of systemic

conditions that do not respond well to therapy

For example, professionals from Belgium, Greece,

sclerosis) in their strategies and action

and are the major causes of death among SSc

the Netherlands, and Sweden, say that they use

plans.

patients.26, 27 The mortality rate within three years of

exist. Other countries link to regional repositories.

databases of EUSTAR, and share data with them.21

diagnosing pulmonary arterial hypertension is 50%.28

Æ

The training of all medical and

Every country should have its national repository

healthcare professionals, especially

There are currently no formal diagnostic guidelines

in place to ensure the efficient exchange of SSc

those in primary care, should focus

for SSc in the European Union. Some healthcare

patient information, nationally and across Europe’s

specifically on identifying the first signs

professionals report that they are guided for

medical research and regulatory communities. For

of the disease, including Raynaud’s

diagnosis by SSc classification criteria29 of the

optimal data sharing across all countries, repositories

phenomenon.

American College of Rheumatology and the

will need to reference their data in a common way.

European Alliance of Associations for Rheumatology

Æ

In addition, a risk stratification exercise

(EULAR). But classification criteria – a disease’s

– that make information Findable, Accessible,

should be conducted at population level

agreed definition in the profession – are different

Interoperable and Reusable – will ensure that

to identify subgroups of patients living

from diagnostic criteria, which are the standard

Applying the FAIR

22, 23

data exchange guidelines

with Raynaud’s phenomenon who are at
risk of SSc.

12
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definition of a condition used to identify a group of
patients for clinical research purposes.

deliver timely treatment to patients. Public health

Very Early Diagnosis Of Systemic
Sclerosis – VEDOSS approach

planners can be inspired by the principles of ‘Very
Early Diagnosis of systemic sclerosis’ (VEDOSS).35

The VEDOSS research project is a multi-

VEDOSS diagnosis criteria are a useful guide that

limited disease-specific knowledge of SSc among

center, longitudinal registry study done in

helps healthcare professionals precisely identify SSc-

healthcare professionals, translates to delayed

42 European Systemic Sclerosis Trial and

related diseases. Early detection strategies need to

diagnosis and a lower standard of care for many

Research group centers in 20 countries across

prioritize identification of early signs of the disease,

Europe, North America, and Latin America.

including Raynaud’s phenomenon, arthralgia, and

The lack of diagnosis guidelines, combined with

people living with SSc across Europe.

30

Under these

conditions, SSc patients in many European countries

reflux, some of the first common indicators of SSc.36

can wait months or years31, 32, 33 between the first signs

The VEDOSS criteria guides healthcare

Building a culture of very early needs to be the

and symptoms and a precise SSc diagnosis.

professionals in their diagnosis, specifying

focus of core training for all medical and healthcare

the presence of SSc if three criteria are

professionals, especially those in primary care.

For the group of SSc patients that has skin problems,

present – Raynaud’s phenomenon, disease-

In addition, ’risk stratification’ should be done at

the path to diagnosis and treatment can be even

specific antibodies, and pathognomonic

population level to identify subgroups of patients

longer, as many of these symptoms are often

microvascular alterations; or two major and

living with Raynaud’s phenomenon who are at risk

confused with common dermatological complaints.

one additional criterion, including soft-tissue

of SSc.

On the other hand, SSc patients with no skin

calcium deposits, puffy fingers, digital ulcers,

problems are even more difficult to diagnose.

esophageal dysfunction, ‘spider veins’ and

Having agreed international diagnosis guidelines

other indicators.

in place will ensure the emergence of common

Early SSc detection is critical to bringing each

diagnostic standards in Europe. This will facilitate

patient a better quality of life and an effective

The VEDOSS project calls for primary care

the exchange of SSc-related information between

prognosis. Each time a physician makes a timely and

professionals across the EU to apply this

national centers, and across the community of

accurate diagnosis, they can initiate treatment before

criteria, and refer all patients with two or

healthcare professionals and Centers of Excellence

the onset of the more acute SSc conditions that are

more early symptoms to a rheumatologist or

in the EU.

more difficult to treat and do not respond well to

systemic sclerosis center.

therapy34 – such as severe fibrosis and pulmonary
arterial hypertension.
Delayed diagnosis and its implications (e.g. potential
impact on disease progression and quality of life)
should be communicated clearly to patients.

These standards are best defined with input from
To improve the situation for people across Europe
living with SSc, several actions can be taken by
national and EU decision makers.
EU health decision makers and national authorities
can build on available research results to create
international and national guidelines that will
improve the speed and precision of SSc diagnosis in
EU Member State health systems.
Guidelines are needed that are specifically designed
to improve early diagnosis. They will support
healthcare professionals, including primary care
professionals, in effective decision-making to

rheumatologists, immunologists, internists and
other specialists experienced in SSc diagnosis and
treatment. International guidelines can then be
adapted by national public health authorities to suit
local needs, working closely with Expert Reference
Centers.
Here, the ADAPTE methodology37 will facilitate
translating international standards and practices to
fit the local context. Using ADAPTE, public health
planners can adapt guidelines developed for one
setting to the needs of another location – taking into
account health sector priorities, legislation, policies,
available resources and the needs of different user
groups in society.

13
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Ensuring timely referral of patients
to specialised care

For optimal treatment of SSc-related diseases, the

Another shortcoming reported by patients is

pharmacological treatment performed by other

primary care physician needs to promptly identify

that referral to non-pharmacological care is not

healthcare professionals. These results suggest that

the condition and refer them for specialized

considered part of the patient journey. For SSc

physicians’ knowledge of non-pharmacological

IDENTIFYING AND OVERCOMING

treatment – to a rheumatologist for, most

patients, specialized services are not typically part

care is lacking, and that communication between

OBSTACLES TO RAPID REFERRAL

organ manifestations; a dermatologist, for skin

of a referral treatment package. They can include

specialists and healthcare professionals who deliver

manifestations; or pulmonologists when pulmonary

psychological and mental health support, pain

non-pharmacological care is weak.

Along with timely diagnosis, referral of the patient

arterial hypertension and interstitial lung disease

management, physical and occupational therapy or

to a qualified specialist at the right time is a critical

are identified. Typically, after diagnosis, the long-

counseling on personal and family issues, stress, and

How can this situation be improved? Rethinking

element needed to bring systemic sclerosis patients

term management of a patient’s SSc remains the

depression,

the treatment architecture for systemic sclerosis to

the best possible quality of treatment. In several EU

responsibility of the rheumatologist.

evolve from the current linear practices to a ‘hub

39

countries, delayed referrals are cited by healthcare

Research suggests that reasons for the lack of

and spoke’ model gives the patient a better chance

specialists as an obstacle to providing effective

Across the EU, ensuring timely referral of SSc

inclusion of non-pharmacological care in an SSc

of having the right treatment at the right time, by

levels of care to their systemic sclerosis patients.

patients remains a challenge in many health systems.

treatment regime are due to low levels of knowledge

the most appropriate specialist. This ‘knowledge

Respondents from all the countries surveyed in

and evidence among rheumatologists of the benefits

network’ approach helps improve the flow of

Recommendations for public health
policymakers

compiling this report cite the lack of timely referral

that these treatments can bring, and a need for better

information and communication across health

of SSc patients to specialist care as an obstacle

communication between healthcare professionals

services. It creates better connections between

to providing good levels of care for this patient

and these specialists. A further obstacle is that non-

general practitioners, patients and their advocates,

Æ

population.

pharmacological care is often not reimbursed in

dermatologists, rheumatologists and pharmacists,

many EU countries.

and involves specialist reference.

physicians’ low awareness of SSc symptoms. So, the

One study of rheumatologists revealed that barriers

Hub and spoke thinking puts the patient and general

first step toward more effective referral is to find

for referral to healthcare professionals in charge

practitioner at the center of a web of medical

ways to increase awareness of SSc symptoms and the

of providing non-pharmacological care such as

specialists and social support services that help to

condition’s characteristics among potential patients

nurses, social workers, psychologists, occupational

manage patient conditions. A reference center (hub)

and primary care physicians. Creation of specialist

therapists, physical therapists and podiatrists, were

and second-line treatment facilities (spokes) interact

centers is one suggestion to promote the exchange

caused by the lack of evidence of the efficacy of non-

to rapidly assess each patient’s situation and deliver

of information on systemic sclerosis to improve

pharmacological treatments, and the low confidence

the most appropriate care. Expertise is shared

patients’ care.

that rheumatologists have in the competency of

across the network, improving sharing of practical

other healthcare professionals. Other research

knowledge on SSc.

By adopting a networked ‘hub and spoke’
approach to systemic sclerosis care, national
health systems can more effectively identify
specific conditions and link patients to
specialist care. Expertise is shared across the
network, improving disease knowledge and
management.

Æ

Delivering digital services makes health
systems more responsive to the needs of
people living with SSc. Videoconferencing

Causes of late referrals are attributed to the

40

and telemedicine platforms link systemic
sclerosis specialists with patients in all
locations, boosting access for all and the

A multi-country poll of physicians reports

explored gaps between physicians’ referral to non-

that awareness varies widely among primary

Dermatology

care professionals, showing that they may not

quality of care.

immediately associate common symptoms, such

Primary care

as Raynaud’s phenomenon with SSc. This delayed
As the early symptoms of SSc are often not

diagnosis results in slow or inappropriate referrals

recognized by patients and their general

for the right specialist treatment.41 This behaviour

practitioners, many patients are referred to specialist

was more commonly noted by rheumatologists than

treatment after many months. Late diagnosis

dermatologists. Dermatologists more frequently

and treatment have a serious negative impact on

noted that primary healthcare professionals refer

treatment outcomes, patients’ quality of life and

patients to them with skin problems such as

potential for survival.

Raynaud’s phenomenon, but are unlikely to suspect

38

other SSc-related conditions.

Functional rehabilitation

Gastroenterology

Psychology

Pneumology

Cardiology

Rheumatology

Reference center

Pharmacy
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Implementing a hub-and-spoke approach requires
political will. The architecture needs to be put in
place locally, across the national health system. The
full integration of European Reference Networks
(ERNs) into the national health systems opens
the opportunity to network and share expertise
nationally and across countries.

A Position Paper

Improving treatment
recommendations and access to
appropriate medicines

»

17

Embracing the revision of Orphan
Medicinal Products legislation
(141/2000) to drive research on new
therapies for high clinical unmet

THE TREATMENT CHALLENGE: ENSURING THAT
PATIENTS HAVE EASY ACCESS TO TREATMENT AND

needs. The progressive nature of

CARE; ENCOURAGING RAPID APPROVAL OF NEW

SSc calls for continuous therapeutic

ORPHAN MEDICINAL PRODUCTS

developments in this area.

Telemedicine is also part of the hub-and-spoke mix.
Web-based services and videoconferencing have

How can countries best bring systemic sclerosis

the potential to bring experts from across the EU

patients access to the right treatment at the right

SSc treatments is highly unequal across

and Europe, more generally, to patients in remote

time? Clear treatment recommendations, and

Europe due to some countries’ lengthy

locations and to connect patients more frequently

smooth approval pathways are needed to rapidly

national approval of medicines already

with carers and practical advice on everyday issues

bring new medicines to market after EMA approval.

approved by the EMA. National health

Æ

Access to new orphan medicines for

during their journey. This digital transformation

policymakers can accelerate access for

brings a positive impact to the efficiency of the

their patients by aligning with the best-

health system and direct improvements to patients’
quality of life. It reduces their need to travel (and the
economic burden of traveling) to a reference center

To ensure that expertise reaches patients more

and data sharing.

Æ

and makes possible more frequent dialogue between
specialists and caregivers.

performing countries for rapid approval

Recommendations for public
health policymakers
Æ

More research on health system

Countries can improve treatment access

performance for medicinal products

by:

approval will improve the situation.

effectively, national and regional health authorities
can improve their systems for referrals and specialist

»

Ensuring timely application of the

Æ

Health services should also prioritize

care by tapping funding from the EU Recovery

HTA Regulation 2021/2282 activating

access to psychological and psycho-social

and Resilience Plans and Cohesion Funds aimed at

joint assessments for orphan drugs

care and other non-pharmacological

digitalizing health services for rare diseases patients,

by 2025. This will solve the cause of

treatment (e.g., hand and body

including people living with SSc.

delays in patient access to adequate

physiotherapy) for SSc patients.

treatments. Being more involved
in European Reference Networks
(ERNs) as well as the Stakeholder
Network and Subgroups to be created
to support the implementation of
Regulation 2021/2282.

»

Establishing clear timeframes
for pricing and reimbursement
discussions, to ensure that approved
treatment reaches all eligible patients.

Systemic sclerosis (SSc) affects patients with a
variety of conditions that have different degrees
of severity and impact on patients.43 To help each
patient address their changing situation, current SSc
therapeutic approaches combine symptomatic and
polypharmacy treatments, aiming to reduce or slow
the progression of fibrosis and tackle vascular and
inflammatory disease.44 Symptomatic medicines
ease the effects of SSc to improve patient comfort
but do not stop or cure the condition. Polypharmacy
treatments blend medicines to address the multiple

18
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facets of SSc that patients experience – for example:

treatments remains a challenge. The difference in

minimizing discomfort of skin damage and

the speed of national approval between countries

managing pain, or reducing the impact of vascular

risks creating inequity, and regions of ‘haves’ and

damage, autoimmunity, and fibrosis on the patient’s

‘have-nots’, where some health systems provide

health.

access right after EMA approval, while patients in

45

Across the EU, countries have different approaches

19

in national health policies for better access to SSc

EULAR Treatment recommendations European Alliance of Associations for
Rheumatology

treatments – identifying obstacles to access to new

other systems wait months or years to receive the

EULAR develops recommendations for treat-

Patient access to non-pharmacological treatments

latest technologies.

ing a range of rheumatic disorders through

completes the picture of a well-functioning

several thematic committees, that regularly

medicines access policy that benefits all SSc patients.

to devising their SSc treatment recommendations.

treatments, and highlighting practical solutions to
speed delivery to market.

Germany, Italy, Portugal, Romania, Spain (and

The literature highlights obstacles between EMA

review emerging treatment options and pub-

For example, hand and body physiotherapy, brings

the UK) specify treatment based on the European

approval and national approval – such as some

lish recommendations. Each recommenda-

patients’ comfort and cares for their body functions

Alliance of Associations for Rheumatology (EULAR)

countries’ requirement for additional national

tion is developed by a specialist group.

that are affected by the disease. Psychological and

recommendations. Some of these countries also

clinical assessments, and the long timeframe needed

follow national recommendations and agreed

to finalize pricing and reimbursement processes.

EULAR represents the people living with

important treatment areas that can vastly improve

regional guidelines. These include France,

The 2021 EFPIA Patients WAIT survey finds that

arthritis and rheumatism, and healthcare

the quality of life for people living with SSc.

Germany Italy, Portugal, Sweden (and UK). Some

depending on the national regulatory process,

professionals in rheumatology and scientific

respondents surveyed highlight that their national

patients wait from four months to 2.5 years to have

societies focused on rheumatology, from all

To ensure better and more equitable access to SSc

recommendations are outdated.

access to the same medicine that has already been

EU countries.

medicines for patients in Europe, the European

psycho-social care or occupational therapy are also

EMA-approved.

SSc patient and healthcare community is open to

For specific SSc subgroups, for example SSc-ILD, the

working with EU and national regulators and the

first anti-fibrotic treatment has been approved by

An efficient process to improve approval and access

the European Medicine Agency (EMA) to slow down

to orphan medicines for all SSc patients, can be

Better data sharing on orphan drug approvals across

for EU and national public health regulators to

national health systems and better-quality data are

therapies in SSc are currently under investigation

encourage countries to align their approvals with

the key to making this happen. For example, more

and some of them have been already used off-

the best-performing countries. This will avoid

data can be collected on practices that drive timely

label. Orphan medicinal products are developed

duplication of national approval of medicines

approval and patient access, and on the performance

for people living with rare or lesser-known diseases

already authorized by the EMA. This will

of health systems. This data can be efficiently

with small patient populations, and less visible

significantly reduce the time between EMA approval

reported in Patient Reported Outcome/Experience

on the pharmaceutical development landscape.

and wide access in all EU countries.

Measures (PROM/PREM). PROMs provide

the worsening of the lung fibrosis.

46

Other targeted

47

pharmaceutical industry.

Unfortunately, many patients who can benefit

rich information on the impact of healthcare

from these treatments are affected by a ‘equity

interventions. PREMs give patient feedback on

gap’ between the moment an orphan medicine is

the quality of the service provided, for a specific

approved by the EMA, and when it is accessible

interaction – for example admission to hospital or

through national health systems. In the EU, this

levels of care received by a patient. Together data on

occurs even if the medicine is eligible through the

these experiences are a good indicator of how well

EMA’s PRIME scheme, that supports development

a healthcare system is functioning for orphan drug

of medicines that address an unmet need. Data on

availability and uptake.

48

access to orphan medicines shows that access to
these treatments is highly unequal across the EU.

Further health systems research in this area
promises to open a wealth of new information on

Survey respondents in several countries report

orphan drugs to benefit patients across the EU and

that access to EMA-approved systemic sclerosis

beyond. These insights will inform what is needed

20
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Orphanet – a valuable resource for
systemic sclerosis patients

Delivering better quality
information to systemic sclerosis
patients

A critical component of every SSc patient’s journey

information and support for patients and caregivers

is clear information on their situation, and being

to ensure timely diagnosis.50
Information gaps highlighted at the pre-diagnostic

In a recent survey, healthcare professionals in 11

phase included, limited disease knowledge among

countries highlight the importance of access to

primary care physicians and specialists, a lack

NEEDS TO BE AVAILABLE AT THE RIGHT TIME, AND

useful information. Respondents from Belgium,

of accurate patient information, and delayed or

PERSONALIZED FOR EACH PERSON’S SPECIFIC

Croatia, France, Germany, Italy, Netherlands,

inappropriate referral to a specialist. In the post-

CONDITION

Portugal, Romania, Spain, Sweden, and UK report

diagnostic phase, these patients and caregivers

that a lack of patient information and literacy are

flagged access to clear information as an unmet

Information on systemic sclerosis is readily

the most significant challenges that they face in

need.

available for patients in most European countries,

providing optimal care for systemic sclerosis. Also,

but healthcare professionals report that more

while patient organizations in most European

In another study, dermatologists in France,

personalized information is needed to address

countries offer excellent resources, the professionals

Germany, Italy, Spain, UK and the US, felt that:

the specific SSc sub-types – and more attention is

feel that more personalized information, and advice

after diagnosis, most patients were well informed

needed to inform and educate each patient at the

in the local languages, is important.

about their disease state; that they were provided

FOR PATIENTS LIVING WITH SYSTEMIC SCLEROSIS

with information or support about their condition,

time and point of diagnosis.
Every patient receives general information on their
condition. But a recently published analysis

Recommendations for public
health policymakers
Æ

Æ

Æ

49

of in-

depth interviews with SSc patients reveals that they

including leaflets, websites, telephone helplines and
support groups. But awareness of specific patient

sclerosis, and orphan medicines. It compiles
knowledge on rare diseases from national organizations and research centers worldwide,
aiming to improve diagnosis, care and treatment for patients. Through the Orphanet
website, systemic sclerosis healthcare professionals and patients can rapidly locate nearby
expert centers and networks that focus on
specific systemic sclerosis sub-types

The more materials can be tailored to specific subtypes and stages of systemic sclerosis, the better it
can help each patient continue living a full life as per
the case of:

Æ

as the fingers, hands, face, lower arms, and legs;

have difficulty retaining information shared during
A recently published position statement investigating

practical information is not available at this critical

the management of systemic sclerosis in France52

To respond to the nature of this disease,

touch point with their physician. Effective doctor-

calls for healthcare professionals and patients to be

that affects patients in many different

patient communication will be improved by having

systematically informed of the existence of patient

ways, information for patients must be

specific materials available at this stage, rather than

associations, institutional websites and Orphanet,

tailored to the specific sub-type or stage

expecting the patient to return home and consult the

which is the European portal for rare diseases and

that each patient is experiencing.

Internet.

orphan drugs.

In addition to treatment information,

Respondents confirmed that educational materials

The fact that systemic sclerosis manifests itself in

patient information needs to advise

on systemic sclerosis are readily available for

a range of forms, often specific to each patient,

on the physical and psychological

patients in Belgium, Croatia, France Germany, Italy,

suggests that the most effective treatment

consequences of this condition.

Netherland Poland Portugal Spain, Sweden, and UK.

information needs to focus on patient-specific

Respondents from Greece report that they are not

aspects of the disease.

aware of any patient-friendly educational resources.

Addressing the systemic sclerosis profile of
gradual onset that is restricted to skin areas such

associations was reported to be low.51

their diagnostic consultation, and that detailed

At diagnosis, patients will be benefiting

mation on rare diseases, including systemic

connected to others with similar conditions to boost
learning and the exchange of practical experiences.

FOR OPTIMAL PATIENT OUTCOMES, INFORMATION

Orphanet is a unique resource for infor-

or

Æ

Diffuse systemic sclerosis’s sudden onset with
skin thickening covering much of the body and
potentially damaging major internal organs, or

Æ

Systemic sclerosis that affects the blood vessels
and internal organs, but not the skin.

As with medicines, information for systemic sclerosis
patients needs to look beyond treatment options to
provide guidance on wellbeing and psychological
support to help people better cope with their new
life with this disease.

from insights into current national and
European patient associations. Direct

Several studies have analysed different types of

and indirect EU funding, for example,

information available along systemic sclerosis

Cohesion Funds, can be tapped to

patients’ journeys. An eight-country review identified

support patient groups, and invest in

as unmet needs, a lack of disease specific knowledge,

research, patient support and advisory

gaps in national healthcare systems and insufficient

activities.

The diagnosis touch point is the moment where
patients should receive appropriate materials, and
have the opportunity to discuss specific details of
their type of systemic sclerosis. At this point their
treating specialists should also guide patients towards
reliable information, including materials developed
by national and European patient associations.
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