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* X %
N Zeldzaam is ‘gewoon’ in de

TN kindergeneeskunde

***

De last van
2 zeldzame
" ziekten is
4 aanzienlijk,
~ | met ongeveer
_| 350 miljoen
mensen
aangedaan
wereld wijd.

* In Europa is een ziekte definieerd als
zeldzaam als het minder dan 1: 2000
mensen treft.

* Er zijn tussen de 6000 en 8000 zeldzame
aandoeningen: 5-8% van een populatie

* 80% van de zeldzame aandoeningen
hebben een genetische oorzaak, en zijn
vaak chronisch en levensbedreigend

* 50-75 % manifesteerd zijn op de "(, Ditis in dezelfde

° - . orde als de
kinderleeftijd, veel chronische meer bekende
aandoeningen op de kinderleeftijd zijn ‘non-

communicable’
zoals
suikerziekte.

zeldzaam.

e < 5jaar heeft 2-3 % een zeldzame
aandoening




Listen to the Voices
of 12,000 Patients zooe

L L x *" *
The Voice of *; **
1‘2,ooo Patients i
EURORDIS

RARE DISEASES EUROPE

Tuberous sclerosis
complex

"
Na de eerste symptomen
een gevecht om de

diagnose dat jaren kan
duren.

Na de diagnose
geconfronteerd met

onvolledige
gezondheid- en
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Patient Informatie Diagnose Social Services
Collaborative care

www.shwachman.nl Groei achterstand Guideline SDS Vaak ziek, Moe, Klein
Herhaalde infecties (Orphanetcode; (ICF)

(LOINC) SNOMED, ATC e.a.)

Diagnose ICD - 10
Hurler syndrome
' Nieuwe Diagnostiek> PKU, Duchenne MD, Fop ~ Orphanetcode
LOINC Shwachman Diamond Syndroom OMIM
ICPC SNOMED -CT
Kenmerk in eerste lijn Richtlijn
Hielprik

Integrale medische zorg
Gehoor screening

Groei; Ontwikkeling

ATC
GS1

ICF(-CY)
1ISO9999

ISO 3166-1

Nieuwe Therapie

HL7

Data Verzameling

Data verzameling is
systematisch georganiseerd Sociale voorzieningen
computer geprogrameerd
collection medial terms

en rehabilitatie
Arnhem 2019



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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. Met dank aan:
Vroeg signaleren
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& ngjrichtlijnen - Google X | G jgz electronisch dossisr X | 'i Informatiestandaarden X 'i Overzicht standaarden X e MedMij:vV2019.01 Ontv. X | €/ MedMij | Doe mee! x | + - *

&« c & https)//www.nictiz.nl/overzicht-standaarden/ r ®@ O O o e

. . ‘ )
N Ict I Z \T expertisecentrum e-health

Home Sectoren Standaardisatie Programma'’s Publicaties Over Nictiz Agenda English

Home / Overzicht standaarden

Overzicht standaarden ,
Filters

PALGA-Thesaurus, iWLZ, FHIR, SNOMED CT. Duizelt het u ook wel eens? In de zorg komen veel standaarden
voor. Hieronder vindt u relevante informatie over alle bij ons bekende standaarden.

Zoeken...
Mist u een standaard of klopt de informatie volgens u niet? Laat het ons weten via e-

mail: standaarden@nictiz.nl.

Interoperabiliteitsmodel

10 W weergaven per pagina ‘ 1 3 4 . 17 ’- | Organisatiebeleid (2)
J Zorgproces (1)
J Informatie (101)
O Applicatie (56)
O @ IT-infrastructuur (7)
Naam Model Type Beschrijving Adoptiegraad Vergelijk O Informatiebeveiliging (4)
O Wet- en regelgeving (5)
AZR Wet- en regelgeving Voormailge systematiek O
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betekenis

Organization

ICPC International Classification of Primary Care -
HPO Human Phenotype Ontology
LOINC Standard for identifying health measurements,
® observations, and documents
LOINC
ICD International Classification of Diseases

ORPHAnet Classification of rare diseases orphanet

ATC Anatomical Therapeutic Chemical Classification System

ICF International Classification of Functioning, Disability and Health

SNOMED Clinical health terminology i

Arnhem 2019 = 4 jj



Project “Stem van de Patient”

Door en voor mensen met een N '/"‘-

(zeldzame) chronische aandoening
rarecareworld

2017-2018
=

‘ SEARCH

Find and share knowledge about

Rare diseases all over the world

RARE PATIENT
RECOGNIZE CONDITIONS . ORGANIZATIONS

IDENTIFYING AT-RISK FACTORS IMPROVE THE LIVES OF PEOPLE

IDENTIFY > KNOWING >

8l Ministerie van Volksgezondheid,
>Lp8 Welzijn en Sport
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Eerste Symptomen Preventieve Jeugd Gezondheid Zorg
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Eerste Symptomen Preventieve Jeugd Gezondheid Zorg

Fibrodysplasia Ossificans
Progressiva

1:2.000000

SPIER wordt BOT
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= nej=—
JGZ-richtlijn ;
Taalontwikkeling :
1 i
American Academy of Pediatrics @ 2015 Recommendations for Preventive Pedi

Each child and family is unique; therefore, these Recommendations for Preventive Pediatric Health Care are

designed for the care of chlidren who are recelving competent parenting, have no manifestations of any
important heaith problems, endmgroﬁmmdevdophghuhfadoryfuhion Additional visits may
become necessary if circumsiances suggest variations from normal.

Deveiopmaontal, psychosocial, and chronic disoase issues for children and adolescents may require

Bright Futures/American Academy of |

These guidelines represent a consensus by the American Academ!

Bright Futures. The AAP continues to emphasize the great importa
comprehensive health supervision and the need to avoid fragments

Refer to the specific guidance by age as listed In Bright Futures
Shaw JS, Duncan PM, eds. Bright Fulures Guidelinos for Hoalth St
and Adolesconts. 3rd ed. Elk Grove Village, IL: American Acadomy

frequent counseling and treatment visis separate from preventive care visits.
|

INFANCY | EARLY CHILDHOOD |
" ——
ABE'I Prenatal d » Relevance v Feature ‘H_#
HIS ° o EmE .. sometimes curved inward. May be a feature of for exa F 3 L..l‘:v‘"‘-.
el Limbs Feet Movement restriction Congenital hallux valgu G 'f = " ) -
n MEASUREMENTS Current Filter Rare Condition REC /E =
me.yd Fibrodysplasia Ossificans Progressiva S
Head Circumference) | [ype reale Symptom B
= Clear my filters Congenital hallux valgus —
Viaight for Langth| * () Feature (3) Abnormality k -
Body Mass hdu’i Physical Exam ‘ J
Mm1 Type t::;?s - B
SENSORY SCREENING| e
Vesion] . Code 2 Fibrodysplasia Ossificans Progressiva
Hearing + Social Support (2) > . o
DEVELOPMENTALBEHAVIORAL + General Medical Guideline (1) '
bbb I i T —— L
WM ews (1) Feature
.1 » Rare Condition (1) [
Autism Scroening - () Feature (3) .. Oculo-Auriculo-Vertebral Spectrum ( Goldenhar syndrome) Fibrodysplasia Ossificans |—
Dervelopmental SIIN'CMI Auriculo-Vertebral Spectrum (Goldenhar Syndrome) Fibrodysplasia Ossificans Progressi
PsychosociaiBohavioral Assessment| " Rare Condition
Alcohl and Drug Use wﬂl Rare Condition S_Eult;ﬁ\urlicu_lo-é}ferﬁrabral SF;'Jectrum (Goldennar Syndrome)
ibrodysplasia Ossificans Progressiva =
Depression Serooning”’|
mmmu‘nou"l 3 © L] o L] L] L] @ a L @ @ L] L] o
o T 1 ] T T
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Basis data set
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[Trerey Past History (6)
e
Present History (2)
Biragging!
Measurements at Each Visit (2)
Cheribalica b
Development Screening (1)




Microtia
(klein oor)

Oor Aanhangsel

Beckwith
Wiedemann
Syndroom

Goldenhar
Syndroom

Down syndroom

Brachio Oto Renal
Syndroom

Treacher Collins
syndroom

Conductief gehoorsverlies

De Amerikaanse Kinderartsen (AAP) bevelen een gehoorscreening aan v

ongeacht de aanwezigheid van extra huid.

De meeste tumoren geassocieerd met BWS treden in de eerste t 8-10 jaar
Van het leven op. Meest voorkomende nier- en lever tumor

Hemivertebrae, wervel afwijking

Aangeboren hart afwijkingen

Nierafwijking

Vroege operaties gericht op openhouden luchtwegen, beschermen van -

ogen, gehoorscreening en neurologische ontwikkeling.
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-~
q& ‘After first symptoms, battle for diagnosis, which can last for years’
Identifying children with a disability through primary care,
EURORDIS . : L
Rare Diseases Europe  Child health surveillance, and vaccination programs

Preventive Child age Rare Disease
Health

Family history neonatal X linked and autosomal * Fragile X
- recessive & dominant * Neurofibromatosis
Heel stick screening neonatal National program * Thallasemia

* Phenyl Keton Uria

Hearing screening neonatal Hearing deficit 0,2% * Usher syndrome
Otoacoustic = > 76% cause identified 50% hereditary forms combining
emission m 39% - 60% genetic, deafness and blindness

S 1 30% aquered prevalence of 3 to 6.2 per
Automated Auditory (cytomegalovirus) 100,000
Brainstem Response Other causes
Congenital anomaly neonatal Club feet 20% associated with

- /700-1/1000 of liveborns ¢ distal arthrogryposis,
* congenital myotonic
dystrophy,or other genetic



knowledge and information ecosystem

Home / Rare conditions

Alport Syndrome oh o

Alport syndrome is a hereditary glomerulonephritis resulting in renal failure. In addition, there is often (sensorineural) deafness and a congenital anomaly of the eye, a CONDITIONS
lenticonus. Alport syndrome is a genetic disease of collagen a3adas(IV). The collagen a3ada5(IV) hetero-trimer is a major...

IMPROVE THE LIVES OF PEOPLE

Bardet Biedl Syndrome

Bardet-Biedl| syndrome (BBS) consists of eye disease(rod-cone dystrophy). skeletal abnormality (palydactyly, brachydactyly, and syndactyly), obesity, reduced intelligence,
renal dysfunction, and male genital anomaly (hypogonadism). Some features manifest at in the first decade of life with. ..

KNOWING »

Coffin Lowry Syndrome

Coffin-Lowry syndrome is a rare genetic disorder charactenized by mental retardation; abnormalities of the head and facial (craniofacial) area; large, soft hands with short, thin
(tapered) fingers; short stature and/or various skeletal abnormalities. Characteristic facial features may...

Fibrodysplasia Ossificans Progressiva

Fibrodysplasia Ossificans Progressiva is a rare genetic disorder in which connective tissue and muscle tissue are gradually essified. Extra-skeletal bone formation causes
progressive loss of mobility. The process starts in early childhood and often forms a pattern starting with the neck and. ..

Oculo-Auriculo-Vertebral Spectrum (Goldenhar Syndrome)

In the total spectrum of OAVS are many syndromes. One of them is Goldenhar Syndrome (GHS). Goldenhar syndrome is a rare congenital defect in the craniofacial spectrum
and is characterized by incomplete development in the formation of one side of the face and body. Mainly affected are Ear, Eye and...

Arnhem 2019



Thalassemia, 3500 patients
have been identified in Sri Lanka.

thalassemia . .
10)
JH

Find and share knowledge about

ATC

ICD

Rare diseases all over the world

LO1XX05 Hydroxycarbamide
(Hydroxyurea) (1)

VO3ACO1 Deferoxamine (1)
V03ACO02 Deferipron (1)
VO3ACO3 Deferasirox (1)

D57 Sickle-cell disorders (1)

ICPC Reference

B78.01 Thalassemia (1)
B&7 Splenomegaly (1)

LOINC

718-7 Hemoglobin in blood (1)
20567-4 Ferritin in Serum or
Plasma (1)

46740-T Hemoglobin disorders
newborn screen interpretation (1)
53857-9 Hemoaglobin F (1)

OMIM

e e a—

fractures or vertebral deformities. Thalassemia major or Beta Thalassemia ...
Rare Condition
Thalassemia major or Beta Thalassemia

Large spleen

Feature

... costal margin. A large spleen is a feature of for example Thalassemia Infections Niemag-=*
Splenomegaly Splenomegaly in thalassemia Thalassemia major or Beta Thalassemia .| _’Q-: :
Rare Condition 3
Thalassemia major or Beta Thalassemi:
Symptom

Splenomegaly in thalassemia
Abnormality

Splenomegaly

application
programming
interface (API)

Carrier screening thala:

Symptom R : /

... Camrier screening thalassemia Related family members with elevated HbAZ In carrier screening for the classical beta-thalassemia
trait, the hallmark is the presence ofan ... 2 (a2 d 2 ). Another way of identifying people with thalassemia major is neonatal screening.
Neonatal screening ...

Rare Condition

Tl?alassemla major or Beta Thalass&whem 2019

Disease

Hemoglobinopathies




knowledge and information ecosystem

Home / Rare condition / JEICSINET T 1 BT LTSN

AT AL T RGT AIATCH N
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OMIM

# 613985 BETA-THALASSEMIA

ORPHA

ORPHA:231214 Beta-thalassemia major

Arnhem 2019



Societial Support
Rare diseases seriously impact everyday life

—

8 . 1 0 patients

n &carers
have difficulties completing
daily tasks (household

chores, preparing meals,
shopping etc.)

: ™
7in1 0 Eitﬁ::ss

reduced or stopped
professional activity due to
their or their Family
member's rare disease.

2/3 of carers@

$
j

"4
i O

3 times
more people

living with a rare disease and
carers report being unhappy
and depressed than the general
population*

spend more than 2 hours a
day on disease-related tasks.

* Rare Barometer Voices sample compared to International Social Survey Programme, 2011

’. Rare Barometer Voices is a EURORDIS-Rare Diseases Europe online The survey was conducted in
’  J survey initiative. It brings together over 6,000 patients, carers and 3 ’ 071 2 3 languages
m—' _ Family members to make the voice of the rare disease community people respanded across
stronger. Results are shared with policy decision makers to bring to the survey. .
Rare apout change for people living with a rare disease. countries
(=22 L =] = PR
Voices +_ Thank you to all Rare Barometer For more information visit
e * Voices participants and partners! eurordis.org/voices or email
) ) rare.barometer@eurordis.org
www_eurordis.orgfcontent/conkribute-rare-barometer-programme

Arnhem 2019



Fibula Hypoplasie -
ICF International Classification, Functioning, Disability
and Health

Diagnosis
Fibula Hypoplasia x“i@fﬁ\:& World Health
N2 Organization
C Health Condition )

Medical Guideline M?dﬁmﬂ

{ ! l

<B°dv Functions & -—»( Activity ><—+< Participation )
Structures
) (impairments) (Limitations) (Restrictions)

ICF : Body Functions & Structures | | |

|

( Contextual factors )

I

| }

Participation

Arnhem 2019



Building the Rare Disease

Home / Social support / 360 Using communication devices and techniques

Social Support

Lsing devices, techniques and other means for the purposes of communicating, such as calling a friend on the telephone. Inclusions: using
telecommunication devices, using writing machines and communication techniques.

Lsing communication devices and technigues — using devices, techniques and other means for the purpose of communicating.

[This occurs in Oculo-Auriculo-Vertebral-syndrome

Oculo Auriculo Vertebral Syndroom

|ICF-d Reference

d 360"
Disability

b 230 Hearing functions

Arnhem 2019



Digital Child Health
Unified Modeling Language (UML)

15

Patient Org.tion
bi=langs 1o Mame -
Wi
has
[ FRErEcEn
[Fare) Condition | Dissass e Symptom
CRFHS Coda {5 @— > Harre —{= M Batiant
S G Dezcriion i:'::;::':l,—"' Dascriplen —hakngs 1o ~—has— Marta
aneral Mad Auoding [ part of 10 90 Code e HPO Code o E— l Mara |
Snpmes) OT Cofs —_— ICPE Coda Fanturs HEledy
]
] Mprs
-~ 15 Irealec win De=criphion
!'uas nesds
Vs Medication T has had
A descnbes
" . - Child DEgervatian
fda
e risee Fiirstian AL coda L
JGT He -
ICHOM Stenderd Ses Heme K3Z B0 Her
Dtemaraplon ha=z had
Dezcriphon :
— iz fodkoraed with i detertesd wilh an -
nesds Monitoring test — Sereaning vest
o R
' Participation 3
0 ] Test
Mprs
PN Mame
rarecare.woria Dezcriphion
Feswi
ICF Crade
L ks Ceda
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Digitale gegevens uitwisseling

90%

agree

80%

agree

80%
agree

&

To access their own health data
(requiring interoperable and quality health data)

To share their health data

(if Ariviary and cor [, =
\l [,/‘ IVAaCy and securit V alc

e enslirec)
S

(65 H I S & )

To provide feedback on quality of treatments

Arnhem 2019

The European FH Patient
Network actively work
together to secure early
identification and

diagnosis of FH patients

to prevent early




Een persoonlijk gezondheid dossier PATIENT

ORGANIZATIONS

op basis van internationale classificaties/ terminologieén
< =

Medl] |U LOINC

From Regenstrief

Grip op je eigen 751-8 Neutrofielen in bloed

gezondheidsgegevens

* 4
u[u]

—0
00

a
L]
L]
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Anal Atresia C

Craniosynostosis
Treacher Collins

Cystic Fibrosis

Duchenne Muscular "

S Ve :
Global Consensus tin
CHILD HEALTH

Fibrodysplasi-
Progressiva |

Glaucoma /E\
Hurler S corneai !

Neurofibromatosis

Rett syndrome : (
Fo ;

Shwachman Diamond Grow,
Syndrome neutrophn:
Sickle Cell Disease Heel Stick Screé -

Arnhem Zb\.,

ICD
Code Dutch
child health

ICD
Orphacode

ICF - CY,
'OINC

-ode Dutch

/ child health

ICD

Code Dutch
child health

ICF- CY
cm

Kg, cm,

= LOINC

ICD, LOINC,



Global Preventive Child Health Checks
Home-based records

.‘(‘ :

Atlantic Ocean

Ghana 

I
stages of Growth (Development Milestones)
[swast ==

* Growth, developement, physical
examination,

Family history, heel stickscreening,

hearing

° . . |
Va CCl natlon -k important to follow your child's growth. There are a few signs

E H I h )'/ou follow the growth and development of your child from birth to
- Healt ;

ok out for these signs
2 child might have a problem in these areas when the child sho
following behavious/signs.

if the child:

Does not turn towards the source of new
sounds or voices

Has frequent ear infection, (discharge from
ear, earache)

Does not response when you call unless he/
she can see you i
Does not talk or talks strangely.

Hearing -
o

home-based records

Seeing - if the child:
Has red or discharging eyes

Has a cloudy appearance of the eyes
Frequently rubs eyes and say they hurt

[ ]
s e Often bumps into thins while moving
P around
- e Hold head in an awkward position when
Netherlands : trying to look at something
= e Has eyes which sometimes or always

look in different directions (squints)

Has a white spot in the eye.

-
-

it g, S35 g .y 74 iy A1 v s



CONGRES
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