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Rare is Common

Just normal People
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At work  
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#3 ñEnsure healthy lives and promote well-being for all agesò. 

The United Nations has emphasized the need to:

-end preventable deaths of new-borns and children under five

-end avoidable mortality caused by non-communicable diseases

-achieve universal health coverage

-support the research and development of medicines

2016

United Nations
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# 1 End Poverty in all its forms everywhere

# 3 Ensure healthy lives and promote well-being for all at all ages

# 4 Ensure inclusive and equitable quality education and promote lifelong 

learning opportunities for all

# 5 Achieve gender equality and empower all women and girls

#10 Reduce inequality within and among countries

#17 Revitalize the global partnership for sustainable development



2010



Aims to

Åact as an open forum to collect, share and disseminate information 

and research

NGOCommitteeRareDiseases.org

Training in pediatric health and social care 
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ñIf we are really serious about achieving universal health coverage and 
improving peopleôs lives, we must get serious about primary health care,ò 
declared, Tedros Adhanom Ghebreyesus, WHO Director-General, at the launch 
of the report.
ñThat means providing essential health services like immunization, antenatal 
care, healthy lifestyle advice as close to home as possible, and making sure 
people do not have to pay for this care out of their own pockets.ò

22 September 2019 UHC report United - Nations News 



Universal Health Coverage, leave no child behind
Universal Health Coveragen The Political Declaration UN 10-09-2019

European Pediatric 

Network Rare Diseases

Questionnaire

October- November 2019

Responce 38 ; 24 countries

26%

16%48%

5%5%

Pediatricians working in: 

Primary care Securdary care

Tertiary care Trainee

Other
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Accessible 

Diagnostics

Quality Information
. 

Training 

Primary Care
. 

Data exchange
. 



Strengthen efforts to addressé rare diseases éas 
part of Universal Health Coverage (UHC nr 34)

What global action would be necessary?

Universal Health Coverage The Political Declaration UN 10-09-2019
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Evolution of the cost of sequencing a 
human genome from 2001 to 2019
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Keep the promise

Leave no one behind

The Netherlands

Day Centre

Coffin 

Lowrey

Syndrome

Sri Lanka

Pediatric Clinic

To be diagnosed

Georgia

Abandoned

Undiagnosed

Peru

Living with family 

In rural village

ó Birth traumaô 
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Global Child Health

World wide children are measured, 

examined, developmental screened, and 

vaccinated in 

Preventive child health
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Home-based records

Early recognition

Ghana
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Disabled child
Children living with the diagnosis

Áautism,

Ádevelopmental delay,

Ácerebral palsy,

Áepilepsy,

Áhearing deficits,

Ávisual impairment

may very well have a

rare condition with

üspecific health risks and treatment.
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Causes of Autism

WHOLE ïEXOME sequencing
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In this study, we performed 

whole-exome sequencing on 

120 Autism Spectrum 

Disorder cases and 

identified three missense 

mutations in coding regions of 

the MECP2 gene. > 

RETT Syndrome
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STBXP-1

MECP2

GENE Panels



At 2 month boy 

Seizures : abnormal EEG 
generalized epilepsy

MRI normal

STXBP1; epileptic
encephalopathy type 4 
OMIM #612164/ Otahara
syndrome
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Vaccination risk?
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Whole Genome 

Sequencing, 

or WGS for short, is 

literally knowing all the 

letters of a personôs DNA 

in the proper sequence. 

But knowing the letters is 

just the first part of the 

equation. 

The tricky part is 

interpreting, or 

analyzing, what those 

letters mean.

www.veritasgenetics.com/myGeno

me


