


Orphanet was established in 1
to address identified problems....\‘\

Lack of information — Inventory and Encyclopaedia

Scarce expertise . Directory of experts/clinics

Too few collaborations —— Directory of research projects

Difficult recruitment —» Directory of clinical trials

Isolation of patients =~ —— Directory of patient
organisations
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Research
and trials

Patient

OTHER SEARCH OPTION(S)

Search adisease

=3 O = Orphan drugs

= Alphabetical list of rare dizseases

.|
RARE DISEASES

# Infarmation about a dizease
= &lphabetical list

= Search by clinical sign

= Emergency guidelines

= Patient encyclopaedia

= Professional encyclopaedia
= Ahout Rare Dizeases

RESOURCES DIRECTORY

= Clinics

= Reference centres

= Clinical labarstaries

* Rezearch projects

= Registries / databazes
* Professionals

= Patient organizations
= BEuroGentest

= Register yvour activity

ORPHAHN DRUGS

I

= Patient organisations

> Research and trials > Clinics

= Diagnostic tests

= Directory of resources

ImprOVE the quality of medical

care for Rare Diseases,

Provide adapted services

for the rare diseases community

About Orphanet | Quality charter

Reqgister your activity

Homepage

Site map (ML)
Help

Contact us

Services for professionals

Services for patients

= Professional encyclopaedia
= Zearch by clinical sign

= Emergency guidelines

= orphanet Journal Of Rare

= Mewysletters

= Education toolz

= Register vour activity
= orphanxchange

Dizeazes

= Patient encyclopaedia

= Infarmation about a dizease

= Patient organizations

= Clinicz

= Participate in clinical research
= Contact other patients ! families
= Training sessions

= Mewsletters

: tient . Directory of : Education and
: organisations: :

resources media

ORPHANET DATA

Diseaszes v F242
Climics 3017
Laboratories 2838
FProfessionals 10136
Daily wisitors 22558

Orphanet's 10th bithckay

Conference presentation
higghlight=

French hational Plan for Rare
Dizeazes
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Indexation by clinical signs

'j-:.. ~ ] Skull'craneal znomalies
| delebisd 1] Facefacial somales
1+] Aramalies of eyes and visin
RiEFiF (o ] Emm
Camifine paimitoyl fansferzse | o bt e o s H Absent'dacreazed'thin syshows
deficiancy =S " el Thick/busty syebrows
Cutis vericis gyrata - ' = e High anched eyebrows
mtelectal defen W e =l P“dl ||mr'nl |
wﬁ‘m — (o ot Darker than expectsd eysbrows
i e | I+] Amomakies of eyefids, syetashes and lacrimal sysiem
- 1+] Anemalies of nose and cffackion

] Amomakies of mow, fip and phittrom

] Amomakes of tonges, gingiva and oral mecosa
] Palate znomalies

] Amomalies of teedh and denfition

I+] Amomakes of ear and hearing

|
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Contribution of RD categories

in % of total prevalence \0\
Dysmorphology 16.40 Ophthalmology 3.72
Oncology 10.87 Pneumology 3.45
Neurology 10.78 Infectiology 2.59
Metabolism 7.39 Neuromuscular 2.42
Haematology 6.82 Vascular disease 2.21
Cardiology 6.69 Ear-Nose-Throat 1.79
Bone 9.95 Nephrology 1.65
Dermatology 9.36 Gastroenterology 1.65
Internal Medicine 4.53 Hepatology 1.34
Endocrinology  4.46 Immunology 0.32
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Distribution of prevalence rates

Prevalencedistribution of rare diseases
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Estimated prevalence (/100000)
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Top 25 of diseases tested in the
greatest number of European countries

Disase | Numberof countries |
2500 génes Cystic fibrosis 2
100-499 genes || | Hemochromatosis 27
B o5 - 50 g2nes Dud_'nenneand Becker muscular dystrophy 26
- Fragile X syndrome 26
| 1-49genes Nonsyndromic genetic deafness 25
Angelman syndrome 24
Familial breast cancer 24
ChromosomeY deletion 24
Huntington disease 24
Prader-Willi syndrome 24
Familial nonpolyposis colon cancer 23
Congenital factor Il deficiency 23
Friedreich ataxia 23
Phenylketonuria 23
Homocystinuria due to methylenetetrahydrofolate reductase deficiency | 22
Steinert myotonic dystrophy 22
Congenital factor V deficiency 21
Proximal spinal muscular atrophy 21
Achondroplasia 20
Beta-thalassemia 20
Chronic myeloid leukemia 20
Monosomy 22q11 20
Multiple endocrine neoplasia, type 2 20
Rett syndrome 20
Williams syndrome 20
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20 000 accesses daily
from over 200 countries

Synthése géographique I
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Orphanet Users

M Professionals
M Patient, relative or friend
i Others
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Documents available on orpha.n

Orphanet Report Series

Rare Diseases colection

Orphanet Report Series
e -
Orphan Drugs collection

November 2009 | Mumber 1 | April 2010

Prevalence of rare diseases:
Bibliographic data

Lists of Orphan Drugs in Europe

Orphanet Report Series

Listed in alphabetical order of diseases
With orphan desi and E market

Rare Diseases collection

: With European market authorisation without prior orphan designation in Europe
Orphanet Report Series

Rare Diseases eollection

November 2009 Numbsr 2

www.orphi

www.orpha.net

—=| Inserm  [ELH| - :
— Patient Registries in Europe

——

Prevalence of rare diseases:
Bibliographic data

Listed in order of decreasing prevalence
or number of published cases
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OrphaNews: to stay updated on scientific

al facts: 12,000 readers
OrphaNe ~
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EU Project 0Ié! Spain officially launches national rare disease
e inaugurates specialised centre for social needs

rphanet Hews

i The official launch of Spain's rare disease strategy took place on 20 October. Az was reported in the 10
" Hew Syndromes Juby 2009 issue of OvphaNews Europe, the Spanish Ministry of Health this summer announced the
% 6’\»‘63\9’ estahblishment of a national strateay for its estimated 3 million rare disease patients and their families.
par HNew Genes The Spanish plan is essentially a coordination tool based upon seven strategic lines that will encompass
the domains of information, prevention and early detection; healthcare coordination; treatment {including
advanced products, orphan drugs, and related materials), social services; research, and
Patient Man & Therapy training. The elements defined in the Spanish strateay follow the recommendations delineated by the

European Council Recammendation on an Action in the Field of Rare Diseases. The Spanish strategy is

in Spanish language.

Research in Action

Orphan Drugs availahle for consultation or

Partnersearch, Job
Opps

Patients’ Associations

What's on?
CENTRO DE REFERENCIA ESTATAL

Press & Publications
DE ATENCION A PERSONAS
*ON ENFERMEDADES RARAS Y SUS FAMILIAS

Subscribe / Unsubscribe =

Under the Social Services element of the strategy, a national centre for rare disease patients has heen

established and was officially inaugurated by Spanish Minister of Health and Social Policy, Trinidad

Jimenez on 30 September in Burgos, Spain. The residential and outpatient centre offers specialised

’— social suppart services for patients and their careaivers, particularly facilitating personal autonomy and
sacial participation for rare disease patients.
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