Rare patients: “How can | know other
people with my same health problem...”
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ABSTRACT

The Clinical Research Centre for Rare Diseases Aldo e Cele Dacco is the Coordinating Centre of the Network for Rare
Diseases in Lombardy Region, an area of 9 million inhabitants in Northern Italy.

Since the beginning, the Centre has established close collaboration with Italian patient associations. Since not all rare
diseases have dedicated associations, we have reasoned that it could be of help to promote meeting of people with these
ultra-orphan disease and encourage the birth of new association.

Whenever we are contacted by people whose disease has not an association, we ask patients if interested in meeting other
people with similar problem. If they agree, they send us a written authorization. The research nurses favour the exchange
of experiences between interested parties, by contacting other patients.

To investigate the interest and effectiveness of the service, we sent a questionnaire to 146 families.
The aims were:

« to verify the usefulness of this specific service

« to investigate about general and demographic characteristics of these patients

« to investigate major problems for the families related to the lack of an association

We received 125 completed questionnaires (86% response rate). The greatest part of respondents (N = 83) were patients’
relatives.

This experience mainly contributed to the knowledge about the disease and to give psychological support. In 7 cases, it was
possible to create a new association; 4 other families, remarked the role of the service in creating self-help support groups.

A service like the one here described, seems useful to stimulate the establishment of support groups or specific
Associations for rare diseases.
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In 1992 we established the Information Centre for Rare
Diseases, a free service to people with rare disease problem.

Since the beginnig, the Clinical Research Centre has
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For those diseases that have not an Association, our Centre
try to help patients (and their families) to meet other people
with the same health problem.

Till now the Centre collected 146 authorizations from
patients and their families for 98 different rare conditions for
which there is not an Italian Association.

The primary aim of this survey

«to verify the real usefulness of this specific service
activated for patients and their families

The secondary aims of this survey are:

«to investigate about the general and demographic
characteristics of these patients’ sub-group with rare
diseases

« to investigate the major problems for these families
related to the lack of a specific patients Association
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We received 125 completed questionnaires
(86% of the questionnaires we sent)

About 60% of respondents (N=83) were patients’ relatives,
usually parents or partners
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Malformative syndromes represent the group for which we received the great part of the questionnaires (N=34)

Internet and mass media (television, radio, newspaper) represent the main tools for patients and their families to
know the activities of our Centre

Were you in contact with other patients?

« About 20% (N=26) of the families were already in contact
with other patients with the same health problem

« After their authorization, it was possible to meet other
persons for 83 families (about 70% of respondents); 46 of
these families are yet in contact themselves

N=124 «1 person did not answered to this item

« The greatest part of the families are in contact themselves
by phone calls (78 families)

Before After

+Ordinary mail and e-mail represent the other main modality
of contact (30 families)

sMeeting with the other people was possible only for 12

What kind of help did you received by other patients?

+The exchange of experiences mainly contributed to
improve knowledge about the disease and to provide
psychological support to the families

+Some people specified the useful help received for
social services activation and to get more insight on

N=79  treatments

«4 persons did not answered to this item

B Improve knowledge B Psychological support
+Patients (N=39) who are not yet in contact with
other families, hope this future opportunity will
help to improve their knowledge about the disease
and the referring Centres and to have
psychological support

7o solve practical problems B Referring Centres

Support groups and Services @ Other

+4 persons did not answered to this item
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60 « As declared from 23 people, there are a lot of 1% 4%
troubles for patients and families in establishing a
80 N=91 5 specific Association, above all, the difficulty to find 7%
7 N=91 other persons with the same rare disease O Useless
60 40 «The following list relates the 7_Associations created  Not much useful
o from families that used the Service: 0 Useful
30 15% |0 More than usefull
“ 63% O Very useful
30 2 Associazione Italiana Sindrome di Poland itk
20 Associazione Italiana Sindrome di Lowe
0
10 Associazione Italiana Siringomielia e Arnold-Chiari
o o Associazione Italiana Pazienti Addison +These data confirm the real contribution of this
Research Referring Improve Social ~ Meeting  Other Health kolation Institutions  Practical  Decrease Other Service for patients and families, above all to
activities Centres knowledge support pofessional decrease  more imvolved  support - diagnextic Associazione Italiana per la Sindrome da Emiplegia improve their knowledge about their rare disease
support education delay
Alternante The Service h d ibed ts al
. . o . - « The Service here described represents also a
«The greatest part of the patients (N=72), think _-Famlhes underl!ned also that Associations can haye an Associazione Italiana Sindrome di Klinefelter useful way to stimulate the establishment of
that a specific Association, can have an important important function on the health care professionals support groups or specific Associations dedicated to
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+Associations could be also a precious tool to have «About 40% (N=37) considers the Associations a tool to
information on Referring Centres for rare diseases decrease diagnostic delay
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