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Diagnosis First

1933 
Clinical fetuare
Cornelia de Lange

1981
Chromosome
Abnormality
?? 2003 DNA mutation

Cornelia de Lange Syndrome 1: 10.000 - 1: 30.000
Severe developmental delay with characteristic features
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Abandoned

2014 - 2018

Georgia has become one of 
the first ex-Soviet republics 
to abolish state orphanages 
in favour of foster care. 

But disabled children 
continue to be marginalised
and face the prospect of life-
long isolation from society.
www.bbc.com/news/world-europe-25575094

UNDIAGNOSED
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WHO, 7 December 2010
Fact sheet N°172

• A collaborative management approach at  primary health care level with patients, 
their families and other health care actors is a must to effectively prevent many 
major contributors to the burden of disease.

Essential elements for action

 Support a paradigm shift towards integrated, preventive health care

 Promote financing systems and policies that support prevention in health care

 Equip patients with needed information, motivation, and skills in prevention and 
self-management

 Make prevention an element of every health care interaction

Sickle cell disease
1.1% of couples worldwide are at risk for having children with a haemoglobin disorder
WHO: Africa majority of children with the most severe form of the disease die before the age of 
5, usually from an infection or severe blood loss
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Rare Diseases Global Action

EURORDIS, Vienna, May 2018

• RD as a Collective Health and Social issue
• RD Universal Health Coverage
• Access to Diagnostics
• Access to Medicines / fair pricing
• Inclusion in the Non- Communicable Disease agenda
• RD in the Sustainable Development Goals 
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Gross Domestic Product per Capita
in Purchasing Power Parity per capita 

estimated by IMF for year 2017

Bruck Syndrome 1: 1.000.000 world wide;  bone fractures, limited movement, high incidence
Samoa Islands
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180 Posters
36 Rare Diseases
24 from Sri Lanka

Brugada syndrome 5-50 : 10.000; higher in south east Asia, recognizable through ECG 
abnormality
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Rare Diseases Forum

• Well trained and experienced paediatricians
• Families have their own data and are co-managing
• Little access to diagnostic tests
• Little access to internet
• No facilities for electronic data collections

With limited resources :
accurate diagnosis !

Dyskeraotosis congenita X-linked recessive (OMIM 305000), 
autosomal dominant (OMIM 127550), and autosomal recessive (OMIM 224230)
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Rare Diseases Paediatric Global Action

What can paediatricians do to improve health and 
wellbeing of children with a rare and disabling 
condition and their families?
RECOGNIZE
• strengthen primary paediatric care 

with sufficient knowledge
• advocate for access to proper diagnostics and 

treatment
• collect and share data
• support families

Epidermolysis Bullosa Simplex 1:35,000  to 125,000 
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Primary Health Care can meet 80-90% of an 
individual’s needs  over the course of their life 

http://www.who.int/primary-health/en

@WHO_Europe 7 sep.
#PrimaryHealthCare has a 
strong focus on quality of 
care. 
Quality health services, 
build trust in patients and 
encourage individuals to 
engage in their health and 
the health of their 
families. We cannot have 
Health For All without 
quality care.

Turner syndrome : 50 per 100,000 liveborn females; 
coarctation of the aorta and bicuspid aortic valve reduce life expectancy
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Rare Diseases Paediatric Global Action

What can paediatricians do to improve 
health and wellbeing of children with a 
rare and disabling condition and their 
families?

• strengthen primary paediatric care 
with sufficient knowledge

• advocate for access to proper 
diagnostics and treatment

• collect and share data

• support families

Complex chromosome rearrangement ; developmental delay, behavioral problems, ‘autism’ 
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Next Generation Sequencing
Welcome to NGS
The massively parallel 
sequencing technology 
known as next-generation 
sequencing (NGS) has 
revolutionised the biological 
sciences. With its ultra-high 
throughput, scalability, and 
speed, NGS enables 
researchers to perform a 
wide variety of applications 
and study biological systems 
at a level never before 
possible.
https://www.illumina.com/science/technolog
y/next-generation-sequencing.html

.

Fanconi anemia: 1:160.000; skin pigmentation, growth retardation, bone marrow failure
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Rare diseases should not be overlooked in discussing  how to improve 
impact of Paediatric Regulation

Developers of medicines for rare paediatric diseases need to comply 
with both the Orphan and Paediatric Regulations. Decisions of the 
Orphan and Paediatric Committees should be aligned. 

To improve the availability of high quality medicines for use in children, 
transparency on development costs and agreement on maximum price, is 
warranted. 

The price should match a considerable and measurable clinical benefit.

Orphan Drugs: European Academy of Paediatrics
position statement on the Paediatric Regulations and 
Rare diseases December 2017

Fabry 1 : 40 - 60,000 males Fabrazyme X linked , pain skin pigmentations,
Heart disease, stroke
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Rare Diseases Paediatric Global Action

What can paediatricians do to improve health and wellbeing 
of children with a rare and disabling condition and their 
families?

• Strengthen primary pediatric care with sufficient 
knowledge

• Advocate for access to proper diagnostics and treatments

• Collect and share data

• Support families

Retinoblastoma, 3.4 to 42.6 cases per million live births
eye tumor,  screening in recognizable signs
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European Patient Registry

Shwachman Diamond Syndrome 1:70.000, pancreatic insufficiency, neutropaenia , skeletal
dysplasia, developmental delay
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Rare Care.World
ThalassemiaRareCare.World

Thalassemia, 3500 patients
have been identified in Sri Lanka.

Sri Lanka, Kandy 21-09-2018



Diagnosis

Hurler syndrome

PKU, Duchenne MD, FOP

Shwachman Diamond Syndrome

Guideline

Collaborative Health 
Care

Guideline

Social services and 
rehabilitation

Data collection

Data collection with
systematically organised
computer processable

collection medial terms

Sign primary care

Heelstick screening

Hearing screening

Growth; Development

ISO9999

Patient Informatiom Primary Care Diagnosis 
Collaborative care

Social Services

SNOMED -CT

ATC

ICF(-CY)

LOINC

HL7

GS1
New Therapeutics

New Diagnostics
OMIM

ISO 3166-1

www.shwachman.nl Growth retardation
Recurrent infections
(LOINC)

Guideline SDS 
(Orphanetcode; 
SNOMED, ATC e.a.)

Recurrent illness
Fatigue, Short (ICF-CY; 
ISO 9999)

ICD - 10

Orphanetcode

ICPC
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Rare Diseases Paediatric Global Action

What can paediatricians do to improve health and 
wellbeing of children with a rare and disabling condition 
and their families?
• strengthen primary paediatric care with sufficient 

knowledge
• advocate for access to proper diagnostics and 

treatments
• collect and share data
• support families

Fibrodyspalsia Ossificans Progressiva 1:2.000.000
No intramuscular vaccinations > muscle becomes bone
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Anal atresia 1:5000, after operation parents daily wash the bowel, child will
not easily be toilet trained if at all
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@EU_Health
25 April 2018

• EU_Health

• Citizens' expectations 
on digital health: 
access to their own 
data, privacy & 
security and the ability 
to give feedback on 
treatment.

• Data in the EU: 
Commission steps up 
efforts to increase 
availability and boost 
health care data 
sharing

Down Syndrome 1:1000
International Guidelines
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@WHO_Europe 30 August 2018
Q: What is health literacy?

Familial Hypercholesterolaemia1:250, diet and medicine will prolong
life expectancy, patient organisation developped and app
https://fheurope.org/about-fh/familial-hypercholesterolaemia/

Dambulla
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Rare becomes Common
Patient-Centered

Universal health coverage
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