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Rare is Common
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Introduction

 Sustainable Development Goals, 

United Nations 2015

Rare is common, in pediatrics

 Universal Health Coverage, 

United Nations, 2019

Pediatric Support

 Disabled child

Early recognition 

 Digital Health for all

Interoperability 
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Rare common in 
pediatrics

> 50  % manifests in childhood 
Health and well being for all

< 5 year 2-3 % have a rare disease
Early recognition 

chronic and life-threatening
Reduce inequalities 

80%  of genetic origin



The United Nations emphasizes the need to:

NGOCommitteeRareDiseases.org

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

•end avoidable mortality caused by non-communicable diseases

•achieve universal health coverage

World Wide children are measured, developmental screened, and vaccinated

Sri Lanka
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Accessible 

Diagnostics

Quality Information
. 

Training 

Primary Care
. 

Data exchange
. 
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Home-based records

Early recognition

Ghana
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Coordinated Care

-developmental delay

-early loss of teeth

Exome screening, genes related to developmental delay

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.
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EUROPE twitter



Co-management for people with 
Shwachman Diamond Syndrome

Information on SDS and the use 
of the application

Overview of the digital 
guideline

Collect weight and 
length data to create a 
SDS growth curve

Register your lab results 
related to pancreas 
insufficiency
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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 data 

model



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

Lower limb 

asymmetry

HP:0100559

Abnormal toe

HP:0010109

FOP

ATC

. A09AA02 

Pancreatine

Shwachman DS

HP:0001182

Tapered  fingers
Coffin Lofry s
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Rare Care.World
Thalassemia

Thalassemia
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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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10 Rare Diseases Primary Care Feature Open information Code

Anal Atresia Congenital Anomaly ICD

Craniosynostosis

Treacher Collins

Skull

Face

Code Dutch 

child health

Cystic Fibrosis Heel Stick Sceening ICD

Orphacode

Duchenne Muscular 

Dystrophy

Delayed Development

Family History

Elevated creatinen k.

ICF - CY, 

LOINC

Fibrodysplasia Ossificans Progressiva Abnormal Toe

Flare ups

Code Dutch 

child health

Glaucoma / Cataract

Hurler S corneal clouding

Eye examination ICD

Neurofibromatosis Skin 

Cafe au lait spots

Code Dutch 

child health

Rett syndrome Delayed Development

Head Circumference

ICF- CY

cm

Shwachman Diamond Syndrome Growth; fatty stool; 

neutrophils

Kg, cm, LOINC

Sickle Cell Disease Heel Stick Screening ICD, LOINC,

orphacode

Global Consensus in
CHILD HEALTH
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Thank
• European Pediatric Rare Disease Network

John Dodge, U.K.

Lali Margvelashvili, Georgia

Velibor Tasic, N- Macedonia

David Neubauer, Slovenia

Arunas Valiulis, Lithuania

Jola Wierzba, Poland

• Consensus in Pediatrics and Child Health

Manual Katz, Israel

• Forum Rare Diseases, Sri Lankan Pediatric Society

Anjan Bhattacharya, India

• People with a rare condition and their families
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Imagine…  all just ordinary people, sharing all the world

Goldenhar

syndrome

ThalassemiaComplex 

Chromosome 

abn

Speaker at Digital 

Health Congress

Mother Patient Advocate

e.siderius@kpnplanet.nl
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