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THE RARE DISEASES DIAGNOSIS PYRAMID
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Means to diagnose: NGS...
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Integrated data for research

Diagnostic labs & tests

Best practices

Find an expert
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Orphanet is 25!
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ORPHANET'S MISSIONS

Improve the visibility of RD by providing a common

language across healthcare and research systems
(ORPHAcodes)

Provide high-quality information and
expertise on RD

Contribute to generating knowledge

— piecing together the parts of the puzzle for better
understanding of RD
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ORPHANET IS A NETWORK OF INSTITUTIONS ENDORSED BY MOH Fraa

B Orchanet Member
Z Termporary Suspension

. Orphanet Observer: ongeing
signature of agreement

[ Orphanet Contact Point
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A global network improving visibility, awareness,
information and knowledge in the field of rare diseases orphanet

the Health Programme
of the European Union



GIVING A NAME FOR ALL RARE DISEASES o owna < Bofs

A MEDICAL TERMINOLOGY SPECIFIC TO RARE DISEASES (<1in 2000 cases)

Clinical definition:

Disorders are clinically homogeneous
entities described in at least two
independent individuals, confirming
that the clinical signs are not «——
associated by fortuity.
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9,339 clinical entities
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Subtype | 1,014 subtypes
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Comprehensive, standardized, evidence-based, interoperable, versioned, computable and free (CC-BY 4.0)
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... INCLUDING UNDIAGNOSED RD

EU2022CZ

Rare disorder without a determined diagnosis after full
investigation

Disease definition

A rare disorder for which all reasonable efforts have been done by rare diseases experts to determine a diagnosis
according to the state of the art and available diagnostic capabilities, but did not enable to conclude on a clinically
known concept. It is recommended to restrict the use of this entity for coding purposes to rare disease experts.

ORPHA:616874

Classification level: Disorder

S : UMLS: -
ymonymis} Age of onset: -
Fully investigated rare disorder ]
without a determined diagnosis MeSH: -
Ico-10: - GARD: -
Prevalence: -
Ll MedDRA: -

Inheritance: -
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TOWARDS GENERAL SEMANTIC INTEROPERABILITY FOR RD

International o

Classification of Diseases

(IcD)
o o ||- Other terminologies

http: //id.who.int /icd /entity /426701963 < 5C51.3
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GLUT2 \ /
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ORPHA:2088 Research
Health Information Systems
Fanconi-Bickel Syndroom van Registries
syndrome Fanconi-Bickel Cohorts
Biobanks

ORPHA C OD E=

GSD due to GLUT2
deficiency
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http://id.who.int/icd/entity/426701963
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INFORMING ABOUT EACH RARE DISEASE R
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Homepage * Rare diseases » Search

» www.orpha.net

Search for arare disease

Rare diseases

Q languages

Steinert myotonic dystrophy

# Suggest anupdate

Disease definition

A rare genetic multi-system disorder characterized by a wide range of muscle-related
manifestations (muscle weakness, myotonia, early onset cataracts (before age 50) and systemic
manifestations (cerebral, endocrine, cardiac, gastrointestinal tract, uterus, skin and immunologic
imolvement] that vary depending on the age of onset. The very wide clinical spectrum ranges from
lethal presentations in infancy to mild, late-onset disease.

lkaliano (2009, pdf)
Espanol (2012, pdf

ORPHA:273

Classification level: Disorder

Synanymys): Inheniance: Autosomal oMing: 160500

dominant
L P UMLS C2931688
type Age of onset: Antenatal,

Infancy. Childhood, Me5H: C538008
= Adolescent, Neonatal,

Adult GARD: 8310
Pravalance: 1-5 7 10 000

ch-10: G711 MedDRA: -

Deutsch (2010, pdf)
Polski {2010, pdf)
Italiano (2010, pdf)
English (2010, pdf)
Francais (2010, pdf)

» Anesthesia guidelines

Czech (2014)
Deutsch (2014)
English (2014)
Espanol [2014)

E{:nﬂrﬁa&ﬁsand |5telnert ]

Classifications {* mandatory fizld

ceres B petailed information

Disability « Disease name OmMIM Gene name of symibal

ggﬂ;ﬂfﬁ““'“‘" ORFHACode ICD-10

e g Article for general public Professionals

Emergancy Other search option(s)

guldelinas 1

purces/arocedres Francais {2006, pdf) » Emergency guidelines # Review article
Downlozd dataset Swenska [2015) Espanad (2014, pdf) Francais (2007, pdf)

# Clinical practice
guidelines

Espaniol {2015)
Deutsch (2012}

# Guidance for genetic
testing

Francais {2016, pdf)

» Clinical genetics raview
English {20.21)
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http://www.orpha.net/

orphanet

¥y 0 < B KT Kontaktujte nas CS

Portal pro vzacna onemocneni a IéCiva pro
vzacna onemocneéni

'Jednim vzacnym onemocnénim trpi vZdy jen
hrstka lidi, ale dohromady je pacientud se
vzacnym onemocnénim mnoho "

g Pristup k nasim sluzbam
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Seznam, klasifikace a Seznam léCivych pfipravka Adresar pacientskych Adresar odborniki a instituci
encyklopedie vzacnych pro vzacna onemocnéni organizaci |
onemocneéni se souvisejicimi ‘
geny |
i V4 @i |
Adresar specializovanych Adresar |ékarskych laboratofi Adresar probihajicich " Sbirka tematickych report(:
center poskytujicich diagnostické yzkumnych projekta, Série reportl Orphanet
testy klinickych hodnoceni, registrt
a biobank

Q Vyhledat onemocnéni




INFORMING ON WHERE EXPERTISE IS
FOR EACH RARE DISEASE

.orpho.'mt [ v 6 < o EEEEEE
The portal for rare diseases and orphan
drugs
Te hm
2,669 Patient organisations ! & M:w

27, 377 Professionals referenced in the database

v

8,508 Expert centres

— 2,134 Research laboratories

3,508 Sites conducting 3,194 ongoing research
projects on 2,073 diseases

LB, Meriol insacaiorios dedicaled o 4,697 Sites conducting 3,385 ongoing clinical trials

Sagnons for 1000 diseases
45,274 diagnostic tests linked to 4,988 785 Patient registries
diseases and 5,118 genes and 1,883 266  Mutation databases
panels of genes 168  Biobanks

Figure 9 Directory of expert services (January 2020)

» Tuniaela

‘\i”ﬁ,'

o0\

W,
-
<

- Y
"f'ﬁ“‘

EU2022CZ




PROVIDING AN ADDED-VALUE KNOWLEDGE BASE
FOR HEALTH AND RESEARCH

Encyclopaedia Epidemialogical

data

Orpha.net

Prevalence

Age of onset

Rare disease Orphan designations

nomenclature

Orphan drugs

Directory of resources

Classifications —M
Clinical signs (HPO) Registries & biobanks

———— Inheritance
Disability facts

Tests & laboratories

Patient ocrganisations

B DTS



\\L ¢ ‘r,

DATA FOR HELPING SOLVING THE UNSOLVED  Cases ORPHA Networks i,wf
SolveRD Cases ~
(Phenopackets) fos o N '

o  YCystoscape | - oeums gy SRR

PN >% ||.:>.""I. e g Clustering o

N A

R . 3 Q --~. ~- “ -: ‘.7. "
R, = E:
orphanet Similarity . ;

%]
computations ,
7 (8 algorithms) Rare Diseases Cases
) Ontology .
Orphanet Data (RDCO)  bescurgen =
with HPO Cases-Cases Networks r
annotations

12



WHAT IS FORTHCOMING

# Orphanet is preparing a dedicated webpage to gather
published evidence

# On NBS for RD
# For which a NBS programme exists in European countries

# Based on a continuous literature survey

The need to document and identify good practice in existing

national NBS programmes so that these lessons may be
promoted and adopted more widely.




A EUROPEAN TOOL FOR ALL STAKEHOLDERS

www.orpha.net
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The rare disease and orphan drug database
bridging healthcare and research
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THANK YOU!
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THE ==
RARE




