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Introduction

 (Dis)abled child

Rare is common

 The Diagnosis

Accessibility

 Universal Health Coverage
Affordability and availability

 Leave no child behind

Universal global child health 

Equity: fairness and justice



Rare is Common

Just normal People

22qdeletion

The Family

Skeletal Dysplasia

At work  

Fibrodysplasia

Ossificans Propressiva

Study

Animal Science

Prime Pediatrics september 5 2020



Prime Pediatrics september 5 2020

#3 “Ensure healthy lives and promote well-being for all ages”. 

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

•act 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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“If we are really serious about achieving universal health coverage and 
improving people’s lives, we must get serious about primary health care,” 
declared, Tedros Adhanom Ghebreyesus, WHO Director-General, at the launch 
of the report.
“That 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.”

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 address… rare diseases …as 
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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and lower 
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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

‘ Birth trauma’ 
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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

 autism,

 developmental delay,

 cerebral palsy,

 epilepsy,

 hearing deficits,

 visual impairment

may very well have a

rare condition with

 specific health risks and treatment.
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Causes of Autism

WHOLE – EXOME 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 person’s 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



Global Child Health

DCC gene mutation p.(Val1117Met) p.(Thr1339IIe)

Pathogenic mutation ? 

DCC gene mutations are associated with congenital mirror movement 

disorder

Measure 

Head circumference

The Netherlands
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Coordinated Care

-developmental delay

-early loss of teeth

Exoom screening, genes related to developmental delay:

Gene RPSKA3: mutation c.1198C>T

Coffin Lowry Syndrome

-progressive kyphosis/scoliosis 

-sensorineural hearing defect .

-cardiac evaluation

-sudden loss of muscle tone induced by unexpected tactile

or auditory stimuli and epilepsy.

The Netherlands
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Collaborate and improve

Rare Care.World

Diagnose

Medical guideline
- Epilepsy

- Autism

- Visual impairment

Coordinate
Medical and social support

Register
Interoperable data

Social Support

Co-manage with families

Prime Pediatrics september 5 2020



Interoperable data 

model



Codification Meaning

ICD & Orpha code International Code of Diseases / Orphanet code

ICF (-CY) The International Classification of Functioning, Disability and 

Health for Children and Youth (ICF-CY) is a derived version of 

the International Classification of Functioning, Disability and 

Health (ICF, WHO, 2001) designed to record characteristics of 

the developing child and the influence of environments 

surrounding the child .

LOINC A universal code system for tests,

measurements, and observations.

ATC The purpose of the ATC/DDD system is to serve as a tool for 

drug utilization research in order to improve quality of drug 

use.

ISO 9999 ISO 9999:2011 establishes a classification of assistive 

products, especially produced or generally available, for 

persons with disability.

HPO The Human Phenotype Ontology (HPO) provides a 

standardized vocabulary of phenotypic abnormalities 

encountered in human disease.
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Interoperable codes in care

LOINC

The international standard for identifying health measurements, observations, and documents.

LOINC 

8287-5 

Measuring 

Head 

Circumference 

Abnormal ear

.

HP:0008551

Goldenhar s

Neutropenia

LOINC

751-8

Neutrophils

LOINC

94500-6

SARS

Immunodeficiency

ATC

. A09AA02 

Pancreatine

Shwachman DS

HP:0001182

Tapered  fingers
Coffin Lofry s
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https://www.icf-elearning.com
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https://www.icf-elearning.com
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ICF d 920.0
Recreation and leisure

Indian  Mother and Childcare 

Kolkata, 2020
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Epilepsy 

Mosaic ring chromosome 20

Analyze more karyotypes !

ICF d132
Acquiring Information

EPIHUNTER

https://rarecare.world/maatschappelijke-ondersteuning/d-132-acquiring-information


Fibula Hypoplasia
ICF  International Classification, Functioning, Disability
and Health

First Feature

Diagnosis

Fibula Hypoplasia

Medical Guideline

ICF : Body Functions & Structures

ICF: Activity

Participation
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ISO

International Standards globally recognized guidelines 

and frameworks
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https://rarecare.world/

Contact:

e.siderius@kpnplanet.nl



Just normal people

Interoperability

Advocaters

Goldenhar syndrome

Thalassemia

Chromosome abnormality

Shwachman Diamond Syndrome
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Thank You 
For Your Attention

!


