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Introduction

Approximately 7000 rare diseases affect 3.5–5.9% of the 
world’s population – a total of 263 to 446 million people 
[1]. Individuals with rare diseases face significant barriers 
to accessing healthcare, including challenges related to the 
affordability of care and treatment as well as limited 
knowledge of healthcare professionals, which may result 
in feelings of mistrust, frustration, and anger among those 
affected [2]. Moreover, because rare diseases are charac-

terised by their complex and chronic nature, these individ-

uals typically depend on the healthcare system for their 
whole lives, making their reliance on it crucial. Address-

ing the healthcare needs of people suffering from rare dis-

eases involves navigating complicated and interrelated dif-

ficulties that cannot be addressed with the usual solutions, 
requiring comprehensive and individualised approaches. 
This viewpoint emphasises the need to ensure equitable ac-

cess to healthcare, focusing on the specific challenges peo-

ple living with rare diseases face.

The interconnection between health equity and 
healthcare access in the context of rare dis-
eases

According to the World Health Organization (WHO), the 
pursuit of health equity is an essential public health goal 
that is central to realising the fundamental right to health. 
In line with this, the WHO states that health equity is 
“achieved when everyone can attain their full potential for 
health and well-being” [3]. At its core, health equity is the 
fair and impartial distribution of healthcare resources, op-

portunities, and outcomes that transcends socioeconomic, 
ethnic, cultural, and geographical boundaries. This neces-

sitates a global perspective that considers access to health-

care and equity for rare diseases internationally and within 
each country’s healthcare system.

In the context of rare diseases, disparities evolve because 
of a lack of specialised expertise, limited training and op-

portunities for healthcare professionals to acquire knowl-

edge about rare diseases, limited progress in the devel-

opment of rare disease treatments, and an unequal

distribution of resources [4]. Furthermore, inequalities nat-

urally exist among the estimated 7000 rare diseases, such

as differences in available resources and collaboration with

universities, the pharmaceutical industry, and governmen-

tal agencies [5]. These inequalities can impact drug discov-

ery, access to treatment, and public awareness of specific

rare diseases. However, the allocation of resources to rare

disease treatments, particularly in terms of governmental

and philanthropic funding, may also reflect a more com-

plex interplay of factors at the national and global levels.

Health equity and access to healthcare are inextricably

linked. Ensuring access to healthcare is necessary to

achieve health equity for people living with rare diseases.

The WHO defines universal health coverage as ensuring

that all individuals have access to the full range of high-

quality health services they require, when and where they

need them, without incurring financial hardship. This en-

compasses a comprehensive spectrum of essential health

services, from health promotion and prevention to treat-

ment, rehabilitation, and palliative care throughout the en-

tire lifespan [6]. Researchers have approached healthcare

access from different angles, often examining singular as-

pects, such as healthcare utilisation, resource availability,

and characteristics of those accessing care [7]. However,

quantifying access to healthcare from a universal perspec-

tive is an intricate task and often requires surrogate mea-

sures that do not adequately capture the multidimensional

nature of the construct [8]. Traditionally, such approaches

are limited to specific aspects of healthcare access and thus

only provide a narrow perspective of its dimensions [9].

To complicate matters, none of the existing measurement

scales have undergone rigorous validation, further hinder-

ing a holistic understanding of this complex construct.

Such shortcomings may obscure and unintentionally exac-

erbate health inequalities by emphasising particular dimen-

sions of access at the expense of others.

In response to these limitations, various models have

emerged that represent the multidimensional nature of this

concept, such as the framework proposed by Levesque and

colleagues [10]. This model addresses the structural re-

quirements for access and considers the relevant abilities

of patients. It includes five structural dimensions of access:

accessibility, acceptability, availability and accommoda-
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tion, affordability, and appropriateness. Notably, within

academic discourse, affordability often claims a substantial

share of the spotlight [11], while the other dimensions

highlighted by Levesque et al. [10] receive comparatively

less attention. This imbalance in emphasis may result in

the inadequate integration of these less-attended dimen-

sions into individual-level interventions or policy changes,

culminating in misaligned healthcare priorities. The chal-

lenges that people with rare diseases face are usually even

more complex and nuanced, as the knowledge about and

awareness of rare diseases is generally low. This under-

scores the importance of refining and adapting existing

models and frameworks to better meet the specific needs of

those affected. However, many of these diseases are poorly

researched and data are limited, making it challenging to

adapt general models to these patients’ specific needs.

The five structural dimensions are complemented by indi-

vidual abilities, as depicted in figure 1. According to the

model by Levesque and colleagues [10], this means that

patients need to be actively involved in defining the short-

comings of healthcare and developing approaches that re-

alistically meet patients’ needs. The extent to which these

abilities impact healthcare access raises concerns about

health equity in society [12]. For example, patients with

rare diseases often have deep knowledge about their con-

dition that is not appreciated and utilised by many of their

doctors. Some patients even receive ineffective or harmful

treatments [2]. This knowledge disparity poses an addi-

tional challenge to those affected and highlights the need

to incorporate patient knowledge into care. This could in-

crease the chances of better access, as it incorporates pa-

tient-centred care, and consequently, it could affect health

equity [12]. However, acquiring and utilising such knowl-

edge is not enough. Patients must be empowered to com-

municate their knowledge effectively to healthcare profes-

sionals and ensure that their voice is heard and considered

in decision-making processes. In some cases, this may

mean negotiating the social roles and power dynamics be-

tween patients and their healthcare providers, which is a

considerable problem for individuals who are vulnerable

and marginalised because of their disease. Even as patients

develop health literacy and communication skills, the un-

conscious biases of providers related to personal character-

istics, such as gender and skin colour, can diminish their

credibility. This can lead to unequal treatment, misdiagno-

sis, or inadequate care, perpetuating health inequities by

denying certain people with rare diseases access to time-

ly care [13]. It is important to emphasise that individual

ability should not be used as a basis for placing the sole

responsibility on patients. Instead, the focus should be on

providing comprehensive support at all levels and dimen-

sions described in this framework to empower patients.

Conclusions and possible implications

This viewpoint underscores the critical need to ensure eq-

uitable healthcare access, accounting for its various dimen-

sions within the diverse individual, social, and econom-

ic constraints inherent in healthcare systems and people.

In addition to creating healthcare structures that facilitate

timely, high-quality care, it is imperative to empower in-

dividuals to navigate and manage their access effectively.

Figure 1: A conceptual framework of healthcare access (from: Levesque JF, Harris MF, Russell G. Patient-centred access to health care: con-

ceptualising access at the interface of health systems and populations. Int J Equity Health. 2013;12(1):18. doi: https://doi.org/10.1186/

1475-9276-12-18).
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The pursuit of health equity for rare diseases must be ap-

proached with careful consideration, as it can inadvertently

lead to inequities in the broader population; for instance,

a notable emphasis is often placed on financial aspects re-

garding research and the reimbursement of therapeutic in-

terventions [4]. Even if these therapies successfully reach

the market, the resulting individual financial burden or the

cost-sharing mechanisms within healthcare systems can

be very high. This begs several fundamental questions.

First, is it morally defensible to require everyone, includ-

ing those unafflicted by rare diseases, to bear these costs?

Moreover, should we reconsider the allocation of resources

within different rare disease groups so that certain con-

ditions receive more funding than others? Finally, in the

pursuit of health equity, should rare diseases be prioritised

over more common diseases? These queries resonate with

the profound words of Paul Farmer: “If access to health-

care is considered a human right, who is considered human

enough to have that right?” [14]. Addressing these chal-

lenges requires a thoughtful and comprehensive dialogue

on the ethical trade-offs and allocation of resources needed

to ensure that every person, regardless of their health sta-

tus, has the opportunity to achieve the highest standard of

health and well-being.
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