Enfermedades Raras en América
Latina y en el Caribe (ERCAL)

http://ercal.icord.es
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http://ercal.icord.es/

* Create region-wide awareness to the issues, collaborative
opportunities, and challenge of rare diseases in the public and
private sectors.

* Seek Partnerships with PAHO and Major Medical Specialty
Organizations

Interim

* Prioritize early testing and diagnosis in order to reduce the
a n d burden and costs of rare diseases.

*  Create RD awareness and advocacy in all countries for emphasis
by research, regulatory, and health care services agencies.

* Create greater access and options for public health needs,

O bj e Ct i Ve S diagnosis, and treatment to patients.

* Partner with Biopharmaceutical, Diagnostics and Medical Devices
companies to increase emphasis on rare diseases with larger
pools of potential clinical trial participants; identify other possible
interventions in current research portfolios, repurposed products,
and novel natural products.

* Develop Sustainable ERCAL Activities Following 2022 Conference
and Completed Report




ERCAL Regions
of Emphasis

* 33 countries + 19 dependent territories

* North, Central, South America and the Caribbean
Nations

* Total population ~ 640 million people

* Estimated 40 million with a Rare Disease (based on 6%
prevalence)

* ~ 50 million indigenous people (8% per World Bank
2015)

*  ~ 3 million indigenous people with RD

-
JAMAICA

Carribbean Sea
RAS

COSTARICA

Galapagos
3, Islands

*  * Easter Island (isia de Pascual

Falkland Islands



Rare Diseases in South America:
Regulatory and Legal Landscape

COLOMBIA VENEZUELA

- RD definition: Prevalense <1/5,000 g " - Mo definition of RD
- Law 1392 for RDs (2010} - - N law for RDs
- s social pr P :
contamplates creating a RO patiant " BRAZIL
registry and globally collaborative 2RO defnition; 5/ individuals

rasaarch.
- No established action plan 4 'g"‘"“_"‘:':: 169 (2014) attar
- Craata P
care in the Healthcare Netwark, improves
universal and regulated access for RD patients,
- Ho established action plan

BOLIVIA

ECUADOR
+ o definition of RD
- Law 7 07625 for RDs (2013)
+Ho established action plan

PERY e
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- Law 20808 Tar RDs (3018) PARAGUAY

= Includes diagnosis, surveillance,
eare and T
= Suprems Decree N® 004 (2019)
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CHILE
= RO definition: Prevalence <172.004
= Law 20850 far high cost medication and

- No dafinition of RD
- Bill B-1122038 for RDs [2011)
- Law N* 5388 for lysosomal diseases (2014}

URUGUAY

- RO dafinition: Prevalencea <1/2,000
= Bill for RD (2017)
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devices
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Fig. 1 Souh Amenican landscape on BD defnitions and laws
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Encina, et al. Orphanet J RD 2019



Seeking Voices

from Each
- Country

Patient Advocacy Organization
Representatives

Research Scientists/Clinicians

Representative Bio-Pharmaceutical,
Diagnostics and Medical Devices
Industries

Foundations
Government Representatives From....

- Health Care Policy and
Reimbursement Departments

+ Research Institutions
+ Regulatory Agencies

+ Health Care Services



* Invited Speakers and Suggested Dates (3/16/2021) (Confirmed*)

* March 16 Introduction to ERCAL Initiative
* March 16 Argentina* — Dr. Emilio Roldan and Mrs. Ana Maria Forte
* March 30 Colombia *— Dr. Luis Barrera and Ms. Joanna Mendivelso
* March 30 Panama* — Ms. Sylvia Hafez
* April 13 Brazil* - Dr. Roberto Giugliani
* April 13 Ecuador* — Dr. Arianne Llamos Paneque
Schedu|e Of « April 27 Bolivia -

* April 27 Chile* - Dr. Gabriela Repetto
* May 11 Peru* — Dr. Mario Cornejo-Olivas and Dr. Cecilia Bonilla

COuntry- * May1l Uruguay-

o * May25 Mexico* — Dr. Claudia Gonzaga-Jauregui and David Pena
S p e C I fl C * May 25 Paraguay* - Dr. Marta Ascurra
* June8 Guatemala-
. * June 8 Costa Rica-—
P rese ntat 10NS * June 22 Nicaragua* - Dr. Gerardo Mejia Baltodano
* June 22 El Salvador -
* July6 Dominican Republic -
* July6 Honduras* — Dr. Lindsay Antonia Borjas Aguillar,
* July20 Cuba-
* July 20 Puerto Rico *- Dr. Alberto Cornier

* August 3 Venezuela-—
* Speakers from Other Countries Needed




Schedule of
Country-

Specific
Presentations

Suggested Speaker Template of Rare Disease
Related Issues for Each Country

1. Status of Existing Legislation and Policies in
Your Country

2. Current National Activities and Areas of
Emphasis

3. Challenges, Barriers, or Obstacles to Needs in
the Rare Diseases Community

4. Legislative or Policy Needs in Research,
Regulatory, or Healthcare Services

5. Opportunities for Future Collaboration

6. Suggested Activities for Country, Region, and a
Sustainable ERCAL



|ssue
Specific

Webinars

Research Infrastructure:

o National Legislation, Needs Assessment,
and Health Care, Research, and
Regulatory Policies, Training of Research
Investigators and Clinicians

Research Collaboration/Research Networks and
Consortia
o Expanding Role of Patient Advocacy
Groups
o Diagnosis and Genomic Advances

Technology Advances — Telehealth,
Telemedicine
o Clinical Care and Treatments
o Underserved populations such as
indigenous people

Preclinical Innovation, Product Discovery,
Repurposing, and Development

Impact of COVID-19 Pandemic on Rare Diseases
Research & Present and Future Concerns and
Opportunities




Indigenous Peoples :ursesinieniomimes,

. . . region’s population. The United Nations has championed Tahble 2
th ti f their rights th hth of diffe t = s & s .
In I_atl n Al nerica st Bl i Latin America. Total and indigenous population, ca 2015
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i Country population in total population
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4% oSO 4 Mexico 17.000.0 151
Guatemala ,E 0 in the region
81 % o 5 | Panama 420.0 12.3 g
5.9 million ge;i;”ela 6 | Chile 1,800.0 11.0
E Salvador 725,000 7 Nicaragua 520.0 8.9 \
0.2 % Brazi 8 | Ecuador 1,000.0 7.0
. 400 0.5 ° 9 | Henduras 537.0 7.0 2002 Census 4.6%
WIS : ik 10 Colombia 1,600.0 34 o
0 — ) ,600. .
8!-‘:290.00/2 Ec“ad;}r I \ 11 | Venezuela 725.0 27 2017 Census 12.8%
CostaRica| 1 miion Bolivia 12 | Uruguay 77.0 2.4
2.49% 62.2 % 13 | Argentina 955.0 24
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105,000 Peru ~|Paraguay 14 | Costa Rica 105.0 2.4
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ECLAC encourages the region's countries to put public policies in practice which:

” are based on 2} include their per: i 3) nsolidate i 4) promote the construction of
standards of indigenous | and contributions to the in their well-being and living multicultural societies that
peoples’ rights region’s development conditions, political participation benefit us all
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Wl  Source: Guaranteeing indigenous peogles rights in anhmwmmhmdnwﬂimdmmm challenges,
ECLAL [y




Can’t achieve (e.g. IRDIiRC diagnostic) goals without
partnering with Indigenous people

Include at the beginning, and at all stages; and at the top,

I n d ige n O u S middle and grass roots

Partner at the speed of trust
PO p u I at i O n S . . Focus on health outcomes
c . Learn from indigenous (health) care models
Solutions delivered in Indigenous health are robust and

SO me often generalisable to non-Indigenous people
Reference data is critical — genomic and phenotypic for

CO n S i d e r‘at i O n S . Indigenous and non-Indigenous people

Culturally appropriate care, including language
considerations is key for engagement, referral, access to
care and follow up

Be FAIR and CARE

Governance: Collective benefit, authority to control,
responsibility, ethics

10. Indigenous capacity building



https://www.gida-global.org/care

Steering Committee Members

Luis Barrera Avellaneda, Colombia

Roberto Giugliani, Brazil
Juan Carrion, Alba Ancochea ,ALIBER
Claudia Gonzaga-Jauregui, Mexico/USA

Stephen Groft, USA

Manuel Posada De La Paz, Spain

Sylvia Hafez, Panama

David Pena Castillo, Celia Palacios, FEMEXER Mexico
Juergen Reichardt, Australia

Gabriela Repetto, Chile

Emilio Roldan, Argentina

Richard Salvatierra, Mariana Rico, Joff Masukawa, AHF, USA
Domenica Taruscio, Italy

Partners — ICORD, G2MC, UDNI, AHF, ALIBER

More Partners Needed from All Countries




ICORD’s policy
statement

»The Yukiwariso Declaration

»Published in Acta Paediatrica Vol 101, Issue 8,
pp 805-807, August 2012 (summary version) -
Also at www.icord.es (full version)

»The declaration provides a rationale and
framework for legislation, policies, action plans

International Conference on
Rare Diseases & Orphan Drugs



http://www.icord.es/

' _ ICORD Call to Action: The Protea
Declaration for Rare Diseases in
I C 0 R D Developing and Developed Nations

A rare flower but beautiful and showing phenotypic variability

International Conference on . Conclusions:
Rare Diseases & orphan DI'UQS ¢ The goal of care is for the patient to THRIVE and SURVIVE.

The lack of national legislation or policy remains a significant gap in
most countries

Stigmatization due to rare diseases may extend into limited education,
employment opportunities, and limited social interactions including
dating, nlwrriage, and limitations on individuals reaching their full
potential.

Establishing a national government emphasis on research and
regulatory programs requires implementation of appropriate staff
activict’ies alnd providing financial and personnel resources to reach the
stated goals.

Rare Diseases require specialized clinics at dedicated centers of
excellence to provide optimal care and research infrastructure.

Publication: A call for global action for rare diseases in Africa
2Noaltlglre Genetics, DOI: 10.1038/s41588-019-0552-2. December 53,




Thank You

Questions?

http://ercal.icord.es/

Contact: stephen.groft@nih.gov
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