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* If all of the people with rare diseases lived in one country, it would be the
world’s 3rd most populous country

* Approximately 50% of the people affected by rare diseases are children

* 30% of children with rare disease will not live to see their 5th birthday

e Rare diseases are responsible for 35% of deaths in the first year of life
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* The prevalence distribution of rare diseases is skewed — 80% of all rare
disease patients are affected by approximately 350 rare diseases

* 95% of rare diseases have not one single FDA approved drug treatment
* During the first 25 years of the Orphan Drug Act (passed in 1983), only 326
new drugs were approved by the FDA and brought to market for all rare

disease patients combined.

* Approximately 50% of rare diseases do not have a disease specific foundation
supporting or researching their rare disease.
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Preliminary report from an on going bibliographic study
initiated by Eurordis in partnership with Orphanet:

Method
Selection of rare disease
(for the purposes of the current report)
- The most common rare diseases according
to books and websites
- The most frequently requested pages on the
Orphanet website
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Findings:

e 359 “More common” rare diseases

 Mode of inheritance of 359 rare diseases is:
- 26.5% autosomal dominant inheritance
- 28.1% autosomal recessive inheritance
- 7% X-linked inheritance
- 10% several modes of inheritance

- 13.4% multigenic/multifactorial diseases

- 8.1% sporadic diseases
- 5.8% unknown aetiology
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Life Expectancy of these cases:

* -37.5% normal lifespan
* -25.7% potentially lethal at birth or before 5 years of age
* -36.8% reduced lifespan, depending on the severity,

 penetrance or type (child, juvenile or adult types for example) of the disease
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Age of onset of 353 rare diseases (Years)
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Getting an accurate diagnosis

Assuring patient access to appropriate
treatment

Strengthening ones ability to self-advocate.
Emotional support
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Many genetic tests not available locally.

So, we have partnered up with industry leaders DHL
who move all our products to testing facilities around the world at
no cost.
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Often access to equipment such as gait walkers/ wheelchairs is not an option,

So we have started a “swop Shop” where families can locate these items at a

better price, and often parents have wanted to “pay it forward” and give the
items away.
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Financial Assistance For:
Medical aid subsidies
Travel Grants
Specialist appointment fees

Diagnostics
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“Inherited Day”

Genetic counselling/ family counselling.

Ambassador Programme
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Includes logistical support in terms of testing, appointments, scripts etc.
Assistance with medical aid authorization
Council for medical scheme follow ups
Conveying of important information to patients

Aim is to start a referral network between specialists and healthcare providers
which will assist with sharing of information and experience.
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Implementing Various awareness days
Sharing of important industry news via social media

Telling patient stories to raise awareness for specific conditions
Z e B il
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RARE DISEASE DAY|
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RAISING AWARENESS
ONE PAIR OF GENES

AT A TIME
WU, RAREDISEASES.CO.2A

Rare Disease Day
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* Sign up to be on our professional network at
* Help us with awareness activities
* Refer patients to our team



http://www.rarediseases.co.za/
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Website:

Facebook: Rare-Diseases-SA

Twitter: @RarediseasesSA



http://www.rarediseases.co.za/

