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Why is genetic testing for
cardiomyopathy important?

Cardiomyopathy care is at the forefront of cardiovascular genomic

innovation. Genetic testing is a recognised standard of care, yet large

numbers of people and families across Europe are not able to access it.

Cardiomyopathy is a complex heart muscle condition that is partly

caused by genetic factors;"? up to 40% of people with cardiomyopathy

have a known family history.® The discovery of associated genes was of people with

a turning point for cardiomyopathy and broader cardiovascular care.“ haf/aergfgﬁ??;%y
Since then, cardiomyopathy has emerged as a pioneer in targeted history of the disease

treatment development in cardiovascular disease area.'?®’

Genetic testing for cardiomyopathy remains inconsistently implemented, under-resourced
and unevenly reimbursed between countries and care settings. This is both a missed clinical
opportunity and a systemic weakness that perpetuates avoidable harm across generations.
Genetic testing is now recognised as a core component of cardiomyopathy care. International
professional societies recommend that all people with confirmed cardiomyopathy be offered
genetic testing. This consensus marks a new era and requires health systems to ensure
equitable and prompt access to genetic testing.

Genetic testing can transform care for people with cardiomyopathy and their families.
Specific benefits include:

differentiating between cardiovascular conditions that have similar clinical presentation yet
require different treatments'®

0 identifying undiagnosed relatives at higher risk of life-threatening events®"

enabling preventive therapies in people diagnosed with cardiomyopathy at higher risk of
life-threatening events'®

0 reducing uncertainty about the cause and progression of cardiomyopathy in people who share
the same clinical presentation’

0 administering the correct dose of targeted treatment for specific types of cardiomyopathy"
0 facilitating reproductive counselling to support decision-making around family planning.'®

Beyond clinical benefits, genetic testing also enables health system resources to be
allocated effectively and for innovative treatments to be developed. Costs have continued to
decline for genetic testing,”™ and studies have shown that it is cost-effective, as it removes
the need for regular monitoring of relatives, while ensuring early treatment and reduced
hospitalisations.™" Further scientific advances will likely expand the role of genetic testing
to assessing increased risk caused by multiple gene variants and predicting how people will
respond to treatment, as well as accelerating the discovery of targeted treatments.?°?!
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Understanding the challenges facing European Union (EU) Member States in preparing
health systems for genetic testing in cardiomyopathy

Current realities and challenges

Health systems must
finance genetic testing
to ensure universal
and equal access to
innovation and personalised
treatment for families
with cardiomyopathy,
regardless of their
ability to pay.

© Only 37% of
adults with
cardiomyopathy
receive genetic
testing, and just
62% of their
relatives do.?

© Four of twelve
countries
surveyed did not
fully reimburse
genetic testing
for first-degree
relatives of people
diagnosed with
cardiomyopathy.

© Four of twelve
surveyed countries
did not reimburse
post-mortem genetic
testing, with families
having to pay
out of pocket or
through private
health insurance.

System

enablers

Capacity
building

Person-

centred
care

Data-sharing systems
and infrastructure are
needed to support
innovation and the
development of new
targeted treatments.

Providing genetic
education and training
for the workforce will
allow health systems to
deliver quality genetic

testing in the future.

© Experts report
difficultiesin
accessing and
sharing data that
could support
care delivery and
research.”

© Four of twelve
countries surveyed reported
the availability of structured
training and certification for
cardiogenetic professionals.

© While most of the
surveyed countries
had established
guidelines for data
management, these
remain limited and
inconsistent.

© Cross-border
data-sharingis
not structured or
consistentinthe EU,
especially for
post-mortem data.

© More than one in three experts
surveyed did not have access to
a dedicated cardiogenetic
service or genetic lab.?

Equal access to high-
quality genetic testing can
be supported by initiatives
such as formal reference

centres, care pathways
and expert centre
networks.

Shared decision-making
ensures that people
with cardiomyopathy

understand the rationale

for genetic testing and
its implications.

© Eight of twelve countries
surveyed reported having no
national reference network
for genetic testing for
cardiomyopathy or having a
network that needed further
development.

© While nine of the surveyed
countries had national reference
centres, three countries
reported having none or only
having a centre under
development.

© Experts report that some centres have not implemented
shared decision-making tools and processes, and families

are not actively involved.?

Psychosocial
professionals are
valuable members of the
multidisciplinary team
who support people
with cardiomyopathy
to understand their
diagnosis and its
impact on their lives.

© People with cardiomyopathy
often face fears and anxieties
after receiving the diagnosis
or genetic test results.™?%7

© Experts report that many
health systems do not
currently provide access
to or reimbursement of
psychosocial support.?8?’



How can the EU help close
the gaps for optimal
delivery of genetic testing
in cardiomyopathy?

System enablers, capacity building and person-centred care are key to the
optimal delivery of genetic testing for cardiomyopathy. These enablers align
with the shared EU values of universality, access to good quality care, and equity
and solidarity.” They also support the European Charter of Patients’Rights - in
particular, the rights to prevention, access, innovation, personalised treatment,
privacy and confidentiality, information, consent and free choice.?

Data-sharing
systems and
infrastructure

System
enablers

The three
enablers for
optimal delivery

of genetic gL
g . building
testing Cardiogenetic
services

Person-
centred
care

A workforce
with genetic
literacy

Psychosocial
support

Shared
decision-
making
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What are the current EU efforts in improving access to
genetic testing and data infrastructure in health systems?

© The EU has set the legal foundation for the protection Why do genetic
of human rights in the implementation of best-practice data require
genetic testing and the use of genetic data.?0%2 targeted action?

© The European +1Million Genomes initiative aims to

. . L. While the EU's General Data
improve secure access to genomics and clinical data

Protection Regulation covers

across Europe, and has developed a maturity model genetic data, it does not provide
and tools to support countries in assessing ' sufficient guidance to ensure
. ) th ori o
the readiness of their health systems. %% both privacy and appropriate use
of genetic data for research and
© EU4Health has funded Joint Actions Towards the innovation.®¥
European Health Data Space (TEHDAS)to support Genetic data require a more

Member States in the development of the guidelines complexapproach and further
efforts are needed to ensure

needed to implement the European Health Data B e e—
Space and the secondary use of health data Member States.
between countries.®®

Recommendations for the EU

© Address inequalities in access to genetic testing and counselling
for rare diseases across Member States by:

- issuing a Council Recommendation on equitable access to genetic testing
and counselling for rare diseases

- directing resources via the European Regional Development Fund under
the EU Cohesion Policy to support equitable access to genetic services and
genetic counselling in countries that currently have limited capacity.

© Establish a Joint Action on Genetic Data under EU4Health for the
interoperability, integration and regulation of genetic data into health
systems, supporting the implementation of the European Health Data Space.
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What are the current EU efforts in building
capacity and strengthening expert networks?

© The European Reference Networks GUARD-Heart
and VASCERN support sharing best practices for
inherited cardiac conditions and vascular conditions,
respectively. They also promote communication and
education for healthcare professionals to facilitate
access to expert services.*%

© The Safe Hearts Plan reinforces the EU’s
commitment to improving cardiovascular health
and includes the development of an EU network
on cardiovascular health centres. It also makes
specific mention of cardiomyopathy as a concern
for screening in high-risk populations and notes
the importance of genetics for both personalised
medicine and further research.

Recommendations for the EU

Where has this
worked before?

The Europe’s Beating Cancer
Plan included the development
of a network of comprehensive

cancer centres in every Member
State to ensure that 90% of
people with cancer have access

to high-quality care by 2030.

The scope of this network
includes genetic counselling
and testing for inherited
cancers.?

© Include genetic testing and counselling expertise as part of the proposed
EU network on cardiovascular health centres to improve access to early
detection and personalised care in inherited cardiac conditions.

© Invest in the development of genetic literacy and genetic services through
the Health System and Healthcare Workforce workstream in the EU4Health

annual workplans.
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What are the current EU efforts in embedding person-centred care?

© The EU is committed to respecting patient rights and implementing
person-centred care. The European Charter of Patients’ Rights establishes
key rights that must be respected.?

© Through the EU, millions of euros have been allocated via Horizon Europe and
FU4Health in support of research and piloting new models of care, across basic
science, personalised medicine and person-centred approaches. 4

© Additionally, the EU has supported Member States through the Technical Support
Instrument; in 2023, the flagship project ‘Towards person-centred integrated care’
focused on mapping organisation of care, developing a roadmap for integrated care
and supporting digitalisation.*

© The Safe Hearts Plan proposes a major drive in the field of personalised medicine,
in the form of a new Council Recommendation in 2027 to improve the quality and
consistency of personalised and integrated care in cardiovascular conditions.“

Recommendations for the EU

© Invest in the development of shared decision-making, communication and digital
health tools for genetic conditions in the EU4Health annual work programmes.

© Ensure the proposed 2027 Council Recommendations includes new guidance in
genetic testing, and highlights cardiomyopathy as a pilot area for capacity building
and new organisational models of person-centred care.
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About the International Cardiomyopathy Network

The International Cardiomyopathy Network (ICoN)is a newly established association of medical, scientific and lay stakeholders with the mission

of improving the health of people affected by cardiomyopathy and related diseases. ICoN plans to undertake a rolling programme to transform the
cardiomyopathy landscape in Europe through clinical education and patient engagement, so that more people with cardiomyopathy can access treatment
and support when they need it.

About this document

This document has been developed based on desk research and workshops with key experts in cardiomyopathy. Experts included healthcare professionals
with experience in cardiomyopathy and relevant fields, and people living with the condition and their relatives. It also includes findings from the
accompanying policy paper Genetic testing in cardiomyopathy: ensuring our future health systems leave no family behind.

Coordination, research and drafting were led by Perry Elliott at ICoN and Karolay Lorenty, Ed Harding, Mo Forman and Kasia Trojanowska at The Health
Policy Partnership, with design by Catarina Correia Marques. The Steering Committee, as co-authors, closely guided the development of recommendations
for the EU.
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