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The Rare Diseases Access Initiafive RARE $%

A growing organisation with big ambitions

Seeking fair tfreatment for those affected by rare diseases

Formed in 2019 Collaboration Equitable Access

The RDAI works in collaboration with The RDAI seeks to improve equitable
The RDAI was formed in 2019 to Rare Diseases South Africa (RDSA) access for Rare Diseases patients

promote a more favourable whose mission is to ensure a better regardless of their socioeconomic

environment for those impacted by tomorrow for all those impacted by rare status or healthcare sector they access.
rare diseases in South Africa. diseases.

RDAIl is led by a steering committee made up of representatives drawn from various leading organisations
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Rare Diseases in Context RARE $%

Rare diseases are often:
« life threatening, life limiting or chronically debilitating;

« complex, often affecting multiple body systems and requiring WHO HAS A RARE
specialised and coordinated care that comes at considerable cost DISEASE (RD)?

to families and the health system; ° v

 incurable, many with no effective freatment and symptoms often M <‘| in 2000

worsen over fime. people
A ¥4

4.2 million

people in SA

Demographics of Rare diseases:

« Rare diseases (RD), including 7 000 conditions characterised to =
date, are defined as conditions affecting <1 in 2 000 of @ Approximately 7 O 00
population.!4 .

: - : . rare diseases

« Effect an estimated 4.2 million, or 1 in every 15 South Africans, of
whom 50 - 70% are children.2>7

« 80% of rare diseases are genetic, and therefore not readily
preventable.
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Key Challenges for Rare Diseases in South Africo

« The SA health system is not equipped to respond to the needs of those living with rare
diseases, being overwhelmingly geared towards supporting diseases that affect large
numbers of people.

« The burden of rare diseases remains unacceptably high for patients, families, communities
and the health system.
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PROBLEMS WITH RARE

DISEASES:
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/\\ Incurable & many RDs
life-threatening

(+) Some require specialised &
co-ordinated care

@?‘ For some there are no effective

treatments or lack of treatment options
5’% High priced treatments often required

(> Little or no information available
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RDAI Key Strategic Priorities o Address Challenges

Six key strategic priorities were identified for inclusion in a proposed National Rare Diseases Framework and Strategy:8

1. Diagnosis: Timely, accurate RD diagnosis saves lives, prevents disease progression and mitigates disability.

2. Access to treatments: RD patients require equitable and timely access to clinically appropriate tfreatments in @
manner that is financially sustainable to the healthcare system.

3. Data collection and management: Empirical data are required to quantify the RD burden of disease to enable an
appropriate healthcare response to be mounted via independent, comprehensive and transparent health
technology assessment.

4. Co-ordinated care: Many RDs are complex, long-term, and affect multiple organ systems. Co-ordinated,
multidisciplinary care is needed to both improve patient outcomes and optimise allocation and implementation of
available resources.

5. Access to services: Quality health services should be equitably provided, accessible and affordable to RD
patients.

6. Collaborative research: Nationally co-ordinated research, including active participation by patients/carers and
advocacy groups, should be integrated into national plans and clinical care for RD.

8. Rare Diseases Access Initiative. Call for a National Rare Disease Framework. Johannesburg: Rare Diseases South Africa, 2020.
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How RDAI Plan 1o Achieve our Goals DEVELOPMENT
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RDAI Activities and Outputs

Symposiums and Outcomes

2021 RDAI Symposium

Outcome:
Rare Diseases framework document was adopted

2022 RDAI Stakeholder Workshop
Outcome:

Stakeholder proposals on implementation of the
Rare Diseases framework
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Documents and Publications

Rare Diseases framework document, 2019

Recognising Rare Diseases: Access and action:
Specialist Forum, September 2021

RDAI call to action, white paper, 2022

Call for inclusion and prioritisation of Rare
Diseases in the national health agenda. October
2023

Rare-Diseases — progress on the path to improved
health services; Specialist Forum, January 2023

SAMJ publication, 2023

Key Stakeholders Engagement

Council for Medical Schemes

National Department of Health

Chief Director, NDoH

Deputy Director General NHI

Child, Youth, and School Health Chief
Directorate
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Conclusion RARE »X

Recognizing rare diseases as part of public health is not just an ethical
imperative but a strategic necessity.

By addressing rare diseases within the framework of public health, we
acknowledge the shared responsibility to ensure tfimely and accurate diagnosis,
equitable access to treatment, and comprehensive support for affected
individuals and their families.

In doing so, we champion inclusivity, foster medical innovation, and contribute
to a healthier society overall.

Going forward, RDAI will continue to address challenges faced by RD patients,
ensure RD inclusion in the National Health Insurance? and promote universal
health coverage for those impacted by RD in the context of the 2030
Sustainable Development Goal 3 targets. !0

"No couniry can claim to have achieved universal
healthcare if it has not adequately and equitably met

the needs of those with rare diseases."
- Helen Clark, United Nations Development Programme

RareX/ICORD 2016, Cape Town, South Africa @ RDAI

9. National Department of Health, South Africa. National Health Insurance Policy for National Health Act No. 61 of 2003. Towards Universal Health Coverage. Government Gazette No. 40955:627. Pretoria: NDoH, 2017.
10. United Nations General Assembly. Sustainable Development Goal 3: Ensure Healthy Lives and Promote Wellbeing for All and at All Ages. Geneva: UN, 2015. http://www.un.org/sustainabledevelopment/ health/ (accessed 2 January 2016).
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