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1. Introduction

“It would sadden me to sit here again next year and work thorough the same items. It would be important
to achieve something together based on the results!”, explained Dipl.-Ing. Dr. Thomas Kroneis (KEKS). With
these words, he found the appropriate closing statement to the 8" Congress on Rare Diseases, which took
place in the Vienna Museumsquartier from the 19*" through the 21 of October 2017.

This year’s event was dedicated to the three dimensions of rare diseases and was organized by the Forum
Rare Diseases, particularly by Dr. Till Voigtlander and Dr. Vassiliki Konstantopoulou, and by Pro Rare Austria
— the Alliance for Rare Diseases.

While the first day of the congress offered an insight into the medical dimension of rare diseases and
convinced with sound scientific presentations, day two focused on the dimension of health policy.

The focus was initially on the European Reference Networks (ERN), as well as the Austrian designation
process for ‘centers of excellence for rare diseases’. This designation is a prerequisite for full membership in
an ERN. These core elements of the National Action Plan for Rare Diseases (NAP.se) were supplemented by
the presentation of additional measures, which Pro Rare Austria has been supporting since September 2016
through the "ProNAP - Supporting the implementation of NAP.se" grant project. The pharmaceutical
industry is also affected by these developments, as rare diseases remain a challenging topic. The subsequent
panel discussion brought together an interesting and heterogeneous group of stakeholders including civil
servants, medical experts, patient representatives and members of the pharmaceutical industry.

The 2nd Austrian EUROPLAN Conference and, with that, the social dimension of rare diseases was initiated
with a presentation of the Vienna Social Fund, its social services portfolio and the newly established health
hotline ‘1450’. After that, a pilot project using case managers in Romania was presented. This pilot attempts
to address existing gaps in the coordination between medical, social and support services in the EU Member
States which are part of the EU project ‘INNOVCare’ (Innovative Patient-Centered Approach to Social Care
Provision to Complex Conditions).
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The daily challenges people with rare diseases face were presented concretely and made tangible, by reports
from relatives of patients, such as Yvonne Otzelberger (Austrian Angelman Association) and Ernst Leitgeb
(HHO). In addition, over the course of the second panel discussion important statements were made
regarding social care and welfare of people with rare diseases and possible new approaches of care in Austria
were discussed.

After a brief presentation of current activities and recent developments for the members, the general
assembly of Pro Rare Austria was held on the morning of the third congress day. At the core of the event
were three simultaneous multi-stakeholder workshops dealing with questions of psychosocial health,
challenges of everyday life, as well as financial security and administrative errands. After the itemization and
categorization of current issues, each one of the three focus groups discussed possible solutions.

2. The social care of patients suffering from rare diseases in Austria

Based on the presentations and the subsequent podium discussion of day two of the congress, important
core resolutions regarding the social care of patients and their relatives were made.

Through the integration of the experiences of the attending audience, it was underscored that rare diseases
carry elevated complexities and demand special support systems. This particularity makes appropriate
attention in the Austrian framework of rigid structures and elementary universalism very difficult. Regional
differences, health-care and social system obstacles and federalism inhibit the implementation of national
strategies (e.g.: physician centralization, limited exchange of information across regions, etc.). In spite of
solid basic health care for the general public and several donation-funded ‘light house’ projects, like the EB-
Haus in Salzburg, patients suffering from rare diseases are dependent on the goodwill of the dedicated few.
There is, both, a lack of political interest and of awareness of health-care provision gaps.
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Due to the special circumstances for patients suffering from rare disease, services of support agencies like
the Vienna Social Fund only apply to them in a limited form. For instance, assisted living and adult daycare
settings do not offer the adapted services necessary for rare disease sufferers (e.g.: Prader-Willi-Syndrome).

An improved quality of life through holistic and individualized care (for instance through supportive physical
and psychotherapy, nutrition and mobilization programs and social integration initiatives) can often be
achieved, especially when such therapies are not available. Ideally, specialized day care centers offering
social interaction, supporting programs addressed above and trained personnel are established.

Experts, patients and care giving relatives discussed the above-mentioned items and related matters and
worked out possible solutions and ideas for future endeavors in addressing the current needs in three
workshops focusing on the sub topics of psycho-social health, challenges of everyday life and financial
security and administrative errands.

2.1. Psycho-social health

Focus group 1 was moderated by Mag. Jay Ladurner (National Coordination Center for Rare Diseases) and
dealt with the topics of psycho-social health of rare disease sufferers and their relatives and the care giving
environment of these patients.

In total, there were 13 participants in attendance (9 women and 4 men, between the ages of 20 and 60 years).
The group consisted mostly of patients and their relatives, who are active in their support groups, and two
physicians, a psychology student, a social sciences researcher from the center of social innovation and an
employee from Pro Rare Austria.

Two points of view were developed regarding psycho-social stresses: on the one hand, the intrinsic view,
which affects patients and their relatives themselves, and on the other hand, the external view focusing on
the outside world. Regarding the external view, several possible solutions and measures were developed.
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2.1.1. Personal points of view
A touching quote from this working group shows how such everyday stresses manifest:

“Visible deformities make my child an outsider and allow for it to be picked on. To witness this situation, is
barely bearable.”

It became clear that fear is a dominating sentiment. This feeling manifests itself in various ways: fear of the
future, fear of not being taken seriously or fear of stigmatization, along with blurred perspectives and
dependencies. This fear turns into an intrinsic prison and renders one speechless. This is often about
recurring issues such as "how do | integrate or blend with surroundings without frightening them?" or "how
do I reconcile the different needs (people affected, relatives)?" and, last but not least, "how can | handle my
illness positively?".

There was consensus in the group that the power to overcome these fears must come from within the
individual. It was reported that it is absolutely possible to successfully face these challenges with a certain
calmness through humor, openness and love. By actively approaching the respective life situation, by finding
new perspectives and ways to develop one's own "normalness", it is possible to gain a bit more self-
determination.

The exchange and support of each other in the support groups is deemed essential.

2.1.2. External points of view

Lack of psycho-social resources in patient care (without expected improvement over the medium term),
diffuse explanations of non-experts on the psychological causes and physician disregard of the social
dimension during treatment shape the picture of rare disease patient care. Lack of knowledge on the part
of the social environment (Kindergarten teachers, teachers, employers, etc.) and the constant effort for
monetary support for psychotherapeutic measures (parallel accompaniment is not yet an accepted practice
in the domestic health-care system) complicate the situation.

The effects around the treating physician are central. Regarding the care of people with rare diseases (but
also in general), it should be ensured that doctors receive training on the social aspects of dealing with
patients. This may be realized by shorter waiting periods, reasonable time spent in conversation with the
patient, a confidence-generating and respectful conversation climate and the redesign of health care services
(including accompanying relatives).

Another goal would be the creation of interdisciplinary boards (doctors, psychologists, caretakers, social
workers, self-help, etc.) under the motto "professionals help professionals". This may come in the form of a
system services and partners exchange and through the development of sustainable psycho-social expertise.
Also, models for an improved interaction with the social environment may be developed (keyword: case
management). Strengthening self-help also seemed desirable to the working group. This may be realized
through supervisions or trainings for patient organizations (legal, medical, psychological, socially competent,
etc.).
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2.2. Challenges of everyday life

Together with Mag. Dominique Sturz (Usher Syndrome Forum), eleven participants (focus group 2 consisting
of nine women and two men between the ages of 20 and 60) addressed the challenges of everyday life from
the point of view of those affected and their relatives. To define the term "everyday life", the following
categories were used as anchor points and appropriate troubleshooting efforts and ideas for possible
solutions worked out: education and work; everyday life (household, purchases, personal care, and the like);
mobility and transport; treatment, care and rehabilitation; psycho-social aspects (social environment,
mental state).

2.2.1. Education and work

One of the biggest challenges for patients (and their relatives) is becoming and remaining gainfully
employed. The sentiment of being “unemployable” was repeatedly verbalized. Also, a perceived reduction
in availability and capability in their social and professional environment carries a negative connotation for
affected persons. For care-giving relatives who are employed, generating enough time away from work
during emergencies is often difficult. This led to the question whether relatives who provide care really can
remain employed in good faith (for example: mothers).

The solution may come in the form of additional information and creating improved awareness amongst
kindergarten teachers, teachers, employers and colleagues. Further, the topic of disability in the workplace
may be tackled with a different approach, as the corresponding legal framework in Austria is available.
Several examples such as "adapted probationary periods", "higher penalties for non-employment" or "more
money for less work (30 hours = full time)" were mentioned. With regard to required educational
opportunities, it is anticipated that the Public Employment Service takes into account the special
circumstances when planning training programs or when supporting educational institutions in establishing
of exemptions (for example, taking tests on a laptop, longer testing time permitted, higher tolerance for
missed lessons).

- .
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2.2.2. Everyday life (household, shopping, personal hygiene, etc.)

Depending on the particular condition and the course of the disease, there are problems in coping with
everyday challenges such as climbing stairs, getting dressed, cooking, cleaning, shopping, personal hygiene,
dealing with sleep disorders, weakness or a general lack of energy. Not much is possible without the support
of a third party. Accordingly, the group developed suggestions such as the creation of shorter waiting periods
through, for example, separate check-out counters for the disabled at the supermarket or reduced waiting
periods at the doctor’s office. Financial support, for example, for the renovation of sanitary facilities
(handicapped accessible) or the exemption from lift costs in apartment buildings, as well as the availability
of short-term support staff and increased exchange of experiences regarding self-help were mentioned. It
takes "experienced people who deal with illnesses and have alternative solutions for challenges of
everyday life," said a patient.

2.2.3. Mobility and transport

The main topics included the dependency on one’s intimate social environment and the resulting lack of
flexibility and time for the immediate care-giving family member (for instance, mothers who have to give up
their jobs or drastically reduce working hours), and the dependency on support and transportation services
including associated costs, and the often-inadequate technical standards in the public sphere. Legally
binding entitlements with regard to transportation services through taxis, the Austrian federal railways, and
other such services were discussed. There is a need for further and more detailed information regarding this
topic.

2.2.4. Treatment, care and rehabilitation

Available therapies and rehabilitation efforts were basically positively evaluated, however, frequent
rejections by and tedious application processes to the insurance fund were lamented. Once approved,
therapies can be tedious, time-consuming and exhausting, which in turn affects the already challenging daily
life (for example, high absentee hours during training and work). A request for simplified approvals (for
instance, reduced head physician approval for the chronically ill), better coverage, and the appropriate
availability of treatment slots was mentioned. When dealing with issues in a private setting, one’s intimate
social environment needs to be utilized for solutions (for example, networks).

2.2.5. Psycho-social aspects (social environment, psychological constitution)

The main issues focused on questions like “How am | being perceived?” and “Am | strong enough to keep
up?” and revolved around a lack of respect from third parties and a lack of understanding for the limitations
that are associated with a particular disease. A potential solution would be the psychological support during
the day care setting, which may be offered as a treatment option immediately upon diagnosis.

Author: Victoria Mauric
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2.3. Financial security and administrative errands

Assoc. Prof. Priv. Doz. Dr. Till Voigtlander (Rare Disease Forum, National Coordination Center for Rare
Diseases, Medical University of Vienna) led focus group 3 on the topic of financial security and the
management of administrative errands. The eight participants (five women, three men between the ages of
20 and 60 years) were either patients or relatives of patients working in the self-help arena. Also, three
physicians (including an employee of the National Coordination Center for Rare Diseases) took part in the
session.

2.3.1. Financial security

The workshop underscored that due to the high need for care and support when dealing with rare diseases,
patients are directly dependent on their nursing care allowance, their actual level of allowance disbursed,
increased child support payments, a minimum income and other public funding schemes. In particular, there
seem to be inconsistencies when setting the nursing care allowance level for one and the same disease. In
addition, the allocation of increased child support often seems tedious and momentous, as many other social
benefits depend on it. Even though there are rare diseases that may manifest at any age, most of them are
congenital. This intensified need for care and support represents a significant challenge to families and, at
times, render them dysfunctional and broken. In some cases, single mothers who depend on the nursing care
allowance as their sole source of income are financially ruined after their child dies. Rather than on
administrative errands, the main issue revolves around laws that off-set nursing care allowances with
minimal income payments.

Another factor are the exceedingly high cost and deductibles for medication and specialized services (such
as transport), which are only partially covered by additional, private health insurance. Things are complicated
further because decision making happens at the provincial level. This holds true not only for patients
suffering from rare diseases, but also for people with chronic diseases or other permanent impairments. It
would be advisable to utilize existing patient support structures and “operate in a group setting”. It may be
advisable to provide ample documentation of diagnostic findings and even clinical studies to the assessor
to allow the patient to present his or her situation appropriately.

Author: Victoria Mauric
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2.3.2. Administrative errands

Managing administrative errands (health insurance fund, federal social services departments and other
public service offices) is generally cumbersome. Head physicians at the insurance funds often lack
appropriate information or reject applications for treatments or supportive measures when the disease
manifestation is not immediately visible. In addition, the public service offices set a high bar for required
documentation to approve support efforts and entitlements. Expenditures of time can be significant. Again,
there are considerable differences in how fast and standardized provinces handle such requests. Harmonized
standards regarding approvals and processes across provinces and the various insurance funds, and the
increased coordination of public stakeholders like insurance funds, administrative district offices, provincial
governments and the responsible federal department will improve these efforts. Above that, the
establishment of a guideline for patients and their families for a diverse set of applications and the inclusion
of patient representatives in working groups may contribute to diffusing the situation.

3. Conclusions and recommendations

“Living with a rare disease is a path. There is lightness and heaviness, there is difficulty and beauty. |
recognize that and focus on the positive.” — this was one of the contributions from the focus groups.

This quote appears to point the way in how to deal with a rare disease. There are many challenges and
unsolved problems — in the political, medical and social sphere — which can intensify dramatically on a
personal level. The medium-term solution lies in the creation of a constructive, solution-oriented and
knowledge-based approach. The 2. Austrian EUROPLAN-Conference underscored that medical and social
care for patients suffering from rare diseases are intrinsically connected. The extramural setting is an
example of this interconnectedness.

Rare diseases do not fall in one particular political area, but encompass many aspects, which require full
integration (health, social aspects, science and research, business and industry).

This respective knowledge seems apparent within the system. However, the bottom line relates to carrying
the financial burden in times of dwindling financial resources. The federal separation of competencies as
outlined in the constitution seems to be an insurmountable obstacle. But, the Austrian political landscape is
also one of the social partners, which allows for the possibility of an open dialogue. This is only possible if
an educated community couples well prepared information with realistic ideas for such discussions. Patient
organizations are important players and act as translators and mouthpieces. On the one hand, patients and
their relatives have to be heard, and on the other hand, a homogeneous group needs address the
stakeholders of the system to create awareness for certain problems. The fate of an individual produces
consternation, evidence-based data creates pressure to act.

Author: Victoria Mauric
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There needs to be a methodical approach that renders the topics workable for the political strata. The
“National Action Plan for Rare Diseases (NAP.se)” is such an instrument, but primarily addresses the medical
Dimension of rare diseases. In its realization, NAP.se also faces the same obstacles inherent to the Austrian
health care system.

To expand the focus to the social care aspect, data were collected through efforts of the EU-project
“INNOVCare”, which supports the importance of the social dimension of rare diseases. The concluding
recommendation of these efforts concentrates on the establishment of case managers who aim at guiding
patients and their relatives through the system while helping them access the available services.

To implement this or other solutions in Austria, it is necessary to understand the topics identified in the multi-
stakeholder workshops and apply these learnings to the specifics of Austria and their associated leverage
effects. Qualitative socio-scientific research would allow for a concrete depiction of the reality of rare disease
patients, and encourage subsequently, based on such data, the development of appropriate
recommendations. The results and possible solutions generated during the 2nd Austrian EUROPLAN-
Conference were further solidified.

A well-known supportive measure in this context is the development of black books and white papers. The
results of the congress should be summarized in a black book. Its contents then should be openly addressed
in a political discourse with the goal of developing concrete strategies for the social welfare of people with
rare diseases in Austria. These strategies then should be summarized in a white paper to support next steps.

"As a first step, the National Action Plan on Rare Diseases moved the topic of medical care of people with
rare diseases to the center of health policy," explains Till Voigtlander. Now the time has come for a second
step: to give the social dimension of rare diseases the importance it deserves - because it shapes every day
of an affected person’s life.

Author: Victoria Mauric
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Sehr geehrte Damen und Herren, liebe Kolleginnen und Kollegen,
liebe Patientinnen, Patienten und Angehdrige!

Im Namen des Vereins Forum Seltene Krankheiten dirfen wir Sie herzlich zum

8. Osterreichischen Kongress fiir seltene Erkrankungen
im Museumsquartier Wien, Arena 21 und Ovalhalle,
Museumsplatz 1, 1070 Wien

Donnerstag, 19.10. - Samstag, 21.10.2017

begrifien.

Sieben Jahre nach seiner Premiere in Mariazell kehrt der dsterreichische Kongress fiir seltene
Erkrankungen in diesem Jahr zum dritten Mal nach Wien zuriick. Vieles hat sich seither ent-
wickelt - 2010 gab es weder erste Expertisezentren fir seltene Erkrankungen in Osterreich
noch europaische Referenznetzwerke und auch der Nationale Aktionsplan fur seltene Erkran-
kungen steckte noch in den Kinderschuhen. Anderes ist gleich geblieben - auch, weil es sich
von Anfang an bewahrt hat. Dies gilt insbesondere fir das Kongressformat, und so erwartet
Sie dieses Jahr wieder eine Mischung aus medizinisch-wissenschaftlichen Fachvortrégen am
Donnerstag, gesundheits- und sozialpolitischen Vortragen und Diskussionsrunden am Freitag
und die Vorstellung der Aktivitdten von Pro Rare Austria, der Allianz fir seltene Erkrankungen,
sowie ein Workshop am Samstag.

Diesjahriger Schwerpunkt wird das Thema der sozialen Versorgung von Menschen mit selte-
nen Erkrankungen sein. In enger Zusammenarbeit mit Pro Rare Austria wird dieser Teil des
Kongresses daher parallel als zweite EUROPLAN-Konferenz durchgefiihrt, und wir wollen die
innovative Kraft unseres Kongressformates nutzen, um dieses Thema soziale Versorgung von
verschiedenen Seiten zu beleuchten, allfallige Problemlagen genauer zu analysieren und im
Dialog mit allen beteiligten Akteuren erste mogliche Schwerpunkte und Konzepte zu entwi-
ckeln, um analog zum Entwicklungsprozess im medizinischen Bereich eine schrittweise Ver-
besserung der Situation der Betroffenen zu erzielen.

Es freut uns natlrlich besonders, dass wir mit Enrique Terol von der Europdischen Kommis-
sion und Raquel Castro von EURORDIS zwei ausgewiesene Expertinnen ihres Bereiches als

internationale Referentinnen gewinnen konnten.

Wir hoffen, dass lhnen das vielgestaltige und facettenreiche Programm gefallt und freuen uns
auf drei gemeinsame erfolgreiche und wissenschaftlich spannende Tage!

OA Dr. Vassiliki Konstantopoulou Assoc.-Prof. Priv.-Doz. Dr. Till Voigtlander



Donnerstag, 19.10.2017, 12:00 - 14:00 - Vorsymposium

Angeborene Stoffwechselstorungen & Humangenetik
mit freundlicher Unterstitzung von Shire Austria GmbH

12:00 - 12:05
12:05 - 12:45
12:45 - 14:00

BegriiRung
V. Konstantopoulou, T. Voigtlander

Klinik, Diagnostik & Therapie lysosomaler
Stoffwechselerkrankungen
V. Konstantopoulou

Einfiihrung in die Humangenetik
S. Kircher

Ende des wissenschaftlichen Vormittag-Programms

Donnerstag, 19.10.2017, 14:00 - 18:30 - Hauptprogramm |

Versorgung bei SE - Die medizinische Dimension.
Teil 1: Was Sie schon immer iiber SE wissen wollten

14:00 - 14:30
14:30 - 15:00
15:00 - 15:30

15:30 - 16:00

Vorsitz: J. Zschocke, J. Bauer

Themenblock 1: Nervensystem

Seltene neuropadiatrische Erkrankungen
B. Plecko

Themenblock 2: Muskuloskelettales System

Skelettdysplasien
J. Vodopiutz

Mitochondriale Stérungen im Kindes- und Erwachsenenalter
W. Sperl

Kaffee-Pause
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Vorsitz: F. Lagler, H. Hintner

Themenblock 3: Respiratorisches System

16:00 - 16:30 Cystische Fibrose
H. Ellemunter

16:30 - 17:00 Pulmonale arterielle Hypertonie
H. Olschewski

Themenblock 4: Immunsystem

17:00 - 17:30 Primare Immundefekte
K. Boztug

17:30 - 18:00 Autoinflammatorische Erkrankungen
J. Brunner

Ende des Hauptprogramms Tag 1

18:00 - 19:00 Generalversammlung Verein »Forum Seltene Krankheiten«



Freitag, 20.10.2017 - 09:00 - 18:00 - Hauptprogramm II

Versorgung bei SE - Die medizinische Dimension
Teil 2: Expertisezentren und ERN - eine Strukturrevolution

09:00 - 09:05 BegriiRung
V. Konstantopoulou, T. Voigtlander

09:05 - 09:15 Gruf3wort des BMGF
M. Arrouas

09:15 - 09:45 Impulsvortrag Europaische Kommission
The European Perspective in Health Care:
The Establishment of European Reference Networks
E. Terol

09:45 - 10:05 Expertisezentren fiir SE in Osterreich:
Entwicklungsstand und Perspektiven
U. Unterberger

10:05 - 10:25 Umsetzung des NAP.se: Beitrage von Pro Rare Austria
V. Mauric

10:25 - 10:45 SE als Herausforderung fiir die pharmazeutische Industrie
W. Schnitzel

10:45-11:10 Kaffee-Pause

11:10 - 13:00 Podiums- und Plenumdiskussion
Moderation: S. Kircher

Diskussionsteilnehmer:

G. Embacher (BMGF; angefragt)
0. Rafetseder (Bundesland Wien)
S. N&glein (Sozialversicherung])
H. Hintner (med. Experten)

C. Rohl (Pro Rare Austria)

W. Schnitzel (Pharmig)

T. Voigtlander (NKSE)

13:00 - 14:00 Mittagsessen



Co-Veranstaltung 8. osterreichischer Kongress fiir seltene
Erkrankungen und 2. dsterreichische Europlan-Konferenz

Versorgung bei SE - Die soziale Dimension:

,Von der Wiege bis zur Bahre - Soziale Versorgung von Menschen
mit seltenen Erkrankungen in Osterreich“

Teil 1: Bestehendes (AT) und Innovatives (EU)

14:00 - 14:30
14:30 - 14:55
14:55 - 15:15
15:15 - 15:45
15:45 - 16:15
16:15 - 18:00
18:00 - 19:00

19:00 - 20:00

Impulsvortrag: Soziale Versorgungsangebote fiir
Patienten und Patientinnen mit SE
S. Herbek

INNOVCare (Innovative Patient-Centred Approach for Social
Care Provision to Complex Conditions) - the project
R. Castro

INNOVCare in Osterreich
U. Holtgrewe

Problemlagen in Osterreich - Erfahrungsberichte:
e Angelman-Syndrom - Y. Otzelberger

* Hepatitis Hilfe Osterreich - E. Leitgeb

e Rare Barometer - ein Wetterbericht - V. Mauric

Kaffee-Pause

Podiums- und Plenumsdiskussion
Moderation: S. Kircher

S. Herbek (Fonds Soziales Wien)

U. Holtgrewe (Zentrum fiir Soziale Innovation)
R. Castro (EURORDIS)

M. Weigl (Pro Rare Austria)

D. Karall, D. Méslinger (med. Experten)

Offener Vortrag

.Lachend zartliche Begegnung mit Patientlnnen -
eine CliniClownin berichtet von ihrer Arbeit”

V. Vondrak-Zorell

Gemeinsames Abendessen



Samstag, 21.10.2017 - 09:00 - 13:30 - Hauptprogramm ll|

Versorgung bei SE - Die soziale Dimension:

,Von der Wiege bis zur Bahre - Soziale Versorgung von Menschen
mit seltenen Erkrankungen in Osterreich“

Teil 2: Neue Wege auch in Osterreich?

09:00 - 09:10
09:15 - 09:45
09:45 - 10:45
10:45 - 11:15
11:15-13:20
11:30 - 11:40
11:40 - 13:00
13:00 - 13:15
13:20 - 13:30
13:30

BegriiBung, Zusammenfassungen des Vortages
V. Konstantopoulou, T. Voigtlander

Vorstellung aktueller Aktivitaten von Pro Rare Austria
V. Mauric

Generalversammlung Pro Rare Austria
Kaffee-Pause

Workshop: Quo vadis, Austria? Neue Wege bei der sozialen
Versorgung von SE in Osterreich

Einfihrung (Methodik und Ziele)

Fokusgruppen:

¢ Psycho-soziale Versorgung

 Herausforderungen im Alltag (Ausbildung, Betreuung,
Transport)

e Finanzielle Absicherung und Behdrdenwege

Berichte von den Fokusgruppen und Abschlussdiskussion

Schlussworte
V. Konstantopoulou, T. Voigtlander

Farewell

Fiir die Veranstaltung wurden 12 DFP Punkte eingereicht



Referenten und Vorsitzende:

Dr. Magdalena Arrouas, Bundesministerium fiir Gesundheit und Frauen, Sektion Ill -
Offentliche Gesundheit und medizinische Angelegenheiten, Wien

Univ.-Prof. Dr. Johann Bauer, Universitatsklinik fir Dermatologie, Paracelsus
Medizinische Privatuniversitat, Salzburg

Assoc.-Prof. Priv.-Doz. Dr. Kaan Boztug, Universitatsklinik fiir Kinder- und
Jugendheilkunde, Center for Molecular Medicine der osterreichischen Akademie der
Wissenschaften, Wiener Zentrum fiir seltene und undiagnostizierte Erkrankungen
(CeRUD), Ludwig Boltzmann Institut fiir seltene und undiagnostizierte Erkrankungen
(LBI-RUD)

PD Mag. Dr. Dipl. oec. med. Jiirgen Brunner, Department fiir Kinder- und
Jugendheilkunde, Klinik fur Padiatrie |, Medizinische Universitat Innsbruck

Raquel Castro, EURORDIS - Rare Diseases Europe, Barcelona

Ass. Prof. Dr. Helmut Ellemunter, Department fir Kinder- und Jugendheilkunde, Klinik
flr Padiatrie Ill, Medizinische Universitat Innsbruck

Mag. Gerhard Embacher, Bundesministerium fiir Gesundheit und Frauen, Sektion I,
Gruppe C - Strukturangelegenheiten des Gesundheitssystems, Wien

Dr. Susanne Herbek, Fonds Soziales Wien, Stabsstelle Chefarztliche Angelegenheiten
und Seniorlnnenagenden, Wien

Univ.-Prof. Dr. Helmut Hintner, Vorstand emeritus Universitatsklinik fiir Dermatologie,
Paracelsus Medizinische Privatuniversitat, Salzburg

Dr. habil. Ursula Holtgrewe, Zentrum fiir Soziale Innovation, Wien

Ao. Univ.-Prof. Dr. Daniela Karall, Department fir Kinder- und Jugendheilkunde, Klinik
flr Padiatrie |, Medizinische Universitat Innsbruck

OA Dr. Vassiliki Konstantopoulou, Universitatsklinik fir Kinder- und Jugendheilkunde,
Klinische Abteilung fir Padiatrische Pulmologie, Allergologie und Endokrinologie,
Medizinische Universitat Wien

Univ.-Doz. Dr. Florian Lagler, Institut fiir angeborene Stoffwechselerkrankungen,
Clinical Research Center Salzburg (CRCS) GmbH, Paracelsus Medizinische Privat-
universitat, Salzburg

Ernst Leitgeb, Hepatitis Hilfe Osterreich - Plattform Gesunde Leber, Wien

Dipl.-Ing. Victoria Mauric, Pro Rare Austria - Allianz fir seltene Erkrankungen, Wien



Ass.-Prof. Dr. Dorothea Moslinger, Universitatsklinik fir Kinder- und Jugendheilkunde,
Klinische Abteilung fir Padiatrische Pulmologie, Allergologie und Endokrinologie,
Medizinische Universitat Wien

Dr. Silke N&glein, Medizinischer Dienst Wiener Gebietskrankenkasse (WGKK), Wien

Univ.-Prof. Dr. Horst Olschewski, Universitatsklinik fir Innere Medizin, Klinische
Abteilung fiir Pulmonologie, Medizinische Universitat Graz

Univ.-Prof. Dr. Barbara Plecko-Startinig, Universitatsklinik fiir Kinder- und Jugendheil-
kunde, Klinische Abteilung fiir Allgemeine Padiatrie, Medizinische Universitat Graz

Yvonne Otzelberger, Angelman Verein Osterreich, Wien

Dr. Otto Rafetseder, Magistratsabteilung 24, Gesundheits- und Sozialplanung,
Geschaftsstelle Wiener Gesundheitsfonds, Wien

Ing. Bakk. phil. Claas Rohl, Pro Rare Austria - Allianz fir seltene Erkrankungen,
NF Kinder - Verein zur Férderung der Neurofibromatoseforschung Osterreich, Wien

Dr. Wolfgang Schnitzel, Shire Austria GmbH, Arbeitskreis Rare Diseases, Pharmig, Wien

Prim. Univ.-Prof. Dr. Wolfgang Sperl, Universitatsklinik fir Kinder- und Jugendheilkunde,
Paracelsus Medizinische Privatuniversitat, Salzburg

Dr. Enrique Terol, Europdische Kommission, Generaldirektion Gesundheit und Lebens-
mittelsicherheit (DG SANTE], Abteilung B 3, Briissel

Dr. Ursula Unterberger, Zentrum fiir Anatomie und Zellbiologie, Abteilung fir Zell- und
Entwicklungsbiologie, Medizinische Universitat Wien, Nationale Koordinationsstelle fir
seltene Erkrankungen, Gesundheit Osterreich GmbH, Wien

Dr. Julia Vodopiutz, Universitatsklinik fir Kinder- und Jugendheilkunde, Klinische
Abteilung fur Padiatrische Pulmologie, Allergologie und Endokrinologie, Medizinische
Universitat Wien

Assoc.-Prof. Priv.-Doz. Dr. Till Voigtlander, Klinisches Institut fir Neurologie,
Medizinische Universitat Wien, Nationale Koordinationsstelle fiir seltene Erkrankungen,

Gesundheit Osterreich GmbH, Wien

Michaela Weigl, Pro Rare Austria - Allianz fur seltene Erkrankungen, Wien, Gesellschaft
fur MukoPolySaccharidosen und @hnliche Erkrankungen, Scharten

Verena Vondrak-Zorell, CliniClowns Austria, Wien

Univ.-Prof. DDr. Johannes Zschocke, Sektion fiir Humangenetik der Medizinischen
Universitat Innsbruck, Zentrum Medizinische Genetik Innsbruck



Notizen




Eine seltene jedoch lebensbhedrohende Erkrankung
Niemann-Pick Typ C
Y akob bekam eine <
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Der Morbus Niemann-Pick Typ C (NPC) gehért zu den lysosomalen Speicherkrankheiten.
Eine friihe Diagnosestellung ist entscheidend fiir die rechtzeitige Einleitung und den Erfolg der Behandlung.

Weitere Informationen finden Sie unter: %7
‘
www.niemannpicke.net | www.npc-info.com | www.npc-si.com W n CTG L Io N

www.niemann-pick.de | www.orpha.net |
www.actelion.at Gohmson folumson
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