
December 7th 2018 
Brussels

Winter Meeting 
European Academy 

Paediatrics

Rare Diseases 11.30-12.15

1) Agenda

Welcome and approval of the agenda (5 min)

2) It can be done differently! (20 min)

3)Follow up om Spring meeting Sofia, Bulgary 2018 (5 min)

4)UEMS MJC Rare and Undiagnosed Diseases (5 min)

5) Other business ( 5 min)
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7 December 2018 Patient Solidarity Day
Safe Medication and Healthcare for All

EAP Winter 2018



2) It can be done differently! 

Patient organization takes a lead in Orphan 
Drug development
Kees van der Graaf, past president Unilever 
Europe

Discussion on orphan drugs
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3) Follow up om Spring meeting Sofia, 
Bulgary 2018 
-Access to health document letter/article
-What’s has been happening at national 
levels: 

Gdansk
Duchenne

Kandy,
Nephrotic 
Syndrome

Hannover, 
Shwachman

Utrecht, 
Down 
SyndromePortoroz, Orphan Drugs

Ohrid,
Alport
Syndrome

EAP Winter 2018



4) UEMS MJC Rare and Undiagnosed Diseases Report
activity = questionnaire 14/34 responders (summer 2018)

Total responses
N=14 %

Awareness in general practice 13 93

Diagnostics 11 79

Treatments 9 64

Multidisciplinary approach 14 100

Patient involvement 12 86

Other 2

Q6 What should be included in a standardized core 
training on rare diseases?

UEMS 60 years Brussels 
19-20 October o EAP Winter 2018



4)UEMS MJC Rare and 
Undiagnosed Diseases Report
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CME-CPD  BRUSSELS
23-24 november



5)Other business: EU- E-Health
recommendations on how 
electronic health records can 
be accessed and shared more 
easily in every EU member 
country.

Make it easier for patients, 
health professionals or other 
authorised parties to use health 
data from different records 
across the EU – for example, to 
avoid having to repeat medical 
tests that have already been 
carried out in one country. 

Give FEEDBACK until 20 
December 2018

www.rarecare.world

API
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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
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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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