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Clinical aspects

cronically debilitating

conditions

~ 6000

Social-economic aspects




A) lack of timely and appropriate diagnosis

B) Migration of patients from one Regione to onother,
or from one Country to onother

Ex: Approximately 4096 of patients with Rare Metabolic
diseases move through lItalian Regions




A) Insufficient specific treatments

B) Effective therapies are not always available

C) Treatments are often very expensive




A) individual, familiar and social burden

B) Patient’s isolation

“my disease Is unknown”

“physician is unable to identify my disease”




A) Lack of resources (few patients, few funds)

B) Insufficient number of patients to conduct
clinical studies




FOR RARE DISEASES...
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National Health Plans 19600 2Z00EE05
Regional FealtihNZigns

National Network for Rare Diseases
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for

Prevention
Survelillance
Diagnosis
Therapy

National Reqgistry Rare Diseases
(Istituto Superiore di Sanita)

Free of charge for about 500 rare diseases







REGIONS

Inter-regional
Coordination
Centre

Regional Centre

National registry of rare diseases
Istituto Superiore di Sanita




Regions wich have identified CentresSHeIEENtISEESES
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Structures are selected according to theilr competence in




National Registiy off Fare CISEZSES




NATIONAL REGISTRY OF RARE DISEASES




To co-ordinate the regional network activities

To perform clinical protocols and guidelines

To develop epidemiological surveillance

To disseminate information on RD

To collaborate with volunteers and non-
government associations




ON RARE DISEASES

IONAL CENTRE RARE DISEASES

http:.//www.cnmr.iss.it




NETWORK
PEDIATRICS

ASSOCIATIONS NATIONAL CENTRE RARE DISEASES

http://www..cnmr..iss.it

ISTITUTO SUPERIORE DI SANITA’

INFORMATION ORPHAN
DRUGS-
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The National Registry iIs collecting epidemiological data on
different rare diseases.

Analysis have been performed for specific diseases on
collected data to elaborate , regarding for
example:

a) INn Prader Willi syndrome the delay has
been calculated about 14 months.

)
we analysed 207 patients affected by rare metabolic
diseases and we found that_approximately 40%0 of them

migrate through Italian Regions to the aim to obtain obtain
the diagnosis.







* Project funded by the EU Commission (DG-SANCO)
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a) to estimate epidemiological indices (prevalence,
Incidence) of selected RD at European level

b) to assess the quality of life and quality of health

care in RD managment

c) to develop indicators of public health for RD

d) to develop guidelines for specific RD




Collecting epidemiological data at EU level

Indicators to assess quality of life
Guidelines
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Quality assessment in cytogenetic and molecular genetic testing:
the experience of the Italian Project on Standardisation and Quality Assurance:

Tackling the problem of rare diseases in public health: the Italian approach.

A new polymorphism in the flanking region of human VAMP2 and
hPerl genes.

Chromosomal alterations detected by comparative genomic
hybridization
In non-functioning endocrine pancreatic tumors




ACCESSIBILITY AND QUALITY OF HEALTH SOCTAL
SERVICES FOR PATIENTS WITH RARE DISEASES:

OPINIONS OF PATIENTS’ GROUPS
(in press Annali di Igiene)




CENTER

ISLANDS

Statistics

EE
median
S.D.
means
median
S.D.
EER
median
S.D.
means
median
S.D.
EE
median
S.D.

accessibility
and quality
of diagnosis

6,4
7,0
2,5
6,2
7,0
2,3
4,8
5,0
2,5
4,6
5,0
2,6
5,7
6,0
2,6

accessibilit
y and
quality of
treatments

6,1
7,0
2,2
6,1
6,0
1,8
4,9
5,0
2,1
4,8
5,0
2,4
5,6
6,0
2,2

accessibility
and quality

of social and

psychologica
| supports

5,2
6,0
2,4
5,0
6,0
2,0
4,1
4,5
2,2
4,0
4,0
2,3
4,8
5,0
2,3

Integration of
social and
health
services

5,3
6,0
2,3
5,0
5,0
2.1
4,0
4,0
2,3
3,9
4,0
2,2
4,7
5,0
2,3

school and
professional

training

5,3
6,0
2,4
5,0
6,0
2,2
4,5
5,0
2,1
4,3
4,0
2,0
4,9
5,0
2,3




Opinions on quality and availability of information

igth information




Drug Therapy'in

Persons suffering from rare diseases
have the same rights as their fellow citizens

to




EU Orphan Regulations

eRegulation (EC) No 141/2000 of the European
Parliament and of the Council on Orphan Medicinal
Products of 16 December 1999

eCommission Regulation (EC) No 84772000
of 27 April 2000




What is an Orphan Medicinal Product

Orphan Medicinal Products
for (EU 5: 10.000)
or very serious
expected return on investment

Lack of sponsors developing orphan medicinal
products




A) EU LEVEL: PARTICIPATION TO THE ACTIVITIES OF EMEA — COMP

B) ITALIAN DRUG AGENCY: policy on orphan drugs

C) PARTICIPATION TO EU PROJECTS:

- EuOrphan: Service for the support of the European Orphan
medicine market

- TEDDY: Task Force in Europe for Drug Development for the
Young - Network of Excellence




