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Introduction
Cardiovascular diseases are currently the focus of mounting calls for in-
creased health policy attention in many European countries and 
European level, being the leading cause of death across Europe and 
conferring an enormous economic burden—recently estimated at 
€282 billion annually across the European Union (EU).1 That said, not 
all countries have a national cardiovascular action plan and gaps exist 
in those that do. While policy efforts rightly place a major focus on 
the prevention of acquired age-related conditions, cardiomyopathies— 
i.e. primary myocardial diseases—are often overlooked.

Cardiomyopathies, which are often inherited,2 are far from rare with 
prevalence rates for the most common forms as high as 1/250.3

Cardiomyopathies can increase the risk of sudden cardiac death, cause 
incapacitating symptoms, impair the quality of life of patients and fam-
ilies, and are a leading reason for heart transplantation in the very 
young. Healthcare costs are often high, especially when patients need 
to be hospitalized.4

New clinical guidelines published by the European Society of 
Cardiology (ESC) offer an unprecedented opportunity to improve the 
standards of cardiomyopathy care across Europe.2 However, patients’ 
and families’ access to such care depends heavily on policy and health 
system factors that can vary between and within countries. These policy 
factors include support for expert centre networks, screening pro-
grammes, and reimbursement of guideline-recommended tests 
(Table 1).

Here, we offer national-level policy recommendations to help ensure 
that all patients and families affected by cardiomyopathies have access 
to guideline-led care (Figure 1). These are based on a Policy Roadmap de-
veloped by Cardiomyopathies Matter, a multi-stakeholder initiative 
launched in 2022 that aims to raise awareness of cardiomyopathies 
among policymakers and to ensure these health conditions are given 

the policy attention they warrant both at national and European levels 
(www.cardiomyopathiesmatter.eu).2

Promoting efficient referral 
to expert care
All patients with cardiomyopathy should have prompt access to well– 
co-ordinated, multidisciplinary expert care—with ‘the family at its 
heart’.2 Fundamental to patients’ access are measures to ensure that 
primary care professionals (to whom patients with suspected cardio-
myopathies may first present) have appropriate education and decision 
support tools and are supported to deliver regular cardiovascular 
health checks based on a life-course approach. Policy actions must 
then focus on the promotion of efficient referral pathways and organ-
izational models that deliver expert care and the necessary workforces 
and digital infrastructures. Examples of national expert centre networks 
include those in France and Spain.4

Realizing the value of genetics in 
optimizing patient care and early 
diagnosis
Genetic testing plays an increasing role in cardiomyopathy care and is 
recommended to optimize patient care and family screening (in con-
junction with clinical screening).2 In addition, genetics could offer a 
path towards precision medicine for cardiomyopathies, with gene edit-
ing and gene therapy techniques already under investigation.5

A causative pathogenic variant can be identified in around 20%–60% 
of probands with the main four types of cardiomyopathy, i.e. hyper-
trophic cardiomyopathy, dilated cardiomyopathy, arrhythmogenic 
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https://www.has-sante.fr/upload/docs/application/pdf/2021-10/protocole_national_de_diagnostic_et_de_soins_cvda_cardiogen_estelle_gandjbakhch.pdf
https://www.has-sante.fr/upload/docs/application/pdf/2022-11/pnds_laminopathies_version_finale.pdf
https://www.filiere-cardiogen.fr/bamacoeur/
https://www.gesundheitsforschung-bmbf.de/de/caehr-die-versorgung-von-menschen-mit-herz-kreislauferkrankungen-optimieren-13019.php
https://www.uniklinikum-dresden.de/de/das-klinikum/universitaetscentren/zentrum-fuer-medizinische-informatik/acribis
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https://www.fedecardio.org/la-recherche/subventions-cardiomyopathies-hypertrophiques-hereditaires-2023/
https://www.fondationdefrance.org/fr/appels-a-projets/recherche-sur-les-maladies-cardiovasculaires
https://dzhk.de/en/cardiovascular-diseases/diseases/cardiomyopathies/
https://www.dfg.de/en/dfg-profile/about-the-dfg/what-is-the-dfg
https://www.salute.gov.it/portale/ricercaSanitaria/dettaglioContenutiRicercaSanitaria.jsp?lingua=italiano&id=5576&area=Ricerca%20sanitaria&menu=reti
https://retecardiologica.it/en/working-group/cardiomiopatie-eredofamiliari/
https://www.gov.pl/web/zdrowie/narodowy-program-chorob-ukladu-krazenia2#:~:text=Narodowy%20Program%20Chor%C3%B3b%20Uk%C5%82adu%20Kr%C4%85%C5%BCenia%20(NPChUK)%20to%20program%20wieloletni%20na,chorobami%20uk%C5%82adu%20kr%C4%85%C5%BCenia%20(ChUK)
https://www.gov.pl/web/zdrowie/narodowy-program-chorob-ukladu-krazenia2#:~:text=Narodowy%20Program%20Chor%C3%B3b%20Uk%C5%82adu%20Kr%C4%85%C5%BCenia%20(NPChUK)%20to%20program%20wieloletni%20na,chorobami%20uk%C5%82adu%20kr%C4%85%C5%BCenia%20(ChUK)
https://www.gov.pl/web/zdrowie/narodowy-program-chorob-ukladu-krazenia2#:~:text=Narodowy%20Program%20Chor%C3%B3b%20Uk%C5%82adu%20Kr%C4%85%C5%BCenia%20(NPChUK)%20to%20program%20wieloletni%20na,chorobami%20uk%C5%82adu%20kr%C4%85%C5%BCenia%20(ChUK)
https://www.gov.pl/web/zdrowie/narodowy-program-chorob-ukladu-krazenia2#:~:text=Narodowy%20Program%20Chor%C3%B3b%20Uk%C5%82adu%20Kr%C4%85%C5%BCenia%20(NPChUK)%20to%20program%20wieloletni%20na,chorobami%20uk%C5%82adu%20kr%C4%85%C5%BCenia%20(ChUK)
https://www.sanidad.gob.es/areas/calidadAsistencial/estrategias/saludCardiovascular/docs/Estrategia_de_salud_cardiovascular_SNS.pdf
https://www.longtermplan.nhs.uk/online-version/chapter-3-further-progress-on-care-quality-and-outcomes/better-care-for-major-health-conditions/cardiovascular-disease/#:~:text=Milestones%20for%20cardiovascular%20disease,out%20of%20hospital%20cardiac%20arrest.
https://www.longtermplan.nhs.uk/
https://www.gov.scot/publications/heart-disease-action-plan/#:~:text=The%20heart%20disease%20action%20plan,suspected%20heart%20disease%20in%20Scotland.
https://www.gov.scot/publications/heart-disease-action-plan/#:~:text=The%20heart%20disease%20action%20plan,suspected%20heart%20disease%20in%20Scotland.
https://www.gov.wales/sites/default/files/publications/2019-01/heart-conditions-delivery-plan-january-2017.pdf
https://www.gov.wales/sites/default/files/publications/2019-01/heart-conditions-delivery-plan-january-2017.pdf
https://www.england.nhs.uk/long-read/accelerating-genomic-medicine-in-the-nhs/
https://www.england.nhs.uk/long-read/accelerating-genomic-medicine-in-the-nhs/
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https://assets.publishing.service.gov.uk/government/uploads/system/uploads/attachment_data/file/1049628/Genomics_Beyond_Health_Final_Report_Government_Office_for_Science.pdf
https://www.sanidad.gob.es/profesionales/CentrosDeReferencia/CentrosCSUR.htm
https://www.sanidad.gob.es/profesionales/CentrosDeReferencia/docs/Fesp/Fesp37.pdf
https://www.england.nhs.uk/wp-content/uploads/2017/11/cardiology-inherited-cardiac-conditions.pdf
https://www.nn.nhs.scot/niccs/about-us/#:~:text=What%20is%20NICCS%3F,inherited%20cardiac%20conditions%20(ICC)
https://www.niccs.scot.nhs.uk/wp-content/uploads/2020/08/National-Spec-for-ICC-Services-in-Scotland-v3.0.pdf
https://richtlijnendatabase.nl/richtlijn/hypertrofische_cardiomyopathie_hcm/startpagina_-_hypertrofische_cardiomyopathie_hcm.html
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cardiomyopathy, and restrictive cardiomyopathy.2 Patients and families 
should have reimbursed access to genetic counselling by a suitably 
trained healthcare professional (before and after testing) to help 
them deal with the potential implications of these tests. Indeed, genetic 
counselling is recommended for everyone with an inherited or sus-
pected inherited cardiomyopathy, regardless of whether they decide 
to undergo testing.

Promoting family screening is vital to drive early diagnosis. 
First-degree relatives of the patients should be offered clinical screen-
ing, with genetic testing offered if a disease-causing variant has been 
identified in the index patient.2 Genetic testing of family members 
can be cost-effective, by excluding the presence of genetic variants 
and thereby avoiding the need for follow-up.

Despite the increasing recognition of their impact, genetic counsel-
ling and testing are often underused,2,6 with substantial variations be-
tween and within countries, creating disparities in access. According 
to a systematic review and meta-analysis, only half to three-quarters 
of patients with hypertrophic cardiomyopathy and their relatives 
undergo genetic testing or cascade screening, and the uptake of genetic 
counselling is highly variable, despite being associated with high satisfac-
tion and improved patient-reported outcomes.7 Other estimates 
suggest that overall genetic testing is performed in only 1%–2% of 
cardiomyopathy cases.8 Further variations exist in the availability of pre-
natal or pre-implantation genetic diagnosis to inform family planning.9

Policy actions necessary to ensure appropriate access to genetic test-
ing and counselling (Figure 1) include measures to promote adherence 
to ESC clinical guidelines, policies and resourcing that support 
reimbursement based on guidelines, and sufficient resourcing to provide 
adequate levels of genetic workforce and laboratory capacity—something 
few countries achieve at present.10

Leveraging the value of genetics and other disease management ad-
vances also requires investment in systems for collection, analysis, and 
sharing of good-quality, harmonized, secure data to help optimize indi-
vidual patient care, drive quality improvement, and support research 
and innovation.

Supporting and empowering 
patients and families
Cardiomyopathies can present many challenges for patients and fam-
ilies, including morbidity, fears about sudden cardiac death, implications 
for daily activities, and concerns about inheritance. Holistic psychosocial 
support is therefore an important part of multidisciplinary cardiomyop-
athy care.2

Patients and carers play key roles in managing their conditions. 
National actions are necessary to empower them through measures 
that promote shared decision-making and self-care, including providing 
them with access and control over their own electronic health data 
(Figure 1). More broadly, empowerment efforts should extend to pa-
tients and carers’ involvement in decision-making regarding relevant 
healthcare policies, services, technologies, and research priorities. 
Policymakers should recognize and promote the role played by patient 
organizations in these matters.

National measures should also include campaigns to raise public 
awareness of inherited cardiovascular diseases, including cardiomyop-
athies, and associated symptoms and risks. Promoting public training 
in cardiopulmonary resuscitation and the use of automated external de-
fibrillators is also vital, coupled with adequate and equitable access to 
these devices in public spaces.
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Conclusion
After decades of focus on coronary disease and its related risk factors, it 
is time to concentrate efforts and resources on genetic diseases, which 
are more prevalent than previously thought, disproportionately affect 
the young, and now are potential targets for an increasing number of 
innovative therapies. The Cardiomyopathies Matter initiative aims to 
take an important step in this direction by informing policy changes 
that improve outcomes for patients and families affected by cardiomy-
opathies, including inherited forms.

European Union–level measures already play a major role, including 
support for the GUARD Heart European Reference Network and 
research projects. We have recommended further EU-level measures, 
including a Cardiovascular Health Mission and Action Plan, leveraging 
the European Health Data Space, establishment of a European 

Cardiovascular Health Data Knowledge Centre, alignment of data shar-
ing policies, and further research funding.4

We encourage cardiologists and allied healthcare professionals 
across Europe to collaborate with patient organizations and policy-
makers at all levels to promote national health policies that ensure all 
patients and families have access to guideline-informed care— 
Cardiomyopathies Matter initiatives are now in progress in many coun-
tries to this end.
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Figure 1 Summary of measures that national-level policy and health system decision-makers should implement to improve care and support for pa-
tients affected by cardiomyopathies and other inherited cardiovascular diseases. These include measures at key stages of the care pathway (diagnosis, 
referral, and disease management) and those that apply throughout all stages (holistic support for, and empowerment of patients and carers, and re-
search and innovation)
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