Kunnskap om sjeldne diagnoser (RL
- hva trenger vi, og hvordan kan vi finne/gke den~

Lena Lande Wekre
Spesialradgiver medisin, NKSD
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Bygge kompetanse men hvordan?
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Kompetanse

i 0
AFerdigheter
AErfaring
AKontakter

AVurderinger
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Hvem trenger kunnskap?

A De med en sjelden diagnose og deres pargrende

A Barnehage skolec jobb

A Lokalt hjelpeapparat (fastlege, fysio, ergo, psyk, ped)
A Spesialisthelsetjenesten

A NAV

A Helsemyndighetene
A +++
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Hva trenger de kunnskap om?
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A Diagnosen

A Utredning, diagnostikk, behandling

A Oppfelging

A A leve med (konsekvenser for hverdagsliv,
skole, jobb, familie)

Reality can be so complex that equally valid observations

A P ro g n O S e from differing perspectives can appear to be contradictory.

A Livslgp = .
' &5

A 2?27?
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Nasjonalt ognternasjonalt
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Hvor starter vi a lete?

A Google;
I Sjeldne diagnoser: 104 000 treff
I Rarediseases 3 980 000 treft
I Diabetes: 249 000 000 treff
I Achondroplasia 564 000 treff
A PubMed
I Rarediseases 205 936 treff
I Diabetes: 576 631 treff
I Achondroplasia 2 400 treff
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Kompetansetjenestens oppgayveforskit 170s)

A En kompetansetjeneste skal fgrst og fremst bidra til at
andre blir gOin motsetning til behandlingstjenester som selv skal bli gode)

A Hovedoppgavene er & bygge kompetanse og spre
kunnskap(om sjeldne og lite kjente diagnoser)

A Kunnskap og kompetanse bygges;
i i m@te med brukere og pargrende

I via samarbeid med brukerforeninger og fagpersoner/fagmiljger
nasjonalt og internasjonalt

I gjennom forskning og utvikling X Bygge kompetanse
I litteratur X Spre kunnskap
X Likeverdig tilbud
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Https://Helsenorge.no/Sjeldnediagnoser

A Frambukompetansesenter for sjeldne diagnoser

A Nasjonalt kompetansesenter fporfyrisykdommer

A Nasjonalt kompetansesenter for sjeldne epilepsirelaterte diagnoser

A NevSom Nasjonalt kompetansesenter foevroutviklingsforstyrrelseng hypersomnier
A Nevromuskuleerkompetansesenter

A Norsk senter for cystisk fibrose

A Senter for sjeldne diagnoser

A TAKGsenteret- Nasjonalt kompetansesenter for oral helse ved sjeldne diagnoser
A TRS kompetansesenter for sjeldne diagnoser

*Enhet for medfadte og arveligegevromuskuleerdilstander er tilknyttet tienesten gjennom
NMK-samarbeidet i egen samarbeidsavtale.
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https://helsenorge.no/Sjeldnediagnoser

Do o I» Do
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Kilder

Andre nasjonale kompetansetjenester og behandlingstjenester

https://helsedirektoratet.no/nasjonaldjenesteri-spesialisthelsetjenesten#omasjonale
tienesteri-spesialisthelsetjenesten

Helsenorgenttps:/helsenorge.no/sjeldnediagnoser

Helsebibliotekethitp:/imww.helsebiblioteket.no/sjeldnediagnoser

Sjelden.na; kommer merJ

Registre
i Kvalitetsregistre pa ulike sjeldne diagnoser m
la

i Ulike nasjonale helseregistre ﬁ

«En samling av data om et bestemt emn
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https://helsedirektoratet.no/nasjonale-tjenester-i-spesialisthelsetjenesten#om-nasjonale-tjenester-i-spesialisthelsetjenesten
https://helsenorge.no/sjeldne-diagnoser
http://www.helsebiblioteket.no/sjeldne-diagnoser

A Inneholder opplysninger A Nasjonale kvalitetsregistre

om alle pasienter som gir datagrunnlag for a

venter pa eller har fatt evaluere kvalitet og

behandling i helsegevinst i norsk

spesialisthelsetjenesten | helsetjeneste, og gir

Norge mulighet til faglig
forbedringsarbeid, forskning
0g styring
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A Muskelregisteret (Norsk regsiter for arvelige
og medfadt nevromuskulaere sykdommer)

A CFregisteret

A Huntingtonregisteret*
A Porfyriregisteret*

* Europa
www.Kkvalitetsregistre.no
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http://www.kvalitetsregistre.no/

Register for RD formal

A Forekomst av sjeldne tilstander/diagnoser

A Grunnlag for kvalitetsforbedring/forskning
A Sikre likeverdig tilbud til aktuelle grupper

A Virkemiddel for & na hels®g omsorgspolitiske
mal
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Norden

ARarelink(nordisk Ienkesamllng)
ARaredls(ZOOl)
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orphanet

The portal for rare diseases and orphan drugs

A Europeisk database for sjeldne diagnosenw.orpha.net

Orphanet- referanseportal (base) med informasjon om
sjel dne dorphgndrag®e rs oarg kaan br
alle; fagpersoner, medikamentutviklere, brukere,
brukerorganisasjoner osv. Malet er a bedre
diagnostisering, behandling, og omsorg I forhold til
pasienter med sjeldne diagnoser

A NKSD vil bidra til & styrke utviklingen av databasen og
Implementeringen a&rphanetl Norge
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http://www.orpha.net/
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orphanet Q| search a disease @ Help 4 Contactus EN V

The portal on rare diseases and orphan
drugs

« Rare diseases are rare, but rare
disease patients are numerous »

Access our Services

> | o | ® | @

%= Inventory, classification Inventory of orphan Directory of patient Directory of
and encyclopaedia of drugs organisations H professionals and
| rare diseases, with institutions
genes involved

B y % A

s

Directory of expert Directory of medical Directory of ongoing Collection of thematic
centres laboratories providing research projects, reports: Orphanet
diagnostic tests clinical trials, registries Reports Series

and biobanks
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Homepage » Rare diseases » Search

Velg sprak v Pt &

Drevet av Google Oversetter

SIMPLE SEARCH OTHER SEARCH OPTION(S)
- - * .
Cystic fibrosis Disease name OK - Alphabetical list
(% mandstory field Gene name or symbol
OMIM
ICD-10
Orpha number
. . Cystic fibrosis
ORPHA:586 ICD-10: ES40 EB41 ES438 ES49
Synonymi{s): CF OMIM: 219700 [
IR T UMLS: CO010674
Prevalence: 1-8/ 100 DOD MeSH: DDO3550
Inheritance: Autozomal recessive GARD: £233[]
Age of onset: All ages MedDRA: 10011762
SUMMARY

== Disease definition

Cystic fibrosis (CF) is a genetic disorder characterized by the production of sweat with a high salt content and mucus
secretions with an abnormal viscosity.

== Epidemiology

It is the most common genetic disorder among Caucasian children. The incidence varies between populations: the condition is
considerably less common in Asian and African populations than in the white populations of Europe and North America, with
variation within each country. The exact prevalence in Europe is unknown, but estimates range between 1/8,000 and
1/10,000 individuals.

== Clinical description

The disease is chronic and generally progressive, with onset usually occurring during early childhood or, occasionally, at birth
{meconium ileus). Virtually any internal organ may be involved but the principle manifestations concern the breathing
apparatus (chronic bronchitis), pancreas (pancreatic insufficiency, adolescent diabetes and occcasionally pancreatitis) and,
more rarely, the intestine {stercoral obstruction) or liver (cirrhosis). The most common form of cystic fibrosis is associated
with respiratory symptoms, digestive problems (steatorrhea and/or constipation) and staturopenderal growth anomalies.
Mortality and morbidity depend on the extent of bronchopulmonary involvement. Male sterility is a constant feature. Late-
onset forms, which are usually only mild or monosymptomatic, have also been reported.

== Etiology

CF is characterized by alterations in the CFTR protein, which plays a role in the regulation of transmembrane hydreelectrolytic
flux. Alterations in the protein lead to changes in the charactenstics of exocrine excretions. An absence of functional CFTR in
the epithelial cell membrane leads to the production of sweat with a high salt content (associated with a risk of hyponatremic
dehydration) and mucus secretions with an abnormal viscosity (leading to stasis, obstruction and bronchial infection). Cystic
fibrosis is a monogenic autosomal recessive disease caused by mutations in the CFTR gene (chromosome 7). More than 1250
mutations have been reported. Mearly 70% of all cases are caused by the delta F508 allele, with 30 other mutations
accounting for a further 209 of cases. There is no dear correlation between genotype and phenotype. In addition to the
allelic heterogeneity and the occurrence of multiple mutations in the same gene, a wide range of other factors may influence
the phenctype, including the environment and disease modifying genes.

== Diagnostic methods

Diagnosis is suspected on the basis of sweat test results (chloride concentration above 60 mmeol/L) and is confirmed by
identification of @ CFTR mutation. Meonatal testing has been widely available since the end of 2002 and leads to diagnosis in
©95% of cases.

== Antenatal diagnosis

Additional information

Further i ion on this disease

Classification(s) (5)
Gene(s) (5)

Disability

Publications in Pubhded [~]
Other websits(s) (15)

Health care resources for this disease

v vV VY

Expert centres (444)
Diagnostic tests (441)
Patient organisations (77)
Qmian duigls) 7 1)

Research activities on this disease

VoV VY

Research projects (124)
Clinical trials (118)
Registries/biobanks (49)
Metworks (36)
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Euwrordig directory [7]

Orphanet Reports series

>
>

Prevalence
Orphan drugs in Europe

Getting invelved finformed

>
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Read the newsletter
Read OJRD [7]
Register your activity

Sources/procedures

>

>
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>

Summary text procedures [7]
Orphanet ICD10 coding rules [~]
Scientific contributors [»]

Orphanet Operating Procedures [7]

The documents contained in this
web site are presented for
i i only Tha
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47 Registries and Biobanks; 3 Networks of registries and biobanks

Registries and Biobanks

Austrian cystic fibrosis patient registry - contributes to the
EUROCARE CF registry

Wilhelminenspital

Abteilung fiir Kinder- und Jugendheilkunde mit Ambulanz

More details

AUSTRIA |WIEN |WIEN

Belgian cystic fibrosis patient registry (BMR-RBM) - contributes
to the EUROCARE CF and the ECFS registries

Scientific Institute of Public Health WIV/ISP

Epidemiology - Rare Diseases

More details

BELGIUM |ARRONDISSEMENT BRUSSELS-CAPITAL
|BRUSSELS

Croatian cystic fibrosis patient registry - contributes to the
EUROCARE CF registry

Zagreb University Medical School

Department of pediatric gastroenterology and nutrition

More details

CROATIA |CROATIA |ZAGREB

Cyprian cystic fibrosis patient registry - contributes to the
EUROCARE CF registry

Cyprus International Institute (CII) for the environment and public health
Department of environment and public health

More details

CYPRUS |Cyprus |NICOSIA

Czech cystic fibrosis patient registry - contributes to the
EUROCARE CF registry

Motol university hospital - 2nd Medical School Charles University Prague
Mational centre for diagnosis and treatment of cystic fibrosis

More details

CZECH REPUBLIC |Capital City Prague |PRAHA

Danish cystic fibrosis patient registry - contributes to the
EUROCARE CF registry

Rigshospitalet

Paediatrisk klinik I

More details

DENMARK |Hovedstaden |COPENHAGEN

Danish cystic fibrosis patient registry - contributes to the
EUROCARE CF registry

Aarhus Universitetshospital - Skejby

Pediatric department A - Center for Cystisk Fibrose

More details

DENMARK |lylland |AARHUS

Estonian cystic fibrosis patient registry - contributes to the
EUROCARE CF registry

Tartu University Hospital

Centre of Genetics - United laboratories

More details

ESTONIA |Tartu |TARTU

French cystic fibrosis patient registry
Waincre La Mucoviscidose

Waincre La Mucoviscidose - Registre
More details

FRANCE |ILE-DE-FRANCE |PARIS

French cystic fibrosis cohort and CFTR-RD cohort
IURC - Institut Universitaire de Recherche Clinique
Laboratoire de génétigue moléculaire

More details

FRANCE |LANGUEDOC-ROUSSILLON |MONTPELLIER

German cystic fibrosis registry - contributes to the EUROCARE CF
registry
Kinderklinik des 1IKGM am Standort Gieflen

GERMANY |Hessen |GIEBEN
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orphaNews

RD-Action newsletter for the rare disease community @

WELCOME TO ORPHANEWS

OrphaNews is a freely available, twice-monthly electronic newsletter presenting an overview of scientific and political news about rare
diseases and orphan drugs. It is the communication tool of the RD-ACTION Joint Action ( www.rd-action.eu) and is intended for the rare
disease community. It is supported by the European Commission's DG SANTE (RD-ACTION Joint Action N° 677024) and the French Muscular
Dystrophy Association (AFM).

In each new issue, OrphaNews reports the latest developments in the field of rare diseases and orphan drugs, including new syndromes,
new genes, basic and clinical research, national and international palicy, disease surveillance, clinical trial updates, orphan drug approvals,
funding opportunities, ethical, social and legal issues, news from the patient associations, upcoming events, and new publications.
OrphaNews is suited to all sectors of the rare disease and orphan drugs community - including policy makers, scientists, health
professionals, patient representatives, geneticists, members of the biopharmaceutical industry and anyone interested in staying informed
of important developments and new initiatives in the field of rare diseases and orphan drugs.

Disclaimer : This newsletter is part of the project / joint action '677024 / RD-ACTION' which has received funding from the European Union's
Health Programme (2014-2020).

The content of newsletter represents the views of the Editorial Board only and is his/her sole responsibility; it can not be considered to
reflect the views of the European Commission and/or the Consumers, Health, Agriculture and Food Executive Agency or any other body of
the European Union. The European Commission and the Agency do not accept any responsibility for use that may be made of the
information it contains.
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o
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o 1o santé ot da Ia recherche médicale O FOR RARE DISEASES
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* * the Health Programme
L of the European Union
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Hovedproblemet ved sjeldne diagnoser er
forsinket eller vanskelig diagnostisering

According to patients surveyed, it takes: According to patient/caregiver respondents, in order to
get a proper diagnosis, a patient typically visits up to

on average 7.6 years in the US 8 physicians: 4 primary care and

receive a proper diagnosis and receives to misdiagnoses

on average 5.6 years in the UK
for a patient with a rare disease to

Data from Rar®iseases$mpactReport Aprig2013 SHIRE
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EU og sjeldne diagnhoser

A EUCERPEuropean Unioi€omiteeof Expertsof RareDisorders
2009¢ 2013

A CEGRR EuropearExpertgroupn RD, 2014

I juridiske virkemidlerogstyringsdokumenter, herunder retningslinjer og
anbefalinger

i foreslatiltak ogforbedringer

i bista iovervaking, evaluering og formidlingv resultater av tiltak pa
europeisk og nasjonalt niva

i gi Kommisjonen rad onmternasjonalt samarbeid

i bidra tilutveksling av relevant erfaring, retningslinjer og praksmellom
medlemsstatene og de ulike partene som er involvert.
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E *R Developing a European Platforn
PI ARE for Rare Disease Registrie

A 2011¢ 2014

A Samle inn data pa pasienter med sjeldne
diaghoser

A Unngd bortkastet fragmentering og dobbel bruk
av tid og ressurser

A Fasiliterearbeidet med & sette opp flere registce
spesielt for de sjeldneste av de sjeldne
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