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Children have a right to the enjoyment of the highest attainable 
standard of health and to facilities for the treatment of illness and 
rehabilitation of health 
the Convention on Rights of the Child
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Hurler syndrome
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Collaborative Preventive
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Development

Physical examination

CARE FOR THE CHILD WITH A RARE DISEASE: A JOINT VENTURE
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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

ISO9999
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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



Shwachman Diamond Syndrome
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Shwachman
Diamond S

Diamond
Blackfan
Anemia

Cystic
Fibrosis

Fibrodysplasia
Ossificans

Progressicva

Tuberous
Sclerosis

Mental development

Pancreas 
function

Hb,
Neutrof
Thromb

Skeletal

Different diseases:  Common indicators
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Co-management of people with Shwachman Diamond 
Syndrome in daily care generating comparable data
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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



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
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Global Consensus in
CHILD HEALTH
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