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despite the near-universal ratification of 
the
• Convention on the Rights of the Child, 

the call for action embedded in the 
• Convention on the Rights of Persons 

with Disabilities and the clear mandate 
set by the 

• Sustainable Development Goals. 

Often, this neglect is the 
result of limited data

EAP Barcelona 2022

UNICEF, January 2022
Millions of children with disabilities around the 
globe continue to be left behind,



Universal Health Coverage, 
leave no child behind

EAP Barcelona 2022

https://www.who
.int/europe/public
ations/i/item/978
9289057622

https://www.who.int/europe/publications/i/item/9789289057622
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The health information system ensures the collection, 
analysis and use of data to ensure early, appropriate action 
to improve the care of every child

Universal Health Coverage, leave no child behind

. 



Real world data



International classifications as a tool for interoperability in child
health

Towards a Global Integrated Digital Preventive Child Health Model

Global Child

Health Scheme

Primary Care

Physical 
examination 

Microtia
ICPC: 
H80

ICD 10: 
Q17.2
HPO: 

0008551

Facial 
asymmetri

e
HPO: 

0000324

Vaccination

Diphteria
Hemophilus

Influenzae B-
Pertussis-

Poliomyelitis-
Tetanus-

Hepatitis B

ATC 
J07CA09 

One code = One meaning
ICPC: International Classification of 
Primary Care 
HPO: Human Phenotype Ontology 
LOINC Standard for identifying health 
measurements, observations, and 
documents
ICD:   International Classification of 
Diseases
ICF: International Classification of function
ATC:  Anatomical Therapeutic Chemical 
Classification System
ORPHA: Classification of rare diseases 
OMIM:   Catalog of Human Genes and 
Genetic Disorders 

Use of terminologies enables semantic 
interoperability between systems using HL7 
CDA and FHIR 

Oculo-Auriculo-Vertebral Spectrum/Goldenhar
Syndrome
ORPHA:141132 Oculo-auriculo-vertebral spectrum
OMIM # 164210 HEMIFACIAL MICROSOMIA; 
HFM
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Blastocyst Morula
16-cell 
stage

4-cell 
stage

2-cell 
stage

Zygote
fertilization

Fetal Record

Subject = 
Patient Y

Patient Y status
= unborn

Subject = 
Patient X

Patient X status
= born

Maternal Record

Subject 
= Patient Y

Patient Y status 
= born

Child Record

Conceptual diagram: Mother-Fetus-Child concepts, 2022

Key modelling question:
At what stage/when does 
a fetus stop being a body 
part of the pregnant 
woman and becomes an 
entity

Child Health & Obstetrics International Collaboration and 
Exploration - Patient Care - Confluence (hl7.org)
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https://confluence.hl7.org/pages/viewpage.action?pageId=86973863


Cases Achondroplasia Primary Care 2021-2022
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Univesal Health Coverage, leave no child behind

4 weeks old girl presented: normal  weight, reduced length , large head
What was observed during pregnancy and after birth?

2,5 year old boy with achondroplasia:  sign of autism
Does Autism occur more often in achondroplasia?

Common cause achondroplasia is  
FGFR3 gene p.Gly380Arg mutation 

Achondroplasia-growth curve at each 
primary care visit



Achondroplasia, prenatal ultrasound
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SHORT FEMUR – Ultra sound
A 29-year-old female was transferred to our 
clinic because of short femurs (<2 percentile) 
on ultrasound scan. 
https://doi.org/10.1016/j.jmu.2012.07.010.

LOINC 11963-6
Fetal Femur diaphysis 

[Length] US
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ACHONDROPLASIA

OMIM #100800 Orpha:15

LOINC 8302-2 
Body height

LOINC 29463-7
Body weight

LOINC 8287-5 Head Occipital-
frontal circumference by Tape 
measure

New Treatment

Achondroplasia

Hydrocephalus Risk



GLOBAL MOTHER – CHILD DATA SET 
Achondroplasia

Case Achondroplasia

age feature standard Type of care

29 
weeks 
Prenatal

Short Femur LOINC 11963-6
Fetal Femur diaphysis [Length] US

Prenatal

4 weeks Large head LOINC 8287-5
Head Occipital-frontal 
circumference by Tape measure

Primary Care

4 weeks Short LOINC 3137-7
Body height Measured

Primary Care

6 weeks Achondroplasi
a (clinical)

2022 ICD-10-CM Diagnosis Primary Care

8 weeks vaccination ATC J07CA09 Primary Care

10 
weeks 

Achondroplasi
a
(Genetic)

LOINC 21678-8FGFR3 gene 
p.Gly380Arg [Presence] in Blood or 
Tissue by Molecular genetics 
method

Multi-
disciplinair

3 years Communication 
problem Sign of 
Autism

ICF b 160 Thought functions Primary Care
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HL7 group CHOICE
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International Patient Summary
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International Patient Summary

From Presentation X-eHealth project
Stephen Kay, december 2021 
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Global Pediatric Digital Health
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People with a rare condition and their families.

LOINC October 2022
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Health and Well-
being for all


