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Advancement of Treatments

Rare Diseases In Antiquity
| — B ot modern patholoey

ancient physicians
attributed hidden or
rare diseases to a mix
of humoral imbalances,
environmental
"miasma" (bad air),
and the supernatural.
In classical antiquity,
illnesses whose causes
were not visually
apparent were
frequently described as
apora (puzzling or
impenetrable objects
of inquiry)
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Advancement of Treatments

Rarity Today

Family dimension Diagnosis & Grief Family — societal disruption

* Shock-anger-denial
e Questioning-sadness
* Acceptance-mourning

e Health and Disease reappraised

e Care pathways in search

* Quality of life uncertainty

e Financial and professional
challenges

e Family life balance endangered

* The “ordinary” sibling's burden

* Societal response

* The STIGMA

Marisol, Poor Family I, 1986
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Advancement of Treatments

Recognising Rare Within “Ordinary”

Rare diseases: a ‘common’ problem for physicians CHALLENGES

Collectively more common than diabetes!
Almost as common as asthmal
e Patients with rare diseases in every medical office
* Neglected in medical education
* Neglected in research
* Specialized clinics are under-resourced
* Lack sustainable funding
* Located in tertiary hospitals

HEALTH CARE SYSTEMS tremendous stress
alike “Women on the Verge of a Nervous
Breakdown” (1988) Pedro Almodovar
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Advancement of Treatments

When a Rare Disease is part of the Normality
the “ordinary Stigma”

i HEMOGLOBIN
Hemoglobin
international journal for hemoglobin research

ISSN: (Print) (Online) Journal homepage: https://www.tandfonline.com/loi/ihem20

The Prevention of Thalassemia Revisited:
A Historical and Ethical Perspective by the
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Advancement of Treatments

An International Networking Example worth following

THALASSAEMIA
INTERNATIONAL
FEDERATION
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National Library of Medicine
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will benefit the mest from these agents are patients with moderate to severe forms of haemoglebin H (HbH) disease,

thalassaemia patlogenesis are
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An Introduction to the TIF e-Academy

Tralsssacmia T

TIF e-Academy

WELCOME TO

» “SE-ACADEMY!

ae ’
ov For Patients

In TIF e-Academy, Thalassaemia patients (and parents) can take TIF's Thal e-Course to leam more about the disorder, its genetic cause, the blood component

affected, new advances in treatment, lifestyle and many more, Sickle Cell Disease patients, their families and caregivers, can gain in-depth knowledge on all

aspects of SCD clinical management through the SCD e-Course for Patients, with content developed by eminent international medical experts, with extensive
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The cornerstone of three continents...

The First Map of the world by Anaximandros ) ) )
c. 610 — c. 546 BC A Snapshot of 70 centuries Cypriot History...

Early History

Cyprus Stone Age (5800-3000 BC) Local Indigenous Population
Cyprus Bronze Age (3000-2300 BC)

Anaximander was a pre-Socratic Greek
philosopher who lived in Miletus, a city of

H H * The Achaeansin Cyprus (1225 BC) Gregk‘s
lonia, the Aegian cost of tOday’S Tu rkey * The Phoenicians in Kition (1100 BC) Phoenicians
" * The Assyriansin Cyprus (709 BC) ASSW!GI’\S
* The Egyptians in Cyprus (560 BC) Egyp'Flans
* Persian Dominance in Cyprus (522-486 BC) Persians

* Cypriots form an allegiance with Alexander the Great (332 BC)
* The Ptolemiesin Cyprus (294 - 58 BC)
EURO PE & : * Romans and Christianity (58 BC)
ng} * Byzantine Times (395 AD)
. : Recent
*  Franksin Cyprus (1192-1489 AD)
Venetian Period (1489-1571 AD)
* The years under the Ottoman rule (1570-1878 AD)
* The British rule in Cyprus (1878 — 1960 AD)
* Cyprus gains its independence (1960)
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Rare Disease Pioneers In Cyprus

...1990, Noo. Apx. Makaptog I, KAwvikr) FeveTikng

M

* Noookopeio Apx. Makdptog IIl &
Ivotitouto NeupoAoyiag kat MEVETIKAG

* KAwikn Avadopdg ya 6An tnv Kbnpo

| 1 Medicalizing culture(s) or
culturalizing medicinc(s)

Stefn Beck

Where are we coming from... [
a hybrid research and diagnostic laboratory N hybrid

CENTER FOR ®
iAo &3 ==
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* Basic T-cell biology

lignancies.

|:,:| wor 0o * Integrated HODS Laboratory * Tumor Immunology and Cellular
B * Molecular Oncology and Therapy ®
Genetics

Thalassemia International Federation
born in Cyprus

P-2. Friedreich’ inthe s High frequency of Friedreich's ataxia carriers
3. Wiedreich's ataxia carie screening n the population originating e
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 CYPRUS NATIONAL COMMITTEE FOR RARE DISEASES
* First National Strategy for Rare Diseases (2010...today 2026 update)

* VISION: To develop a comprehensive strategy that ensures fair access for all
patients with Rare Diseases to a well-organized system of medical care and

[ ]
S o c I a I We I fa re [ ] Health Care Systems and Professionals awareness / expertise in Rare ERNS # CBHC .
Diseases EUIldlng brldgeS‘bﬂdge thggjps

PUBLIC and patient awareness

[ oreacsion ] * Public awareness limited * ERNs TRIAD: Health Care, Academy and Research
:m::::f,':f,:’;qm,mp « Patients and families * Enhancing Access/ Membership/ Affiliation to ERNs
*Scarce expertise 7 . Stigma * Absolute importance for all MS, large to small

+ Everyday life obstacles *:Heduos/inequiity

*Umitad Inspiration 7 * Develop knowledge and expertise

I52;"&“;2.“;’2‘1‘52:35’.Z'VT?C:.ifi“”“ { = Establish a mentality of interaction,
networking and collaboration faikithe
nseque
- ’ = Capacity Building in national health systems best|healthcare.
2010, EBvikr ZTpatnyLkr yia Ta Zmavie “Fararorenton o tssonseaper * Integrating ERNs in CBHC will guarantee CBHC
«More scarcity ? sustainability and invest on patients' rights
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+ Network committed to maintan, pdate and develop
+ ATOMING-GIKOVEVELAKG-KOWWVLKD KOOTOC an internet database for rare diseases and orphan
X drugs
Anuéaa uyele Networking for Genetic Disorders ‘
+ American Embassy project ¢,
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24 networks of excellence in RD Nort America ¥ ALKy 9

» Kick-off: 2017-03-09, Vilnius
> 1600 Centers of Excellence, ~1 000 000 patients/year

» Triangle of highly-specialized healthcare, research and education

S Bg(ssia

o 3
qu.'n(

* The largest EU platform for virtual and physical cross-border healthcare, clinical
and translational research in rare and complex diseases

 Economies of speed, scale and scope for multiple tasks
develop and implement RD clinical guidelines, collect cohorts and data, create a curriculum for RD education,

;.C;U\ o

perform an ultra-rare disease clinical trial, make RD monitoring for policy decisions, etc. . Mediterranean ) Sea "
. 'v-"t S » ES) ~ P
Itidisciplinari ibili li kling i iti ST e
N ~a_ - ‘Mata RS2, v | B
Multidisciplinarity, accessibility, quality assurance, tackling inequities Dt e o a3
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EUROPEAN NETWORKS  wHY THIs CALL: ERNs COVERAGE

ERNCentres  |AT DE Fi Lrfeu fuv wr| TOTAL| Mbrs [aps| | MS not
covered
The ERNs today : : : oHE 2 3
2 1 711 ]1 ] 42 7
13 1 220|112 8 104 1
4 2 712[1]1 1 50 38| 1 4
1 1 5112 6 73 54 4
8 1 g1 1]1 4 5 1 4
4 6 3[1 612]1]1 5 39 1 7
° 1 1141 23]2]1]1 7 78] 9 3
24 ERNs T AEIRER 1
2 H H K 2111 56 ny
ini 1 111 3 7
* 1605 Clinical teams ! slilelelz TR B =
1 1 H 711 711 56 15|
° i 1 10 11712 20]1]1 80 73] 7
375 Hospitals FARRRAR: o 111 0 I
11711 1j1]1]9]2]1 53 o
° i 1132 121|311 70
28 Countrles 4 RO ERE
1 92|26 a|7|1[3[2[1[2][1]1 30 1
1 102711 1]s]t1]2]2 1[1 52 1
BUt 1 4111 171 ]1]1 ' 2011 54
. “ 3 1 1la| 1521 [1[1]w%]2]1 61
. 1 2 1/6]1]2 1l1]1]s5[1]1 4 33
14 Countries sti i o JL} AEAEIE L
lacking full coverage S 2 5 ) 23 2 2 72 K N ) : g
Affiliated Partners 3BloJ1]7]oJo[a[]o]oJojolw|6lo]o][1a]23|8]24[ 0|6 1[0]2]0][10]5
2] AP Call-Webinar-2026-04-,
4 |Current situation 44| 94| 8| 11| 45] 196] 50| 24| 110] 32| 146] 18] 23| 33| 18] 323] 31| 24| 24| 24| 121] 20| 45| 48| 15| 45| 23| 10) [ﬂ
Areas not covered 2 - o
OBJECTIVE
« Improve geographical coverage of ERN expertise across Member
States and Norway
« Facilitate access to specialised care in countries or disease areas
where full ERN membership is not yet established
+ Support cross-border knowledge exchange and clinical collaboration
« Strengthen the integration of ERNs into national healthcare systems
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ERNSs integration in NHS in every MS

Knowledge, expertise, research, networking and sharing- transfer into practice

Nics
o r.
QR K

7 (o]
& o
European Network Resource
of Resource Centres Centres ..

® Patient
Organisation

0000 ‘s

People Living with a Rare
Disease and their Family

Service prodivers at local level
transport, leisure, elc.)

European Reference Centre of
Networks Expertise

Case manager

(employment, school, taxes, pensions,

Is there a distinguish
between patients and
the “others”?

*We all are conditional
patients

Equity: access to health

care is unequal

Co-funded by
the European Union

¢

82 likes « 121 followers

health challenges

Health care systems :
one pie-connected jars

Justice : access to health
care needs be addressed
with justice

JARD}N Jardin Joint Action

European
Reference
Networks

o REPUBLIE OF CroRUS

¥ \ ¢ DEPUTY MINISTRY OF
Oraanisers: THE CYPRUS INSTITUTE OF %ng RESEARCH, INNOVATION
rganisers: ? NEUROLOGY & GENETICS W/ ANDDGITAL POLICY

i: Funded by
4 the European Union

CY2026.EU

CYPRUS PRESIDENCY
OF THE COUNCIL OF THEEU

-

The conference is funded by the
European Union (project no 101297283)




Advancement of Treatments

EQUALITY, EQUITY AND JUSTICE

* Equality, equity, and justice = EQUALITY = EOUITY~ -JUSTICE—~
 are foundational pillars of the Yl ¢ e
European Union,

* enshrined in Article 2 of the Treaty
on European Union (TEU) and the
Charter of Fundamental Rights.

* These values ensure a society
defined by pluralism, non-
discrimination, tolerance, and e , s
solidarity. i e
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https://eur-lex.europa.eu/EN/legal-content/glossary/equal-opportunities.html

Advancement of Treatments

Equality, Equity or Justice? Is it time to reconsider?

* Rare diseases are ultra rare in
underpopulated regions

EU member states sorted by area

Excluding ORs, OCTs and special cases outside Europe

* Expertise is more threatened in small
countries and remote regions

 Unmet needs are larger in
underpopulated regions

* Infrastructure is more restraint in small
size health care systems

* Health economy is of smaller scale and
more endangered

* Research faces larger and multiple
obstacles
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THANK YOU!
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