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

ALK2

ligand binding domain

Diagnosis

P.L196P (c.587T>C)

GS domain P.delP197-F198 insL. (¢.590-592deiCTT)

Tubeous Sclerosis

kinase domain
Hurler syndrome e 26 (9826549
p.G356D (c.1067G>A) [ G328R (c.982G>A/C)
p.R37SP (c.1124G>C) G328W (c.982G>T)

Shwachman Diamond Syndrome

Sign primary care

Heelstick screening

Guideline

Hearing screening

Collaborative Preventive
Growth

Child Health Care
Development

Physical examination

E - LEARNING

Osteogenesis 2
Imperfecta (OI) =
causes fragile

Data collection

bones.
Data collection with Guideline
systematically organised Social services and
—
: computer processable rehabilitation
® Original Aist o . o
i oo o e collection medial terms

Kolkata 2019




Patient Informatiom Primary Care Diagnosis Social Services
Collaborative care

Guideline SDS
(Orphanetcode;
SNOMED, ATC e.a.)
Diagnosis ICD - 10
Hurler syndrome
New Diagnostics PKU, Duchenne MD, FOP  Orphanetcode
LOINC Shwachman Diamond Syndrome OMIM
ICPC SNOMED -CT

Sign primary care Guideline

Heelstick screening Collaborative Health

Hearing screening Care

Growth; Development
ATC
ISO 3166-1 GS1
New Therapeutics
ICF(-CY) ’
HL7 . 1ISO9999
Data collection
Data collection with Guideline
systematically organised Social services and
computer processable rehabilitation

collection medial terms
Kolkata 2019



Shwachman Diamond Syndrome
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Different diseases: Common indicators
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“ ;'.Iﬂ/oﬁ want a second opinion, I'll ask my computer."
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Co-management of people with Shwachman Diamond
Syndrome in daily care generating comparable data

Information on SDS and the use
of the application

Overview of the
digital guideline

Register your lab results
related to pancreas
insufficiency

Collect weight and
length data to create a
SDS growth curve
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knowledge and information ecosystem
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