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Amsterdam, 06-11-2024

The webinars of ERN GUARD-
Heart are planned at the last

Wednesday of the month from
Invites you to attend: L : 17:00 - 18:00 PM. All the

. . webinars were recorded and
The Webinar series for rare or low are uploaded for review on the
. . website:
prevalence cardiovascular diseases https://guardheart.ern-

net.eu/experts/webinar-

series/ . Besides the regular
webinars, we have a
collaboration with the AEPC for
a couple of joint webinars each
year. This will be continued in

“Pregnancy in Cardiomyopathies”
Speakers:

Prof. Dr. S. Heymans

Dr. J. Verdonschot

Moderators: 2025. The next webinar will be
Prof. Dr. P. Charron & Dr. T. Castiello held 27-11-2024, at 17:00:
Wednesday 27-11-2024 ‘Cardiomyopathies and
17:00 — 18:00 Pregnancy’ . The flyer will be
- shared seperately per e-mail as
Register now to receive the Zoom link: Well’ please forward this to
https://forms.gle/6AikwyzdlyuoYONM7 your  colleagues in the
departments. This is also
= {ﬁg interesting for nurses and

Hoépital \ .
(2 Maastricht umc+ E Pitié-Salpétriere ®! counselors. Everyone is

ap-e M.LA welcome to register. ®
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Who are our ePAG’s?
Giovanna Campioni - AICCA

Milano, 31-10-2024

Giovanna is patient representative of AICCA
(Associazione Italiana dei Cardiopatici Congeniti
Adulti ONLUS), the Italian GUCH association.

‘My name is Giovanna Martina Campioni and I was
born in Frosinone, my father's hometown. My
parents, living in Germany since they were little,
wanted to give birth to their firstborn in Italy, and so
it happened. They had, like all parents, a thousand
plans for me, they already saw me as grown up,
healthy, beautiful and strong. But their thousand
desires were shattered right from my birth, I was
strong nor healthy, and perhaps not even very
beautiful, I was born black, cyanotic. They discovered
after fifteen days that their daughter had a serious
heart malformation. 1 was born with a complex
congenital heart disease such as tricuspid atresia,
dextrocardia in situs solitus, interruption of the
inferior vena cava with azygos continuation, stenosis
of the pulmonary valve, and malposition of the great
vessels, in short, I was missing half a heart. I spent
most of my first eleven years in hospital, sometimes
even many months at a time and for this reason I
never felt uncomfortable in hospital environments,
the hospital was my home, the doctors and nurses
were my family, my friends. At 5 years they decided to
operate me for the first time. | remember the day |
left intensive care, | remember my joy in believing
that my rebellious little heart was finally healed.
When 1 was 12 my parents decided to return to live in
Italy, where the climate would be more favorable for
me, according to German cardiologists. In Italy,
unfortunately, only the heat was the positive note
because for everything else it was very difficult to
find a hospital that was able to treat me as I needed.
My parents, like many parents, had to undertake
journeys of hope throughout Italy and Europe with
me. At 12 years oldl found myself catapulted into a
small village in the province of Lecce, in south Italy.

© AL

Very beautiful, but very different from the place
where I had grown up, despite multiple
hospitalizations, my habits were completely different,
I felt like a fish out of water. The middle school period
ended and high school began, which gave me the
opportunity to be myself and be considered equal to
others, a place where I didn't have to defend myself.
The hospitalizations continued, but my classmates
and teachers never made me feel bad about my
absence, instead giving me all the support I needed.
Hospitalizations have always been frequent, and a
second operation was necessary, but unfortunately
my family and I had great difficulty finding a suitable
cardiology center in Italy. After months of research I
was operated on in Paris. I spent two very difficult
months in hospital. Having surgery at 18 is different
than having surgery at 5. You have a different
awareness, you are aware that you could stop living.
It was a challenging period, but I got through it, and
this made me even more determined not to give up in
the face of any obstacle.

At the age of 20 after long struggles, I received
permission to go and study in Rome at the Faculty of
Law.
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The story of Giovanna Campioni

...Continued from previous page

“My parents I had found a center that dealt with
congenital heart disease that I could turn to in case
of need. As luck would have it, [ would have used it
more than [ wanted, in fact I took most of my
university exams get ready in hospital. Also during
this period the hospital became my home and the
staff my family.

At 23, a third operation was necessary, again in Paris.
The script was the same as the previous time. My life
was and is a continuous recovery, restarting, starting
again. I had to learn it. Enjoy every moment as if it
were your last, but keeping in mind that you have to
do everything to ensure it isn't your last.

In those years the hospitalizations continued, but |
could never imagine having to undergo even a fourth
operation. Never more than in those days did I feel
that I might not make it.

I woke up in intensive care.

I convinced myself that nothing could disturb me
anymore, not even the strongest pain. I realized, and
today I am certain, every intervention for me was a
rebirth, every rebirth provided me with the tools to
start again. It was precisely during these months of
hospitalization that I met two wonderful doctors, Dr.
Giamberti, the heart surgeon who operated on me,
and Dr. Chessa, my cardiologist.

They were the ones who taught me that my illness
was not a limitation, as some wanted me to believe,
but a precious resource that I could use to do good
for others.

Today I'm the general Director in the Aicca
association - Italian Association of congenital heart
patients in children and adults.

As a child I could never have imagined that my half
heart and my diversity could one day allow me to do
a job that I love above all else, but above all I could
never have imagined that I could do so much, that 1
could, perhaps, live and not simply survive.

I'm different, I continue with hospitalizations, my
pathology has worsened. I had to implant a
defibrillator and have been on the heart transplant
list for a year.

Despite this diversity and adherence to treatments,
albeit few given the rarity of the pathology, I allow
myself to be free to live as I like’

LMNA-cardiac collaboration with
Citizen Health
Amsterdam, 07-08-2024

LMNA Cardiac is now connected to Citizen
(https://www.citizen.health/). Citizen builds
technology solutions which enable patients with
rare and complex diseases to access the best
therapies and support, while continuing to help get
much-needed drugs and new therapies to market
faster. The field of the genetic cardiomyopathies was
new. The shared goals are to build a natural history
dataset that can be utilized by researchers working
on life-altering therapies, while sharing insights to
patients to help with day-to-day care. ®
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16™ ERN GUARD-Heart board meeting
Amsterdam, 30-10-2024

The 16th board meeting of ERN GUARD-Heart was
held online. Usually this meeting is combined with the
ESC-meeting, but this year this was unfortunately not
feasible due to the very expensive rates in London.
The slides of the meeting and a short report have been
shared recently. Next board meeting will be held
Friday 14 March 2025 in the Netherlands (in
Amsterdam or close to Amsterdam). We will keep you
informed. ®

‘ “ _ e, European
| ';'...;u Reference
o0’ Networks



https://www.citizen.health/

.'::l ERN GUARD-HEART BIMONTHLY NEWSLETTER 2024 No.5 4

Joint Transnational Call by ERDERA
Amsterdam, 07-11-2024

We would like to inform you about the opportunity to apply to the upcoming 2025 Joint Transnational Call by
ERDERA for proposals of research collaborative projects. It is focused on “Pre-clinical therapy studies for
rare diseases using small molecules and biologicals - development and validation”. The call is pre-

ann

ounced (in draft -not legally binding) and expected to officially open on 10th Dec 2024:

https://erdera.org/news/erdera-pre-announces-2025-joint-transnational-call-for-proposals-on-rare-

disease-therapies/.®

Call for Proposals on Rare Disease Therapies

The European Rare Diseases Research Alliznce (ERDERA] is excited to announce the upcoming launch of its Joint Transnational Call
[JTC) for Proposals 2025, Set to officially open on December 10, 2024, this call will invite ressanch teams from across Europe and beyond
to submit collaborative projects focused on “Pre-clinical therapy studies for rare diseases using small molecules and biclogicals -
development and validation™

This JTC will buitd upon the significant progress made by previous European Joint Programme on Rare Diseases (EJP RD) calls, with the
aim of fostering international partnerships e develop innovative therapies for rare diseases. Mational and regional funding bodies from
ower 30 countries, including France, Belgium, Germany, Italy, and all Baltic states, have expressed interest in participating.

Aim of the Call

The primary cbjective is to support interdisciplinary, transnationsl collaboerations that leverage complementary expertise to develop new
thierapies for rare diseases. Research projects shoukd facus on pre-clinical studies mvalving =mall melecules or biclagicals. This could
inchude the developrment of novel therapies, biomarkers for therapy efficiency, or replication of pre-clinical studies to validate findings.

Please note that this is a draft announcement and the list of funders is not final.
Topics of Interest
Eligible proposals may include research on:

= Deyelopment of pre-clinical therapies using cell, organgid, or animal modsls.
= Biomarker identification that correlates with therapeutic efficacy.
= Pre-clinical proof-of-concept studies showing pharmacological activity and safety data.

Motably, gens therapies, rare neurodegenerative diseases like Alzheimer's, and rare cancers are excluded from this call. Projects should
have a special focus on therapies that can franslate into clinical applications.

Application Timeline
The JTC 2025 will follow a two-st3ge submission process:

= December 10, 2024: Call opens.
=  February 13, 2025: Pre-proposal submission deadline.
= July 8 2025: Full proposal submission deadline. Funding decisions are expected by December 2025

Get Involved

Interested applicants can join an informational webinar on December 17, 2024, for guidance on preparing submissions. Additionally,
partnerships with patient advocacy organizations (PACs] and the inchusion of Early Career Researchers (ECRs) are highly encouraged to
foster a collaborative and inclusive research environment.

For further details, please contact the Joint Call Secretariat 2t SelteneErkrankungengdir.de or the relevant nationzl contact point.
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Latest ERN GUARD-Heart Publication (s)

1. Sikking MA, Harding D, Henkens MTHM, Stroeks SLVM, Venner MFGHM, Nihant B, van Leeuwen REW, Fanti S, Li X, van
Paassen P, Knackstedt C, Brunner-la Rocca HP, van Empel VPM, Verdonschot JA], Marelli-Berg FM, Heymans SRB. Cytotoxic T-
Cells Drive Outcome in Inflammatory Dilated Cardiomyopathy. Circ Res. 2024 Oct 21. doi: 10.1161/CIRCRESAHA.124.325183.
Epub ahead of print. PMID: 39429148.

2. Stroeks SLVM, Henkens MTHM, Dominguez F, Merlo M, Hellebrekers DMEI, Gonzalez-Lopez E, Dal Ferro M, Ochoa ]P,
Venturelli F, Claes GRF, Venner MFGHM, Krapels IPC, Vanhoutte EK, van Paassen P, van den Wijngaard A, Sikking MA, van
Leeuwen R, Abdul Hamid M, Li X, Brunner HG, Sinagra G, Garcia-Pavia P, Heymans SRB, Verdonschot JA]. Genetic Landscape of
Patients With Dilated Cardiomyopathy and a Systemic Immune-Mediated Disease. JACC Heart Fail. 2024 Oct 5:S2213-
1779(24)00617-6. doi: 10.1016/j.jchf.2024.08.011. Epub ahead of print. PMID: 39425739.

3. Verdonschot JA], Fuster JJ, Walsh K, Heymans SRB. The emerging role of clonal haematopoiesis in the pathogenesis of dilated
cardiomyopathy. Eur Heart ]. 2024 Oct 17:ehae682. doi: 10.1093/eurheartj/ehae682. Epub ahead of print. PMID: 39417710.

4. Walsh R, Mauleekoonphairoj J, Mengarelli I, Bosada FM, Verkerk AO, van Duijvenboden K, Poovorawan Y, Wongcharoen W,
Sutjaporn B, Wandee P, Chimparlee N, Chokesuwattanaskul R, Vongpaisarnsin K, Dangkao P, Wu CI, Tadros R, Amin AS, Lieve
KVV, Postema PG, Kooyman M, Beekman L, Sahasatas D, Amnueypol M, Krittayaphong R, Prechawat S, Anannab A, Makarawate
P, Ngarmukos T, Phusanti K, Veerakul G, Kingsbury Z, Newington T, Maheswari U, Ross MT, Grace A, Lambiase PD, Behr ER,
Schott J], Redon R, Barc ], Christoffels VM, Wilde AAM, Nademanee K, Bezzina CR, Khongphatthanayothin A. A Rare Noncoding
Enhancer Variant in SCN5A Contributes to the High Prevalence of Brugada Syndrome in Thailand. Circulation. 2024 Oct 11.
doi: 10.1161/CIRCULATIONAHA.124.069041. Epub ahead of print. PMID: 39391988.

5. Ingimarsdoéttir 1], Vishram-Nielsen JKK, Einarsson H, Goldfeder S, Mewton N, Barasa A, Basic C, Oerlemans MIF], Niederseer D,
Shchendrygina A, Gustafsson F, Ruschitzka F, Kida K, Mohty D, Rakotonoel RR, Tun HN, Hrafnkelsdoéttir TJ, Saldarriaga C.
Diagnostic and therapeutic practice for HFpEF across continents and regions: An international survey. ESC Heart Fail. 2024
Oct 1. doi: 10.1002/ehf2.15084. Epub ahead of print. PMID: 39351634.

6. Mascia G, Brugada ], Barca L, Benenati S, Della Bona R, Scara A, Russo V, Arbelo E, Di Donna P, Porto 1. Prognostic significance
of electrophysiological study in drug-induced type-1 Brugada syndrome: a brief systematic review. ] Cardiovasc Med
(Hagerstown). 2024 Nov 1;25(11):775-780. doi: 10.2459/]CM.0000000000001665. Epub 2024 Sep 13. PMID: 39347725.

7. Gasperetti A, Carrick RT, Protonotarios A, Murray B, Laredo M, van der Schaaf I, Lekanne RH, Syrris P, Cannie D, Tichnell C,
Cappelletto C, Gigli M, Medo K, Saguner AM, Duru F, Gilotra NA, Zimmerman S, Hylind R, Abrams D], Lakdawala NK, Cadrin-
Tourigny ], Targetti M, Olivotto I, Graziosi M, Cox M, Biagini E, Charron P, Casella M, Tondo C, Yazdani M, Ware |S, Prasad SK,
Calo L, Smith ED, Helms AS, Hespe S, Ingles ], Tandri H, Ader F, Peretto G, Peters S, Horton A, Yao |, Dittmann S, Schulze-Bahr E,
Qureshi M, Young K, Carruth ED, Haggerty C, Parikh VN, Taylor M, Mestroni L, Wilde A, Sinagra G, Merlo M, Gandjbakhch E, van
Tintelen JP, Te Riele AS]JM, Elliott PM, Calkins H, James CA. Clinical features and outcomes in carriers of pathogenic
desmoplakin variants. Eur Heart ]. 2024 Sep 17:ehae571. doi: 10.1093/eurheartj/ehae571. Epub ahead of print. PMID:
39288222.

8. Lee MMY, Masri A, Nassif ME, Barriales-Villa R, Abraham TP, Claggett BL, Coats CJ, Gimeno JR, Kulac I], Landsteiner I, Ma C,
Maron MS, Olivotto I, Owens AT, Solomon SD, Veselka ], Jacoby DL, Heitner SB, Kupfer S, Malik FI, Meng L, Wohltman A, Lewis
GD; SEQUOIA-HCM Investigators. Aficamten and Cardiopulmonary Exercise Test Performance: A Substudy of the SEQUOIA-
HCM Randomized Clinical Trial. JAMA Cardiol. 2024 Sep 4:e242781. doi: 10.1001/jamacardio.2024.2781. Epub ahead of print.
PMID: 39230885; PMCID: PMC11375526.

9. Verdonschot JA], Heymans SRB, Van Linthout S. The next era of gene-specific clinical care in patients with dilated
cardiomyopathy. Eur ] Heart Fail. 2024 Sep 1. doi: 10.1002/ejhf.3446. Epub ahead of print. PMID: 39219297.

10. Svensson A, Jensen HK, Boonstra M], Tétreault-Langlois M, Dahlberg P, Bundgaard H, Christensen AH, Rylance RT, Svendsen
JH, Cadrin-Tourigny ], Te Riele ASJM, Platonov PG. Natural Course of Electrocardiographic Features in Arrhythmogenic Right
Ventricular Cardiomyopathy and Their Relation to Ventricular Arrhythmic Events. ] Am Heart Assoc. 2024 Aug
20;13(16):e031893. doi: 10.1161/JAHA.123.031893. Epub 2024 Aug 19. PMID: 39158567.

11. Kany S, Jurgens S], Rimo JT, Christophersen IE, Rienstra M, Chung MK, Olesen MS, Ackerman M], McNally EM, Semsarian C,
Schnabel RB, Wilde AAM, Benjamin EJ, Rehm HL, Kirchhof P, Bezzina CR, Roden DM, Shoemaker MB, Ellinor PT. Genetic testing
in early-onset atrial fibrillation. Eur Heart ]. 2024 Sep 7;45(34):3111-3123. doi: 10.1093/eurheartj/ehae298. PMID:
39028637; PMCID: PMC11379493.
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