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As a matter of fact, organisation always matters when discussing about healthcare, since

it is fundamental in order to ensure the delivery of the most appropriate care to patients

in the most appropriate way. Unfortunately, the pandemic brought by the severe acute

respiratory syndrome-coronavirus 2 (SARS-CoV-2) imposed a huge reorganisation of the

healthcare systems, with several repercussions on the care of several chronic conditions,

that were in many cases discontinued. This was the case of rare diseases (RDs),

conditions that even under normal circumstances can experience diagnostic delays

and difficulties in receiving appropriate care. The context of the European Reference

Networks (ERNs) represents one of the most appropriate settings for the creation of

organisational reference models for patient care pathways (PCP). As a matter of fact,

the main mission of ERNs is to improve the care of patients with RDs in Europe

through a patient-centred approach, thanks to real multistakeholder involvement. For

this reason, in the last years, an extensive effort has been made towards the creation of

a methodological approach aimed at providing organisational reference models for PCP

in RDs across the different Member States. In fact, in order to develop the reference

model, a structured methodology was created to enable the design of the PCP based

on a deep sharing of expertise on high-quality care and characterised by a strong patient-

centred approach: RarERN PathTM. Among the different stakeholders that need to be

involved in planning strategic actions to ensure care also during an emergency, patients’

representatives, healthcare professionals, hospital managers, and experts in healthcare

organisations play a crucial role.
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INTRODUCTION

Rare diseases (RDs) affect more than 30 million people in Europe and many of them still have
limited access to timely diagnosis and high-quality treatment. Moreover, improving the scientific
evidence in RDs can often represent a challenge due to the low number of patients. In order to
address these challenges, the European Commission launched the European Reference Networks

https://www.frontiersin.org/journals/health-services
https://www.frontiersin.org/journals/health-services#editorial-board
https://www.frontiersin.org/journals/health-services#editorial-board
https://www.frontiersin.org/journals/health-services#editorial-board
https://www.frontiersin.org/journals/health-services#editorial-board
https://doi.org/10.3389/frhs.2022.935014
http://crossmark.crossref.org/dialog/?doi=10.3389/frhs.2022.935014&domain=pdf&date_stamp=2022-07-13
https://www.frontiersin.org/journals/health-services
https://www.frontiersin.org
https://www.frontiersin.org/journals/health-services#articles
https://creativecommons.org/licenses/by/4.0/
mailto:giuseppe.turchetti@santannapisa.it
https://doi.org/10.3389/frhs.2022.935014
https://www.frontiersin.org/articles/10.3389/frhs.2022.935014/full


Talarico et al. Harmonising the Rare Diseases Care

(ERNs), virtual networks involving healthcare providers
(HCPs) across the European Union (EU). The mission
of the ERNs is to tackle low prevalence and RDs that
require highly specialised treatment and a concentration of
knowledge and resources and therefore to promote equity of
care (1).

It is well known that no health care system model can be
considered the most appropriate and extensively accepted from
different points of view. Even within the same country, several
dissimilarities can be often detected, and they can be related
to different aspects, including structures, resources, and other
specific characteristics of the health care system itself. However,
there is a common aspect that each health system requires, and
it is represented by an appropriate level of organisation. As a
matter of fact, an organisation always matters when discussing
healthcare, since it is fundamental in order to ensure the delivery
of the most appropriate care to patients in the most appropriate
way (2, 3).

In the last years, the severe acute respiratory syndrome-
coronavirus 2 (SARS-CoV-2) pandemic imposed a huge
reorganisation of the healthcare systems, due to the care needed
for patients with COVID-19 and a consequent concentration of
resources in the COVID-19 units1. The main repercussion of this
necessary reorganisation was represented by the concentration
of human resources from different units to be often entirely
devoted to COVID-19 units. This resulted in many units
being often closed or reduced to the provision of emergency
services. Unfortunately, due to these big challenges, the care of
several chronic conditions was in many cases discontinued and
patients and healthcare professionals treating these conditions
had to cope with a new arduous scenario. This was the
case with RDs (4). Even under normal circumstances, patients
with RDs can experience diagnostic delays, and difficulties
in receiving appropriate support and care, and this may
have a high impact on prognosis as well as morbidity and
mortality. During an emergency, vulnerable patients are even
more vulnerable.

Therefore, the relevant impact that COVID-19 had during
the different waves and is still having on the provision of
services to chronic patients highlights the need to develop
specific organisational strategies for healthcare systems. Every
single challenge that the health systems are experiencing in
these hard times highlights how organisation matters, especially
during a health emergency (5). In fact, the only way to ensure
appropriate care to chronic disease patients during an emergency
is to have detailed strategic plans for health care systems; for
this purpose, it is desirable that specific actions may create or
optimise existing organisational models for the care of chronic
diseases. This is particularly crucial not only in case of future
emergencies but also in other situations that might threaten the
provision of routine care. These pathways should be based on
efficient healthcare planning and referral systems that would help
better define the different appropriate tasks of the professionals
involved in patient care (6). Emergency plans should be designed

1https://covid19.who.int/

or adapted to ensure that the diagnostic, monitoring, and
therapeutic pathways of rare disease patients remain accessible
for these patients. To do that, detailed organisational procedures
need to be defined as soon as possible, identifying the different
healthcare services to be maintained and preserved in case of a
new pandemic or other health emergencies. Thus, it is desirable
that ad hoc organisational models are adopted at a worldwide
level to guarantee a homogeneous provision of care for
chronic disease patients, considering also the geographical and
cultural settings.

AN INNOVATIVE APPROACH TO IMPROVE
THE FUTURE OF RDs: RarERN PATHTM

As reported by the European pathways Association (EPA)
“A care pathway is a complex intervention for the mutual
decision making and organisation of care processes for a
well-defined group of patients during a well-defined period2”.
Therefore, considering that the main purpose of patients’
care pathways (PCP) is to enhance the quality of care, their
role is particularly crucial in the field of RDs and complex
diseases as well. The context of the European Reference
Networks (ERNs) might represent one of the most appropriate
settings for the creation of organisational reference models for
PCP across Europe. As a matter of fact, the main mission
of ERNs is to improve the care of patients with RDs in
Europe, through a patient-centred approach, thanks to real
multistakeholder involvement.

For this reason, in the framework of the collaboration
between the ERN on Rare and Complex Connective Tissue and
Musculoskeletal Diseases ReCONNET (https://reconnet.ern-net.
eu) Coordination Team and the group of Health Economics of
the Institute of Management of the Scuola Superiore Sant’Anna,
an extensive effort has been made towards the creation of
a methodological approach aimed at providing organisational
reference models for PCP in RDs across the different Member
States. In fact, in order to develop the reference model, a
structured methodology was created to enable the design of the
PCP based on a deep sharing of expertise on high-quality care
and characterised by a strong patient-centred approach: RarERN
PathTM (7). RarERN PathTM represents a specific methodology
aimed at improving organisation in real life and it was created
by implementing the existing approaches already in use for
the assessment of PCP with several innovative ways to look
at the organisation itself. An organisation is, in fact, the core
of the application of clinical practise guidelines (CPGs) or
recommendations, and when an organisation fails it is really
difficult to apply evidence-based guidelines in a homogeneous
way. An ad hoc methodology was needed to address the
specificity and the innovative asset provided by the ERNs
and their unique environment represented by a multi-national
and multi-stakeholder collaborative framework. RarERN PathTM

brings the expertise of the different excellent centres across

2http://e-p-a.org/
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Europe at the local level, producing as the main result of
its application, a reference organisational model that can be
applied and adapted in a flexible way to different disease-
specific and geographical contexts and that can be monitored
and measured. As a matter of fact, an efficient implementation
of existing clinical pathways can only be ensured by means
of an efficient organisation of the healthcare systems and of
the related services. Without an appropriate organisation, the
journey of patients and of their caregivers can become long and
exhausting and it can lead to limited and unequal access to
care (8).

The RarERN PathTM approach foresees six consecutive phases,
that start with mapping of what is in place in the different
excellence centres, mainly focusing on the organisational aspects
of the PCP, and collecting the perspectives of patients. This
kind of approach provides the possibility to catch the different
organisational challenges and best practises already in place
and to design an optimised common PCP that reaches a
consensus among the different stakeholders. Moreover, the co-
design process with the different stakeholders is essential in
the definition of disease-specific key performance indicators
(KPI) able to monitor the application of the reference
model and its advantages in terms of organisation and
costs (7).

ORGANISATION AS A JOURNEY
TOWARDS EQUITY OF CARE

It is widely accepted that CPGs are defined as “statements
that include recommendations intended to optimise patient care
that is informed by a systematic review of evidence and an
assessment of the benefits and harms of alternative care options”
(9); however, one of the main barriers in the application of
CPGs in daily care can not only be truly represented by local
legislative restrictions, time constraints (10) but also by pragmatic
difficulties in the organisation of PCP. Therefore, improving the
organisational structure of PCP may surely contribute to a more
efficient and sustainable application of the CPGs, especially in
the case of different health contexts characterised by different
expertise and resources.

Taking into account all these considerations, it becomes
clear that improving the organisational aspects of PCP is
particularly crucial in the field of RCs, where the knowledge
is often scattered and access to care and treatment can
be heterogeneous. Thus, improving organisation is definitely
one of the main successful ways by which equity of care
can be guaranteed across the different geographical areas.
Improving organization of care means improving care to
patients with RDs and it can be implemented in different ways;

RarERN Path
TM

is definitely one of these ways. Thanks to the
availability of appropriate methodologies aimed at improving
the organisation of care, ERNs and other institutions can
strongly commit to and support an improvement of the access
both to treatments and to healthcare services for rare disease
patients, thus contributing to increasing also more equity of care
in RDs.

FIGURE 1 | The different stakeholders involved in the application of RarERN

PathTM.

THE ADDED VALUE OF
MULTI-STAKEHOLDER INVOLVEMENT IN
THE ORGANISATION OF CARE

A multi-stakeholder approach ensures the identification and
integration of the different needs and priorities in all contexts.
Applying this approach in the organisation of care, for example
in RarERN PathTM, can be considered a must, as participatory
processes ensure, among many factors, to define current
challenges more accurately and to co-design strategies that
are more tailored to the different needs. A tangible example
of the RarERN PathTM multi-stakeholder involvement is, for
example, the establishment of a patients’ panel that is fully
involved in the process, from the co-designing of the narrative
medicine survey to the elaboration of the storeys and in the
co-designing of the KPIs. Another example is represented
by the consensus meeting (Phase 3 of RarERN PathTM), in
which expert clinicians gather with patients’ representatives,
economists, and hospital managers to discuss the patient’s care
pathway and the related organisation to be provided in order
to deliver appropriate care to patients. Among the different
stakeholders that need to be involved in planning strategic
actions to ensure care also during an emergency, patients’
representatives, healthcare professionals, hospital managers, and
experts in a healthcare organisation play crucial roles (Figure 1).
Their contribution should be encouraged and planned during
all phases of the process in order to ensure on one side
the applicability of the strategy designed and on the other
side, that the needs and the priorities of all stakeholders are
carefully addressed.

CONCLUSION

Learning from the current pandemic is a necessary process
that should ensure that vulnerable patients, such as patients
with chronic and RD, will be able to access care also during
health emergencies. A multi-stakeholder and multi-dimensional
approach is needed to design health strategies that will
enable RD PCP to continue to be active also in challenging
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conditions. RarERN PathTM, represents, in this vision, a
pragmatic approach that could be beneficial to the future of
RD communities.
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