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Working towards (even) better support
for patients with Fabry disease

Marija Pintari¢, President of Fabry Patients Association Slovenia

atients with Fabry disease need a lot of sup-

port to live the best quality of life possible.

We are grateful that Slovenian patients were

among the first in the world to receive treat-
ment, and we are also grateful for the professional,
comprehensive and above all very cordial treatment
at Fabry Centre Slovenj Gradec, which operates under
the auspices of Slovenj Gradec General Hospital.

Most of the credit for the modern treatment in Slo-
venia and exemplary operation of the Centre goes to
Dr Bojan Vujkovac, who is also the initiator of Fabry
Patients Association Slovenia. Fabry Patients Asso-
ciation Slovenia was founded in 2003, before the first
patients in Slovenia started receiving enzyme replace-
ment therapy.

The Association organises an annual meeting for its
members with a day trip where our family members
join us as well. We all look forward to these meetings
very much, as we learn every year a lot more about
Fabry disease and its management. At the same time,
these meetings allow us to discuss our daily challeng-
es, share our experiences of dealing with our problems
and share our victories in life, big and small.

As Fabry disease is very rare, affecting 1 in 40,000
men and 1 in 20,000 women, education about the dis-
ease is very important. For this reason, our members

attend various conferences, mainly abroad (Warsaw,
Amsterdam, Sarajevo, Dubrovnik, etc.). At such events
we gain new knowledge and exchange various profes-
sional and personal experiences with representatives of
similar associations from all over the world, both about
Fabry disease and other rare diseases. We are interested
to hear how patients with Fabry disease are treated in
other countries, how the drugs are supplied, how the
patients are treated in different health systems, and
how much they know about Fabry disease and other
rare diseases around the world.

We are proud to have been among the initiators of
the establishment of the Rare Diseases Association of
Slovenia, which today brings together nine Slovenian
associations of patients with rare diseases. The Associ-
ation works to jointly shape and promote the interests
and needs of people with rare diseases in the fields of
health care, social care, education and human rights.

Our Association’s membership in the Fabry Inter-
national Network (FIN) is also valuable, linking us
with 59 similar organisations from 57 different coun-
tries and working towards the empowerment of all
Fabry patients.

Our Association is also part of EURORDIS - Rare
Diseases Europe, an international network of more
than 1,000 rare disease patient associations from 74
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countries, working to improve the lives of more than
300 million people living with a rare disease worldwide.

All of us patients with Fabry disease are grateful
for the treatment we receive, knowing that our medi-
cines are not cheap. But we miss the home-based ther-
apy, which was already in place for our patients a few
years ago, but unfortunately was discontinued due to
bureaucratic red tape. We often wonder whether those
responsible for this situation ever put themselves in the
shoes of a patient who has to drive for three hours one
way every 14 days to receive therapy and is so tired af-
ter it that they are unable to drive back home.

“As Fabry disease is very rare,
affecting 1in 40,000 men and 1in

20,000 women, education about
the disease is very important.”

The Fabry Patients Association Slovenia is one of
the smaller patient advocacy groups in terms of mem-
bership and we are spread all over Slovenia - but we
are very aware that in order to improve the care and
treatment of patients with Fabry disease, we need to
join forces and talk about the challenges of the disease,
while at the same time repeatedly propose solutions to
those responsible for tackling these challenges.

On behalf of the patients with Fabry disease, I
would like to thank all of you who help us with our
work. A special thanks goes to all those who have con-
tributed in any way to the publication of our new book.

N\Q\\S’ )

The most difficult for the patients was
the realisation that nobody believed them

Bojan Vujkovac, MD, Head of Fabry Centre Slovenj Gradec

t is with great joy and eager anticipation that I
am watching the emerging of a new book of sto-
ries of our patients with Fabry disease. Before I
start writing my story, I pick up the first book

and start re-reading the stories of severe problems,
chronic fatigue and frequent unbearable burning pain
in the limbs. But the worst pain, the most difficult for
the patients to bear at that time, was the realisation
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that nobody believed them. That is why, at the time of
publication of our first book in 2014, we had an over-
whelming desire to believe that the tiny booklet might
contribute to a greater understanding of patients with
Fabry disease by the people around them - hence the
title “Fabry Heart: Believe us!”.

When I talk to patients today, it seems that the sit-
uation has improved in the ten years that have passed
since. Our first modest booklet has certainly contribut-
ed at least a little. At the last Fabry Patients Association
meeting, when we discussed the current state of Fabry
disease care in Slovenia, we concluded that a lot has
changed since the first book was published, mostly for
the better.

Unfortunately, the situation is still far from ideal
and far from what the patients and all those who care
for them would like to see and what is our heartfelt
desire. That is why we have decided that it is time to
write new stories and publish a second book to mark
the important 20th anniversary of our Centre.

I believe that these stories, when compared with
those of ten years ago, will show, above all, the changes
in the lives of patients receiving long-term treatment.
Some have been receiving therapy for Fabry disease for
many years. At the same time, from what our patients
tell us, I am confident that these stories will highlight
new obstacles and common problems in their dailylives.

Research done outside of Slovenia has shown that
Fabry disease imposes the most limitations for patients
in their daily activities at work or school. These findings
are confirmed by our patients, who often find them-
selves in a difficult situation because of their illness and
the lack of understanding of those around them. They
could probably work from home when they are having

“Before | start writing my story,
| pick up the first book and start
re-reading the stories of severe
problems, chronic fatigue and
frequent unbearable burning
painin the limbs. But the worst
pain, the most difficult for the
patients to bear at that time,
was the realisation that nobody
believed them.”

a bad day with no ill effect. More understanding and
support would also be in order to make it easier for
them to fulfil their study requirements.

There are many more problems and stories like the
ones we share with you on the following pages. The
situations described in this book and others like them
cause our patients even more stress, more problems,
more suffering, which already accompanies Fabry dis-
ease. Have our interpersonal relations really changed
to the point where we have to make a policy or issue a
decision for every well-intentioned act?

Perhaps this new book will once again contribute

to improving the situation of our patients.
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Fabry Centre Slovenj Gradec team (from left to right): Martin Tretjak, Anja Zaloznik, Suzana Bricman, Sonja Pe¢olar, Bojan Vujkovac,
Vesna Korat in Andreja Cokan Vujkovac

Establishment and development
of Fabry Centre Slovenj Gradec

Bojan Vujkovac, MD, Head of Fabry Centre Slovenj Gradec

his year marks the 20th anniversary of the
founding of our Fabry Centre. The mem-
ory of those early days is still alive. Many
bad memories have accumulated, but they

are far outnumbered by the good ones. Especially the
beginnings were very difficult and stressful. We were
faced with a lack of understanding from the public,
medical professionals and health policy. Many people

at the time felt that it was pointless to deal with such
a rare disease and to spend a lot of money on treating
our patients, because we could use these funds to cure
many more patients with ‘normal’ diseases. Fortunate-
ly, we have not been confronted with similar concerns
for many years.

Today, it is a matter of course that all patients in
need of treatment also receive it. It is also important to
point out that our patients do not wait for months for
their treatment to be approved, as in some other coun-
tries, but at most only a few hours. This is certainly the
result of many years of good cooperation with the state
health insurance company, especially with Jurij Fiirst,
MD, MSc, who heads the Medicines Department at the
Health Insurance Fund.

But it has been difficult to realise that even specific
treatments are not all-powerful. Not one of the original
five patients for whom we started enzyme replacement
therapy in 2003 are with us anymore. But the situation
is very different for the patients for whom we started
treatment very early, in their childhood or at a young
age. After several years of treatment, we see in most of
these patients, only minor signs of disease in the target
organs. Of course, early diagnosis is crucial for an early
treatment initiation.

Diagnostics has probably seen the most changes.
In particular, now the maximum time to wait for the
first enzyme activity and/or genetic analyses is three
weeks. Most screening tests are now done by a refer-
ence laboratory in Germany, and confirmation of the
pathogenicity of the samples and additional tests are
then performed in the laboratories at the Division of
Paediatrics at the University Medical Centre Ljubljana.
We have excellent cooperation with Prof. Dr Katarina
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Trebusak Podkrajsek for genetic tests and with Assoc.
Prof. Dr Barbka Repi¢ Lampret for enzyme activity.
In recent years, we have also been carrying out more
and more testing of patients from high-risk groups. We
have high hopes for the next generation sequencing
method and the use of gene panels for specific condi-
tions. The most established genetic testing with the use
of gene panels in Slovenia is for patients with hyper-
trophic heart disease.

“Diagnostics has probably seen
the most changes. In particular,

now the maximum time to wait for
the first enzyme activity and/or
genetic analyses is three weeks.”

As a result of more frequent testing, the number
of patients with Fabry disease diagnosis is increasing.
In all the years of the Centre’s existence, we have di-
agnosed at least one new patient every year, except in
2020, when testing was suspended due to the COV-
ID-19 epidemic. To date, we have confirmed the dis-
ease in 66 patients from 20 families of which 51 pa-
tients are currently alive. These figures place us among
the countries with the highest incidence of this dis-
ease in the population. But Fabry disease is certainly
not more common in Slovenia, only the diagnosis is
more effective.
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The most important part of diagnosis is
knowledge

Of course, without knowledge and awareness of
the possibility that a particular patient may have a rare
inherited disease, even basic testing would not be car-
ried out. That is why education has been an important
activity at our Centre for several years now. For many
years, we have been systematically educating doctors of
different specialisations in the form of lectures all over
Slovenia. We are also expanding our own knowledge
by regularly attending professional meetings abroad,
mainly in our region of Eastern and Central Europe.

In this part of Europe, our international Fabry
School is probably the most well recognised. We or-
ganise it every year and this year we are organising its
16th edition. At this course, a team of Slovenian ex-
perts successfully trains doctors from all over Europe
(and occasionally from other continents) in the prac-
tical management of patients with Fabry disease over
three days. Each year, two or three world-renowned
experts join us for their lectures, giving the school even
more weight, importance and prestige. A participant
from Poland summed up its essence and purpose a few
years ago when she called it “a school for experts” We
often stay in touch with the participants after the train-
ing and we are pleased that some - especially young
- doctors decide to pursue a career in treating this rare
disease in their own countries.

Following the same model, we successfully organ-
ised an international school for nurses working with
Fabry disease last year. One of the participants summed
up her impressions of our school after the training by
saying: “Impressive and depressing at the same time””
The first part of her statement refers to the way our

Fabry Centre operates, the second part to her feeling of
helplessness because of the conditions in which she has
to work. Of course, we are very happy to receive such
compliments, because they confirm that we have cho-
sen the right path in our gradual development, which
has, after all, been going on for twenty years.

In recent years, Fabry disease and Fabry Centre
Slovenj Gradec have also been increasingly reported
on in the local and national media (in various news-
papers and on many radio and television stations).
In this way, we are also trying to raise awareness of
the disease among our fellow citizens. We seem to be
succeeding in this, as Fabry disease is probably one of
the most recognised rare diseases in our country. As
a result, we are increasingly being contacted by many
individuals with a wide variety of health problems.
They are often on the verge of despair, because some
of them have been wandering from specialist to spe-
cialist for a long time, looking for the cause of their
ailments. Because our patients have experienced a
similar fate before they were finally diagnosed, we un-
derstand them very well. But unfortunately, not every
chronic problem is Fabry disease, because it is, after
all, a very rare disease. So, in almost all cases like this
we can quickly rule it out, but unfortunately patients
still do not have a proper diagnosis for their problem.
Because we understand them, we do our best to refer
them to the appropriate specialists who may be able to
find an answer to their issues.

Current treatment and living with
Fabry disease

The most extensive part of the activities of Fabry
Centre Slovenj Gradec are the regular assessments

/i

Sonja Pecolar, BA in Nursing

of our patients after they have been definitively con-
firmed to have Fabry disease.

Some female patients do not have any problems re-
lated to the disease, so we only invite them for a regular
check-up once a year.

Patients with problems and target organs involve-
ment, on the other hand, start with disease-specific
treatment. All therapies for Fabry disease are lifelong,
but only few patients are suitable for treatment with
pills. Thus, most patients have to receive twice-month-
ly therapy in the form of a slow intravenous (IV) infu-
sion therapy.

If the treatment is uneventful for the first few
months, we then try to continue administering regular
infusions closer to the patient’s home. Unfortunately,
for about half of the patients, we cannot find the facil-
ities (or the willingness) in the healthcare institutions
close to their homes. This problem was solved a few
years ago with a medical service for home treatment.
At that time, virtually all our patients chose this treat-
ment option. Nurse Matej Celin was a true angel for
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Cardiologist Martin Tretjak, MD, PhD

our patients, as he was always ready to accommodate
their wishes or needs, even if it meant coming to set up
an infusion on a Sunday evening or on a public holiday.

But unfortunately, in the midst of the peak of
COVID-19 pandemic, there came a shock for every-
one. The official regulator’s oversight found that not all
the relevant regulations and other paperwork had been
adopted for this form of treatment. It makes me very
sad that people with expertise in the field prefer to ban
something that has meant a great deal to all the pa-
tients, because it has improved their lives considerably,
rather than using their knowledge to look after their
fellow citizens and to help arrange and adopt the nec-
essary missing documents. Unfortunately, the matter
has now been pending at the Ministry of Health for
several years. This is sad.

In those days of the pandemic, when patients were
left without this kind of support overnight, it quickly
became apparent who really felt that their profession
was a mission and not just a regular job. A big thank
you goes to our colleagues in the local health facilities
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Neurologist Suzana Bricman, MD

for their quick resolution of the situation. Our nurses
at Fabry Centre, Vesna Korat, Sonja Pecolar and Anja
Zaloznik, have also played an important role, always
being available to help our patients — even with their
personal difficulties and not only in treatment-relat-
ed situations. It was then that the real strength of our
Centre was demonstrated. These nurses are the heart of
Fabry Centre and the first point of contact our patients
have with us. If necessary, our team of doctors then
gets involved: cardiologists Andreja Cokan Vujkovac,
MD, PhD, and Martin Tretjak, MD, PhD, and neurol-
ogist Suzana Bricman, MD. Experience shows that it
is much easier and less stressful for patients if they are
always treated by the same team, who also knows them
well. Their knowledge and warm human touch have
also earned them the patients’ trust.

Over the years, our relationships with patients usu-
ally only deepens and often becomes more personal.
Our patients also have our personal telephone num-
bers and we are always at their disposal. After all these
years, we have found that every call we have received

so far has been justified, because the patients are very
considerate. It is because of the good relationships and
the pleasant environment that some patients choose to
continue their regular treatment at Fabry Centre, even
though this means that for many years they have been
travelling for their treatment from quite far away every
two weeks.

We try to help all our patients to the best of our abil-
ity and knowledge and to alleviate their problems, but
we are not always successful and unfortunately some
of our patients are no longer with us. All the deceased
have died from the effects of this serious disease, often
after many years of suffering. After many years of treat-
ment and companionship, the death of each and every
one of our patients is devastating for us, as we feel that
we have lost a person close to our heart.

In addition to these sad events, we also experience
the birth of each of our patients’ children in a similar-
ly emotional way. When patients and their partners
decide to start a family, we often discuss the different
options with them. When they have a healthy baby,
our joy is immeasurable. But even when children
with Fabry disease are born, we realise that, thanks
to medical advances and ever better courses of treat-
ment, they will probably have an easier life than their
parents did. We are very pleased that children with
the disease are also well cared for in Slovenia, and that
for many years now they have been under the exem-
plary care of Assoc. Prof. Dr Mojca Zerjav Tansek
from the Division of Paediatrics at the University
Medical Centre Ljubljana, with whom we have been
working in excellent cooperation. It often seems that
we are one team, even though we work at different
institutions.

Publications in peer-reviewed journals

While in the past we often heard complaints that
we should publish more in peer-reviewed journals, the
situation has changed a lot in the last ten years. For
several years now, we have been publishing papers as
authors or co-authors in the most respected interna-
tional peer-reviewed journals. This is mainly due to
our research work on our own projects, but we are also
heavily involved in international research.

For example, we recently participated in an interna-
tional study for the registration of a new drug for Fabry
disease. The feeling when our patients have access to
the latest drugs available several years before they en-
ter the market is great. In other research, we have had
excellent collaboration with Prof. Dr Trebusak and her
team for several years.

Our Definer study, which is looking at factors that
influence the development of kidney disease, has re-
ceived a lot of attention. We have been joined in this
research by several renowned centres outside Slovenia
and the project has been approved by the Public Agen-
cy for Scientific Research (ARIS, formerly ARSS).

All this proves the high level of our research work.
Of course, the successes gained in research are main-
ly due to our patients, who are always willing to par-
ticipate in any research, and our outstanding team of
nurses, who take exemplary care of all the details to en-
sure that the research is carried out in accordance with
the highest professional and international standards.

FabryCare Application

The comprehensive patient treatments and the
many activities of the Centre result in huge piles of
paperwork and binders full of medical records. A few
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years ago, the Centre ran out of space for them, and
we had to look at the hospital again and again for any
nook and cranny. As long as the number of patients
was small, we were able to manage, but over the years it
became increasingly difficult to keep track of the entire
treatment of each patient.

This is why we started developing FabryCare soft-
ware a few years ago. In the first phase, it was designed
for the regular management and overview of the pa-
tient’s condition. Over the years, we have developed
the software further and added features to help with
diagnosis, research and disease progression. In fact, we
have converted more than a hundred binders accumu-
lated over 20 years into the electronic format. At the
end of last year, we also started to use the application
routinely in our daily work.

But the development did not end there. We are
currently developing the option to actively involve our
patients in FabryCare system. This is not just about
regular communication with the Centre and coordi-
nating calendars with individual test dates. By filling
in electronic questionnaires, they would receive up-
to-date information on parameters that define their
quality of life. Each patient would have a permanent
overview of their reports and a brief summary of their
state of health with brief instructions on the necessary
actions to be taken. In addition, patients would be able
to connect with other patient associations and access
educational content. We want to connect patients even
more effectively to enable them to take control of their
disease and treatment. .

-17
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The small and big
victories of our
patients fill me with
joy

Vesna Korat, BA in Nursing, Nurse at
Fabry Centre Slovenj Gradec

have been working at Fabry Centre for more than
17 years. My beginnings were very difficult. I
would have liked to start my story on a more pos-
itive note, but I will tell it like it was. As a nurse,
I was on my own, I had no one on the nursing staff
to turn to and no one to cover for me. In addition to
the Centre, I covered other areas of internal medicine,
where I was also on call and often stayed on duty after
hours - which was very distressing for me at the time.
I must admit that I considered switching jobs. But
I overcame that crisis thanks to my youth and my per-
sistent spirit as well as the desire for new challenges,
and after a few years the staffing situation improved.
So now my story continues on a more positive note.
Today, the Centre employs three nurses, two being per-
manent (besides myself, there is Anja Zaloznik, with
Sonja Pecolar to help us). The three of us are a team,
with each of us contributing our own experience and
freshness. Together with the doctors on the staff, we
are increasingly upgrading the healthcare system for

18—

the benefit of our patients, which gives me even more
impetus for my work.

Let me give a brief description of my job: I am basi-
cally a care coordinator. Fabry disease is multisystemic,
so patients have to see different specialists. My job is to
make sure that they are treated by a multidisciplinary
team, thus saving them having to book appointments
for the necessary examinations and tests. This unique
healthcare model can take a lot of the pressure off
them. Of course, we follow an internationally accepted
protocol that is individually tailored to each patient.

The work of a nurse at our Centre is largely auton-
omous and very challenging, because we are dealing
with a very rare disease. In addition, we are the only
centre for Fabry disease in Slovenia, which requires a
lot of contact with other countries, and the training in
question is currently only available abroad. Training or
self-education is a constant feature of our work.

My clinical work also includes participation in the
diagnosis of the disease, planning of infusions with
enzyme replacement therapy, administration of in-
fusions, supervision during and after administration
of infusions, as well as planning of examinations and
tests. I am involved in clinical research and interna-
tional registries, and I also educate nursing students
about Fabry disease and teach the nursing staff at the
patients’ local healthcare facility to administer infusion
therapy. And onand on ...

But let me focus my narrative mainly on the psy-
chological support that I, as a nurse, provide to patients
and their families, which is extremely important. Fabry
disease does not take only physical toll on the patients.
Feelings of anxiety, helplessness, anger and depression
are very common as well.
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I often form close bonds with my patients and I
stop seeing most of them as patients. Some have be-
come my friends, who not only come for an infusion
and a check-up, but we touch on everyday topics as
well as very personal subjects in our conversations.

Patients often call even on days when they are not
scheduled for infusion because they need to talk. One
of the nurses at the centre is always available and is their
first point of contact. As a nurse who has been working
with patients with Fabry disease for a long time, I know
the physical and especially the psychological burden
the disease takes on them very well, and I am able to
advise and guide them even when the problems wors-
en. I can advise them when and to whom they should
turn and I think this brings the patients a sense of safe-
ty, relief and reduces their anxiety. As a chronic illness
sufferer myself, I know how illness affects the quality of
life on a daily basis.

‘| often form close bonds with my
patients and | stop seeing most
of them as patients. Some have

become my friends, who not only

come for an infusion and a check-
up, but we touch on everyday
topics as well as very personal
subjects in our conversations.”
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I believe that, thanks to the support of our multi-
disciplinary team, it is precisely because of this unique
way of working that our patients have an overall pos-
itive experience of healthcare, despite today’s bureau-
cratically burdensome healthcare system. Home ther-
apy was also introduced, but was later unfortunately
discontinued. Even during COVID-19, we were always
available to our patients at the Centre and their health
care was uninterrupted even during at that time.

I have heard somewhere that 46% of patients with
Fabry disease are depressed, which is a much higher
rate than in the general population. This is perfectly un-
derstandable, since many people have been on a years-
long and torturous hunt for the cause of their health
problems and they have never been able to find out the
real name of their illness. They are often labelled as hy-
pochondriacs, idlers, etc. Such labels hurt, and every
time a patient mentions one of these words, or laments
that no one understands them, I feel their pain and un-
derstand their suffering all the more keenly.

And when their health problems finally do get a
name - Fabry disease - new questions and new un-
knowns arise. How to move forward? What about my
children? What about my job? How will my family
function? Will the treatment be effective? These are the
concerns that patients with Fabry disease share with
us again and again. First we listen to them attentively
and with compassion, then we talk and explain. Our
answers give them hope, which sows a bit of peace in
their souls. Because the disease is hereditary, we often
provide psychological support to the patients family
members as well.

When we perceive mental distress, nurses first try
to resolve what can be resolved through discreet con-
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versation. Then we turn to the doctor. I do not think
that there are enough qualified psychiatrists or clinical
psychologists in Slovenia to help our patients effective-
ly. I note that depression and anxiety are under-recog-
nised and under-treated; chronic pain, its impact on
sleep and quality of life, is under-detected, and we of-
ten do not know how to relieve and treat it adequately.
In short, we are not good enough at recognising this
vicious circle and too often we fail to break it.

Nurses already have the knowledge to promote
good health care as a general preventive measure. We
try to teach patients how to manage symptoms and
reduce negative reactions to stressors. We work with
them to find activities that reduce stress. We talk open-
ly about problems affecting their family, their friends,
their school, their job... whatever may be weighing on
them.

Unfortunately, death is also part of life. The death
of every patient we have managed at the Centre over
many years, some for as long as 20 years, fills the team
with immense sorrow. We miss them.

Of course, we also record happy events in our line
of work: when patients cope well with the symptoms
of their illness; when the illness is in remission. When
patients who started treatment very early in their life
grow up before our eyes; when they finish their studies
and get their first jobs; when they proudly report about
their achievements at work; when they fall in love for
the first time; when they get married and have chil-
dren; when they get grandchildren.

When patients proudly tell us of their victories, big
and small, ... I am filled with joy. It makes us all filled

with joy.
]
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Life with Fabry
disease is a life that
defies obstacles

Andreja Cokan Vujkovac, MD, PhD, internal
medicine, physician at Fabry Centre
Slovenj Gradec

abry disease is not just a list of symptoms that
we try to treat. It is like a journey where we
face invisible obstacles every day. Diagnosing
this disease can be tricky as symptoms are of-
ten non-specific and can vary from patient to patient.
Each patient is unique and each story is different. Some
stories are full of hope, others are full of challenges.

As a doctor treating patients with Fabry disease, I
witness the suffering it causes. But I also witness the
immense courage and determination of our patients.
Patients face many difficulties and severe limitations,
but at the same time they radiate a strong will to live.

I have learned that this rare disease is more than
just a medical condition. Life with Fabry disease is a
life that defies obstacles, and the life course of our pa-
tients is sometimes steep and unpredictable. But in my
practice, I meet patients who keep a smile on their face
despite the difficulties, and I meet parents who lovingly
support their children in their struggle against the ob-
stacles posed by the disease.
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“Together, we have a responsibility
to spread awareness of this
disease so that every patient

with Fabry disease is understood,
treated compassionately and
given the chance to live the best
life possible.”

Fabry disease affects not only the body, but also the
soul. Patients face the fear of the future, yet today they
strive to live their life to the fullest.

I find that raising awareness of the disease is cru-
cial. Patients’ stories are not only their own, but also
the stories of their families, friends and all of us. To-
gether, we have a responsibility to spread awareness
of this disease so that every patient with Fabry disease
is understood, treated compassionately and given the
chance to live the best life possible.

When we first faced the challenge of treating Fabry
disease, we were already aware of the complexity of this
genetic disorder. Our team of medical professionals
came together with a single goal in mind - to improve
the lives of patients with this rare disease. And thus,
Fabry Centre was born.

In the beginning, we were faced with limited treat-
ment options, but we were determined to search for
innovative solutions. A key milestone was the devel-
opment of drugs specific for Fabry disease. We have
established a close collaboration between research-
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ers, pharmaceutical companies and patients receiving
treatments. We have been involved in clinical studies
and scientific research that have led to the introduction
of effective therapies that reduce the symptoms of the
disease and improve the patients’ quality of life.

And we have always strived to treat patients holis-
tically. Understanding that Fabry disease affects many
aspects of a person’s life, we have assembled an inte-
grated team of experts, working together to develop
tailored treatment plans for each individual patient.

In recent years, we have made great progress in un-
derstanding and treating this disease. That said, we are
aware that our journey is ongoing and that we need to
continue to improve our approaches and keep up with
the latest research. Engagement with patients remains
crucial, as their experience is an invaluable source of
information that helps us design better treatment strat-
egies.

I would like to thank all the team members whose
dedicated work has enabled our Centre to grow and
our patients for their trust and cooperation. Together,
we are building bridges to better health and life for all
those coping with Fabry disease. Together we can make
a difference. I believe that in the future we will success-
fully cure this disease. .
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For me, every
patient is a special
inspiration

Anja Zaloznik, MSc in Nursing, Nurse at
Fabry Centre Slovenj Gradec

y journey at Fabry Centre Slovenj Gra-

dec, most often referred to as Fabry

Centre, started in 2018. I was trans-

ferred to Fabry Centre because they
were short of staff.

The work of a nurse at Fabry Centre is quite spe-
cific in its nature, so the beginning of my orientation
was very difficult, stressful and tiring. The work at our
centre is completely different from the routine work
in other outpatient clinics or on the ward. No train-
ing institution could prepare you for such a specif-
ic type of work. It requires a great deal of autonomy,
flexibility and precision, but it is also very interesting
and challenging.

After a few years of working at this Centre, I have
gained a lot of knowledge about autonomy, organisa-
tion, coordination, education, providing psychosocial
support to our patients, research and I could go on and
on. I am still upgrading my knowledge and I can say
that I am lucky to have the opportunity to learn from
the best, thanks to the professional team I work with.
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“Every patient has their own
problems and story. For me, every

patientis a special inspiration, |
learn a lot from everyone and they
are often my role models.”

Caring for Fabry patients is at the heart of our Cen-
tre. We offer quality treatment to our patients, which
has allowed me to get to know each and every one of
them completely. Caring for them has formed a spe-
cial bond and attachment, especially with the patients
who come to Fabry Centre every 14 days for enzyme
replacement therapy.

We also spend quite a bit of time on day-to-day top-
ics during our treatments. It is these conversations that
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The story of a family

Marina Pintaric, Velenje and Milena Sonjak Merkac, Ravne na Koroskem

Marina: We are cousins. My mother and Milena's father come from a large family of ten children. Three were
healthy, seven had Fabry disease. Unfortunately, they have all died already. Of the seven brothers, five had
Fabry disease, including Milena’s father, and my mother and one of her sisters, who died this year at the age
of 76. My mother was the oldest. She died at the age of 46.

Milena: The first member of our family to be diagnosed was my uncle Stefan, in 1991, and then my father. Dr
Jozica Kotnik, adermatologist, was the first to suspect Fabry disease because of the marks on his skin. But
there was no cure for it back then, the treatment started only in 2003.
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The year the three brothers died

Uncle Metod was the first to get the cure. In Sep-
tember he got the medicine for the first time, and a
few days later he died, aged 47. It was a turbulent year,
claiming the lives of three brothers. First Stefan died,
who was 58, then a month later my father Simon, who
lived until the age of 59, and then their younger broth-
er Metod.

In 2005, our bica (dialectal word for grandmother;
ed.), my father’s mother, who was a Fabry disease car-
rier, and Branko, our cousin, died. He was 31 years old.
His brother has also passed away, he lived to be 52.

Marina: I think that the problems related to the
disease were already present in the family before. Ever
since I can remember, my mother had problems with
her diet and she was sick all the time.

Milena: My mother told me that when my father
went to serve the compulsory military service, he had
fever all the time. They sent him home and he was giv-
en a document saying that he was not fit to serve in the
army because of his illness. He often had diarrhoea and
didn’t sweat. I've had similar problems since childhood.

Marina: Interesting, I didn’t. In fact, I didn’t have
any problems at all until I was about 40.

Milena: Oh, I was tired all the time and I was listless.
Until I was about five, I was sick all the time, I had tonsil-
litis. I mean, maybe it’s not related to Fabry disease, but
until they removed my tonsils, I had problems.

I had no ability to focus since childhood and T still
don't. I had heart problems, pain in my arms and legs,
tinnitus ... I felt strange. At school, I was constantly re-
proached at PE that I was lazy. I felt marginalised. Then
I had my daughter and went to work. I found it difficult
to integrate into society. I had terrible stage fright when
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I had to say something. This improved later on, al-
though I still find it difficult to speak in front of others.

No one believed me

But nobody believed me, not even at home, al-
though my father was like that too. They always said:
“We’ll manage somehow.” My father worked hard, he
was a small business owner, a painter and he was very
driven. Then he got sick and then it started: first a heart
attack, followed by dialysis. He bought a machine to
have dialysis at home.

There was always a certain tension and rush in
our home. First because of my father’s job, and then
it weighed very hard on my father when Dr Verovnik
told him that he had Fabry disease. Not only because of
himself, but also because of me and my sister. She has
it too. She has had no problems at first, but for the last
two years she is also being treated. She is 50. She has
two children, and they do not have the disease. My two
daughters both have it. It seems to me that the older
one has no particular problems, apart from headaches.
The younger one has diarrhoea and headaches, but
nothing serious. But I can see on her medical reports
that the disease may be affecting her kidneys.

Why do we have to be this family?

When I received the diagnosis, I asked myself:
“Why? Why does it have to be our family?” The first
year, I was very depressed about having this disease. I
was afraid of how it would turn out. I had to go to Fab-
ry Centre every week. I cried a lot. You know, every lit-
tle thing has made me cry since I was a little girl. Then
I went to a psychologist and about ten years ago I was
given pills against depression. I soon got better. [ am so

—-27



FACES OF FABRY DISEASE | TODAY

glad I took those pills! I am much more positive since
I started taking them. Now I don't cry for every little
thing anymore. I used to burst into tears every time
when I was upset about something at home or at work.

But I am not assertive, and sometimes that makes
me angry. I always need confirmation; I am never hap-
py with my decision.

Sometimes they used to say I was lazy because I was
so tired. I used to feel very bad about it, because I knew
I was not lazy. “But I can’t!” I used to think.

You have to be very strong to cope with that

Marina: It was the same with our uncles and cous-
ins. Our cousin was teased at work for being aslazy as a
toad at the bottom of a well. He didn’t have any support
in the family either. Many a time he just disappeared
for a day or two. But one day he suddenly made up his
mind and never came back... Just at that time they told
him that he would soon need to start dialysis. He took
that very hard. He saw how things were going with his
uncles and he must have been dwelling on this and on
what he was going to have to go through ... The dialy-
sis, the pain and everything else ... You have to be very
strong to cope with that.

Milena: It’s probably easier for women because we
are more patient and because Fabry disease is usually
not as hard on us.

Marina: It has a big impact on the psyche. I saw it in
myself - while I was still working, it got worse every year.

Milena: I agree. Now I only work four hours a day,
and I'm on disability pension for the other four hours.
But sometimes I feel that everybody is bombarding me
with everything. I often think to myself: “There’s too
much of everything”
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‘Sometimes they used to say | was
lazy because | was so tired. | used

to feel very bad about it, because
| knew | was not lazy. “But | can't!” |
used to think.”

Marina: You'll see what it’s like when you retire. I
worked part-time and after turning 40 I was very tired
every day after work. After I retired, I was very relieved
because I didn’t feel the pressure anymore. Especially
having to do something that you know is not in line
with your principles. I worked at a bank and I loved
working with customers. But sometimes it seemed
really pointless offering them something they didn’t
need. My guiding principle was that I should not do
harm to anyone, not to the bank, not to the client, not
to myself.

Once you retire, you do things that you were de-
prived of for 40 years. I do what makes me happy, es-
pecially in nature. I walk a lot, pick blueberries and
mushrooms... I like to help out at my cousin’s farm, we
just slaughtered a pig (a traditional custom where rela-
tives and neighbours gather, slaughter a pig and process
pork for use in the winter months; ed.)

Milena: We have a big garden too. And I have four
grandchildren. None of them have been tested for
Fabry disease yet. This awareness of the disease in the
family is quite a burden. For a long time, I was very
burdened by it.

There are many unhappy and sad stories in
our family

Marina: You shouldn’t burden yourself. We have
children so that humanity doesn’t die out, and then —
they made their bed, and they will have to lie in it. If
you can, help them and give them some advice. But we
really are unhappy when our children are unhappy ...

And there are many unhappy and sad stories in our
family.

A baby girl was born with a heart defect and died
when she was less than a month old. She probably had
Fabry disease.

When one of our relatives was pregnant, they rec-
ommended her a test to see if the foetus had Fabry dis-
ease. She waited a long time for the results. She said that
if the result was positive, she would have an abortion.
It may sound terrible, but you should know that in our
family she has seen up close and personal what the dis-
ease does. She was pregnant at the time our uncle died.
She saw how the disease affected some of the children
in the family, for example, they had learning difficul-
ties, they had been going for treatment since they were
ten years old... An ambulance came outside the school
to take the child to Fabry Centre Slovenj Gradec. It was
not easy for them.

But fortunately, everything was fine with her and
she gave birth to a healthy son.

On the one hand, it was easier for us, we already
had children and we were working before we got the
diagnosis.

Milena: They understand me at work. But I learned
that I have to take care of myself. No one will tell me to
sit down and have a rest. And when I have treatments,
I take sick leave. I haven't for a long time.
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Marina: I have had bad experiences with this and
it was because of their bad attitude that I always took
sick leave the whole working day I went for treatment.
I was even told at work that I was making it up if I
ever went to have the treatment on a Tuesday instead
of a Wednesday because my appointment had been re-
scheduled ...

Every 14 days we have to make time to go to Fabry
Centre. For a while they came to give us the infusion at
home, which was great, so now I'm quite stressed about
the driving.

The therapy at Fabry Centre is more than just
an infusion

Milena: In the beginning it maybe was a burden for
me as well. But now that we've got to know each other
well and we're friends, it’s nice. Wednesdays in Slovenj
Gradec are no longer just therapy. We have nurses
Vesna, Anja and Sonja there and we talk a lot. We feel
very at home.

Marina: It’s treatment of the mind and soul as well,
yes. It’s not just the infusion. (laughs)

Milena: Since I've been receiving the medicine, I've
noticed positive changes. I'm sweating normally now
and thats great. I don't have diarrhoea anymore. It’s
easier in the summer. I have fewer problems now, and
they only occur occasionally.

Marina: I remember how much we used to dance in
folklore groups when I was young, but I never used to
break into a sweat. I only sweat now that I'm receiving
the treatment. I absolutely feel better now. But I still
can't stand neither the cold nor the heat. My feet are
always cold and I sleep in socks. And my heart rate is
usually very low, rarely above 50.
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Milena: My feet are always cold, too, and I often get
pins and needles in my hands and I can’t wash lettuce
in cold water, for example.

Marina: But don't you have a man to do that?
(laughs) At our house, my husband washes the lettuce
and he cooks too. I have a lot of support in my family.
That really means a lot to me.

I didn’t bother my husband and my son too much
with my illness. I haven’t always told them everything.
But when I told them that the doctor suggested I start
treatment, my son Gasper immediately offered to drive
me. I was happy to have his support, but I really have
no problem driving myself to Slovenj Gradec.

The support of my family is truly invaluable

Milena: My husband has always been there for me
too. Such support is worth a lot when people don’t un-
derstand you. When someone makes a snide comment,
like when I can't rake the hay, my husband is always on
my side. He knows I can’t stand the heat. He also knows
how the illness progresses, because he has seen it with
my father.

Marina: None of the men in our family lived to see
the age of 60. I regret very much that my mother did
not live to see my son, her grandson, born a year after
her death. I almost died of sepsis during birth.

Now, at 62, I am the oldest in this Fabry family of
ours of the members who receive treatment.

Milena: I'm 56 and sometimes I joke: “I've got three
and a half years to go” At home, they scold me to cut
that out. I know that women with this disease live longer
than men. But sometimes I still think: “What if it's true?”

Marina: I expect to live to be 85 like our grand-
mother. Maybe because my problems only started

30—

when I was in my 40s. I was gloomier then, but now
I have a positive outlook on life and I am not afraid of
death. I just wish to die painlessly. I have seen a lot in
my life. But if given the chance, I still have many goals
for my life. I like to travel, for example.

Milena: I just want it to stay the way it is, so that it
doesn't get worse quickly. I'm afraid of, say, getting a
stroke or a heart attack, and sometimes when my heart
starts beating fast, I get scared. I'm afraid of surviving
it and remaining immobile and dependent on others ...

I’'m also very scared of dementia, I think it’s related
to Fabry disease. Sometimes I forget and don’t remem-
ber things. I also notice this with my younger daugh-
ter. I just don’t remember certain things, but I think I
should. I am very afraid of that. I think that at my age I
should not have forgotten, say, where I put something
down. I left my phone in the fridge once. (laughs)

Marina: I solve this with a special container where
I always put these things. And we have to train our
brains, so I do a lot of crosswords or octagons and
number games. You have to put your brain to work, it’s
good for it.

Although times are not very rosy, I also wish that at
least my condition would not get worse for me.

But I know that the disease is progressing. Besides,
we are getting older every year and our bodies are
starting to fail. We cannot expect to be the same at 70
as we were at 40 or 30. We have to accept that. Healthy
people have to accept that too. .

My doctor says I'm one of the lucky ones
with Fabry disease

Branislav Adlesi¢, Crnomelj

| was diagnosed with Fabry disease in 2016. After one of my training sessions, when | was very active, | had
aheart arrhythmia. As | simply couldn't sleep, | went for a check-up. Then | had a heart ablation (a method to
treat severe arrhythmias; ed.). At the same time, they took my blood at the University Medical Centre (UMC)
and then a doctor from the cardiology department called me to ask if | would allow to have my blood sample
sent abroad for testing.
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got confirmation that I had Fabry disease. I was

referred to Fabry Centre Slovenj Gradec and I

came to see Dr Vujkovac. He told me that I was

an atypical patient. My body does produce an en-
zyme whose deficiency is characteristic of this disease,
but not enough of it.

Perhaps thisiswhyIdonotfeel suchagreatburden of
this disease. I have no other heart problems and I do not
feel any handicap in general. I know that some patients,
for example, do not sweat, but I have no such issues. I
also have no problems with tolerating heat and cold.

I do not have the symptoms that are characteristic
of Fabry disease, I do not feel anything special and, in
fact, I do not have any physical problems as a result of
the disease. My doctor says I am one of the lucky ones
with this disease.

| was patient number 43

I will turn 67 this year and I still go to work without
any problems. I am a PE teacher in a secondary school
in Crnomelj and I carry backpacks in the mountains
for those students who cannot do it at the age of 17.
(laughs) I feel normal, I am very active: I have recrea-
tion twice a week, I cycle a lot, ski, go mountaineering,
scuba diving, I even do deep-sea diving... I was part
of the support team for the Tour of Slovenia bike race.
Last year, I went 47 kilometres down the Kolpa River
on a standup paddleboard in one day. And I went to
the sea side with my colleagues with my bicycle.

So, as a Fabry disease patient, I am only monitored
because there is proof that my body does not produce
enough of the enzyme. Nevertheless, I am happy to
regularly visit Fabry Centre. I am reassured because I
know that I am well looked after. I think I am lucky
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because I am under much closer medical supervision
than I would otherwise be. If I had not been diagnosed
with this disease, I would certainly not have been going
for such in-depth examinations.

Also, I like to come to Slovenj Gradec, although it
may sound strange to hear that one likes to go for a
medical check-up. But the whole team at Fabry Centre
is really nice. In addition to Dr Vujkovac, I would also
like to highlight Dr Tretjak and all the three nurses.
It’s a three-hour drive from Crnomelj, but fortunately
I only make that trip twice a year. Just today I had my
bi-annual check-up, when they check my blood and
urine, and I fill in a questionnaire. The annual check-
up is quite extensive, and they also do an ultrasound of
my heart, ergometry (cardiac stress test; ed.) and others.

When I found out I had this disease, the website
said there were only 43 Fabry patients in Slovenia. I
was number 43. In Croatia, for example, only one pa-
tient was diagnosed at that time.

If I had not been treated, the disease could
have been fatal for me

I did not read very deeply about Fabry disease, be-
cause I trust Dr Vujkovac very much. I just read some
of it, because it was new to me. I had never heard of
this disease before. I realise that almost nobody knows
about it, not even doctors. When the anaesthesiologist
asked me before my leg surgery what medication I was
taking and I told him about Fabry disease, I could see
on his face that he probably did not know about it. I
think he looked it up on his phone. (laughs)

So I was quite surprised that a dermatologist at the
Novo mesto General Hospital, Dr Valerija Balkovec,
also from Bela Krajina, like myself, knew about this

rare disease. When I had my first examinations related
to this diagnosis, I was referred to her. I think she was
one of the first dermatologists to work with Dr Vujk-
ovac. She also told me that I was not a typical Fabry
patient. Fortunately, I do not have these characteristic
marks on my skin.

Although I have not studied Fabry disease much, it
was immediately clear to me that treatment is an excel-
lent option. If T had not been treated, the disease could
have been fatal for me.

Dr Vujkovac had to think for a long time about
whether I was suitable to receive the medicine in pill
form to weigh all the factors. He now says that this
medicine is suitable for me. I was the first patient with
this disease to receive the pill medicine. I do not receive
it by injection or via infusion like many other patients.
Since I have been receiving the medicine, my condition
has been improving, or rather, it’s not getting worse.

It seems that | am a really special case

I also brought my sister to Slovenj Gradec for test-
ing to see if she might be part of Fabry chain. It turned
out that she does not have the disease. Thinking about
my grandparents and other relatives, I don’t remember
any of them having problems typical of Fabry disease.
It seems I really am a special case. (laughs) Just today I
asked Dr Vujkovac whether it was possible that I could
be the first in this chain. He said that there is only a
5% chance of something like that happening - but it is
possible that the disease could appear and disappear.

I suspect that my parents did not have it either. My
mother died at 84 from an unfortunate fall and my fa-
ther at 60, but I could not get Fabry disease from him.
So, we do not know whether the disease might have

FACES OF FABRY DISEASE | TODAY

“If | had not been treated, the disease

could have been fatal for me.”

been present in our family before. Even if it was, that
chain is now broken. I have only one son to whom I, as
his father, cannot pass on the disease.

Everyone close to me knows that I have Fabry dis-
ease. Most of my colleagues at work also know why I
am absent from work twice a year. I also sometimes
talk to my friends about the disease and they listen to
me with interest because it is something totally un-
known to them.

Fortunately, my fears have not come true

This year it will be 8 years since I was diagnosed
with Fabry disease. When I think about my health, I
am quite happy. Sometimes I feel a little sorry that I am
not 100% healthy, but given the seriousness of the dis-
ease and the quality of my treatment at Fabry Centre, I
have to be satisfied. End of discussion.

When I was diagnosed, I was much more fright-
ened than I am now, but fortunately those fears have
not come true. I expected it to be worse. When I see
some of the other patients, I am extremely happy that I
am not in their shoes.

What do I wish for in the future? I wish that my
health would not deteriorate rapidly, or that it would
not deteriorate very much. And for me to continue to
be as active as I am now for a long time to come. .
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| would like to have many more years
with my family

Lenka Boseska, Komenda

| found out that | had Fabry disease when my son was diagnosed with it. He was suspected of having Fabry
disease because of a lucky turn of events. He was so dizzy that he simply could not walk through the door.
His GP referred him to the University Medical Centre (UMC) Ljubljana, where he underwent a head scan. A
resident then diagnosed multiple sclerosis. My son’s partner at the time did not trust the doctorand request-
ed a second opinion, for which they went to a private clinic. They urgently referred them back to the UMC
and they encountered a senior doctor, head of the department, who knew something about Fabry disease.
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e sent my son to Dr Vujkovac to Sloven;
Gradec, to Fabry Centre. He later con-
firmed my son has Fabry disease. Then
they called me in, took my blood and
found out that I also had the disease, that I was a carri-
er. They could not determine which one of my parents
had it since they were no longer with us. They also tested
both of my son’s daughters and my second cousins.
That was 20 years ago. I was 50 when I found out I
was ill. I had health problems before that. I always used
to have headaches as a child. I was treated for migraines
for many years because the headaches became unbear-
able. I did not know what to do to get better. It affected
not only my general condition and disposition, but also
my job and holidays... Everyone in the family suffered.

My colleagues would ask if | had gotten tipsy

I was terribly dizzy, sometimes I felt like the room
was spinning around me. When I went to work, my hus-
band always used to tell me to be careful when I crossed
the road, so I wouldn’t get run over.

I often felt dizzy. At work, my colleagues would often
ask me if I had gotten a bit tipsy. This hurt a lot because
I never drank. Sometimes I would just say that I did...
But sometimes I would go into the cloakroom and cry
a little. You know how it is when people don’t know... I
didn’t even know myself.

I was working for 28 years. I still worked, even
though it was often difficult. I was a cleaner. I worked
for 20 years at a big company in Kamnik, and then for
a small cleaning service in Ljubljana. It was hard work,
but nobody believed how hard it was for me. Neither at
home, nor at work, or at the GP’s. It was very hard. I was
on sick leave for a year and a half, and they fired me and
sent me my papers straight to my home. They gave me
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notice, yes. I got a lawyer and went to court. I was out
of a job and sick, and I had no choice but to go to court.
But we agreed on compensation for everything that this
woman, the owner of that company, had not paid me
while I was working for her. For transport, and also for
the back pay for annual leave payments for all the years I
worked there, which she didn’t pay me.

All these problems in my life led me to see psycholo-
gists regularly. I also had a heart attack, which took away
the mobility of the whole left side of my body. At that
time, I could not go to the toilet alone, and my husband
had to bathe me. This got much better later on.

I also had an open-heart surgery. All this happened
in the span of three years, one after the other. All proba-
bly because of Fabry disease.

Everyone started to believe me | wasiill

When my son was diagnosed with Fabry disease
and I was diagnosed as a carrier, it was very difficult for
me. I often thought that I would rather not have known
I was ill. But really, that was when everybody started to
believe me I was sick, and they still believe me today.

But I couldn’t get diagnosed before. When the chil-
dren were small and summer came, and my husband
said we were going to the seaside, I cried. I can’t stand
the sun, I can’t stand the heat, but I went anyway, for
the sake of the children. I don’t doubt it was hard for
my husband too. They were all in the sun and I was in
the shade under the trees.

My life changed a lot after the diagnosis. I was put
on disability pension because I could no longer work, so
at least I was relieved of my work commitments. I first
entered Fabry Centre at the hospital in Slovenj Gradec
in 2008 and that was when it all started: learning about
the disease, having blood taken, being tested, having
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the disease confirmed and then receiving the medicine.

For two years, I went to the Slovenj Gradec hospital
twice a week to receive the medicine, and then Dr Vujk-
ovac arranged for me to receive it in my own town. Now
I have been receiving it at the Kamnik Health Centre
for many years. After I had been on this medicine for a
while, the headaches became less and less frequent and
were no longer so severe. Now I have them only occa-
sionally and they are not so bad.

A human first and a doctor second

Dr Vujkovac is truly a phenomenal man. I always
say that he is a human first and a doctor second. I am
happy to go to Fabry Centre Slovenj Gradec. Even when
I speak to the nurses on the phone, we always say a kind
word or two to each other.

I often feel very sad and I cry when I think about
why this has happened to me... I never meant any harm
to anyone... And then it was me who got this disease.
And it’s so rare. When I was diagnosed, there were only
48 of us in Slovenia, as Dr Vujkovac told me.

We lived happily until I was diagnosed with this dis-
ease. My husband and I got along, we have wonderful
children and grandchildren. I have two children, a son
and a daughter, Brane and Biljana. My son and his two
daughters and I all have Fabry disease, but the grand-
daughters don't need to take any medication. It is good
that doctors have gotten so much better at treating the
disease now. It is important that my son and his children
were diagnosed immediately by Dr Vujkovac.

The love and respect in the family mean a lot to me.
I am sorry that I have not been able to look after my
younger grandchildren because of my illness. I used to
look after the older ones, but then I couldnt do it any-
more. I have five grandchildren - four granddaughters
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and a grandson, who brought me here to the Centre to-
day. I love them all, my children and grandchildren. My
heart rejoices every time I see them, hear their voice and
when they speak to me.

But sometimes I feel really bad. My daughter some-
times says to my husband: “Dad, leave her alone, it’s eas-
ier for her, let her cry” You have to let it out.

There were times when I thought about suicide be-
cause of all my health problems, but I could not do it for
the sake of my family and especially my grandchildren.

If things stay as they are now, it will be good

Today I walk using a brace, which helps me to have
partial mobility. It means a lot to me to be able to walk,
to get some fresh air, to drink some coffee in front of the
house and to go for a short walk accompanied by my
grandchildren.

Now I can't clean, I can’t vacuum anymore, but I can
cook. I can cook simple dishes. I get a lot of help from
others. For example, I can't slice an onion or peel a pota-
to, that’s difficult for me, so my husband helps me.

We live together, near Kamnik. My husband and I
live in the house downstairs, and my daughter and her
family live upstairs. We have a nice life. I will turn 70
this year. I don’t know if we will have a celebration. If we
do, it will be in the shade, because my birthday is in July.

I can only say this, that with all the ailments that I
have experienced in the 70 years of my life, I am still
happy that it is the way it is, although my condition is
not great. I would like to live to see many more years
with my family. For the future, I want... Do you know
what I want? I know I will never be healthy, but if I stay
as I am now; so that I can go to the toilet on my own and
go to the yard, it will be good enough. .

Will | live to old age?

Bojan Mikus, Vipava

Somewhere around 2020, the problems started. | simply couldn't walk up the stairs or up the hill. | was stuck
as if frozen, | had to stop, | ran out of breath and my head started spinning. I'd go up, say, five stairs and I'd
have to stop to catch my breath. If | walked slowly, it was fine, but if | walked a little faster an invisible force
stopped me.

My wife made me go to the doctor. “Something must be wrong with you, it's not normal to have to keep stop-
ping and be so out of breath. You're fit enough to cope,” she said. And so | went go to my GP in Ajdovsc¢ina.
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t was a long wait because it was just the time of

the holidays and the COVID-19 pandemic, so

the first diagnosis was done over the phone: “You

must have bronchitis again!” I trusted my GP, I
had indeed had bronchitis several times before and at
first, I accepted this diagnosis. I had a dose of the med-
icine, but the condition remained unchanged. My wife
insisted that I had to get to the bottom of the problem,
so I wrote to the GP twice more and finally came to see
him. First he took my blood pressure, which was very
high. He sent me to the emergency room at the hospi-
tal in Sempeter to have some more tests done. There
my blood pressure was even higher and they decided
to keep me in hospital at least overnight. They lowered
my pressure with pills. It was a public holiday and I was
in hospital for a few days waiting for a stress test, which
did not show much. They did a coronary angiography,
which is a test for the patency of the veins, but the veins
were clear. I just got some blood pressure pills and went
home.

| was convinced | had asthma

I went back to my GP with the results and he sent
me to a pulmonologist. I was sure I had asthma or
some sort of allergy, because I had had breathing prob-
lems the year before when I was near cereals (wheat or
barley). Even then, if I walked uphill, it would bring me
to a grinding halt. In addition, my brother has asthma,
my late grandmother had asthma and it is hereditary to
an extent, so I could have it too. The pulmonologist did
not find anything. He sent me for more detailed tests,
which also showed nothing. So, I went home, with no
diagnosis and no improvement. I cycled and swam
without any problems.
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In April 2022, I had an ultrasound of my heart and
a stress test in Ljubljana. Shortly afterwards, I received
a call from Dr Marusa Skrjanec Pusenjak from the In-
stitute of Genomic Medicine at the University Medical
Centre Ljubljana, who specialises in genetics, asking
me if I would be willing to undergo some genetic tests.
They gave me a blood test and a referral for a new ex-
amination in Slovenj Gradec. It was in November 2022,
just before the elections, and I was very busy at work,
so I completely forgot about it. It got lost in all the mail
with the election leaflets and I didn’t book an appoint-
ment in time. But they called me again and asked me
when I had time to come to Slovenj Gradec.

You see, I have a seasonal job, and in November
my job just started its peak season when we work all
day. We are in the vine-growing business — producing
vines via grafting, which results in vine seedlings for
the vineyards. In November, we harvest young vines
all day long, starting in the morning and harvesting
the whole day, and then in the evening they need to be
stored properly as well. So, I asked them if I could come
after the New Year.

In January 2023, that is, just over a year ago, I went
to Slovenj Gradec to Fabry Centre for a check-up and
they did all the tests.

In February 2023 | received a phone call and
confirmation that | had Fabry disease

I was invited for an examination and consultation
in March, when I was prescribed medication. I ordered
it from the pharmacy and got it quickly but did not
start taking it right away. I always found an excuse not
to take it. For example, before Easter, I said to myself:
“If T start taking it now, when we will have eaten so

many Easter delicacies, I might get some side effects...
I don’t want to disturb the team in Slovenj Gradec dur-
ing the holidays” So, I postponed the start of taking
the medication. My thought process was similar dur-
ing the May holidays. Then came the time to plant the
grafts. Maybe I wouldn’t be able to work as I usually do
because of the side effects... And time passed.

But one day I just decided that enough was enough
with this procrastination of mine and I started taking
the medicine. And lo and behold, I never had any side
effects at all! Well, except that every other day I have to
wake up at 4 AM to take these pills. (laughs) Because
I cannot eat anything for two hours before and two
hours after taking them. And going without food for
four hours at night is the easiest thing to do. (laughs)
So I take this pill and I go back to sleep, and I get up
at 6 AM.

| feel quite a big improvement

I don’t have any problems at all at the moment. I
can walk uphill or up the stairs without any problems —
well, I do get out of breath if it’s a very steep incline, but
so does everybody else! Now I have no problems get-
ting up the stairs to the second floor. My wife and I re-
cently walked 10 kilometres up and down without any
problems, so we can go for a walk again more often.

I had to bring my family tree to Fabry Centre. My
25-year-old daughter also came with me to get tested
and the test showed that she was a borderline case. But
she has no problems. She will probably be monitored
continuously on a long-term basis.

We are planning to get my brothers tested as well,
they don’t mind. They will probably come with me the
next time I go to Slovenj Gradec for a check-up. It takes
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us two and a half hours to get there from Ajdovi¢ina,
you know, they feel the drive to get there is a bit long.
In fact, we lose a whole day. Fortunately, they do not
have any health problems related to Fabry disease, but it
would still be a good idea for them to get tested because
of the possibility their children might get the disease.

I only have problems with my blood pressure and
shortness of breath. I saw an ophthalmologist last week.
Dr Bojan Vujkovac referred me to him. Apart from
age-related myopia, I have no problems. I told the oph-
thalmologist why I came, but he did not know about
the disease. But he later read about it and knew why Dr
Vujkovac was interested in my eyes. Dr Vujkovac also
sent me for an MRI scan of my head, and there they
found a growth in my sinuses which will have to be
removed. I was examined by an anaesthesiologist, but
she was also not familiar with Fabry disease. When she
read about it, she asked me if I had kidney problems, if
I was cold, if T had rashes, or tinnitus ... But I have none
of these symptoms that are characteristic of Fabry dis-
ease! I also tolerate the cold well and I sweat normally.
Fortunately, I don’t have too many problems. I mean,
maybe something else will turn up, what do I know?
But I hope not.

‘| compare it to diabetes. Just
as | take my medicine every day,

diabetics inject themselves with
insulin every day.”
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“But | am glad that the disease was
diagnosed. At least now | know
why | had problems. Otherwise

| could have spent my whole life
without knowing what was wrong
with me.”

I haven't read much about this disease, but my son
has and he learned that it is a metabolic disease. I have
an enzyme deficiency, so I don’t metabolise fats well. I
compare it to diabetes. Just as I take my medicine every
day, diabetics inject themselves with insulin every day.
That is how I console myself and, for the time being,
Fabry disease is not a big burden for me.

I also like going to Fabry Centre Slovenj Gradec,
even though I have to leave Ajdovséina at half past
five in the morning. They are very friendly, and I like
the fact that you don’t have to register anywhere, you
can just walk up to their door, which is usually already
open. Really, they are all very nice.

One time, Dr Vujkovac was on the radio and I told
my relatives and the whole bunch that they had to lis-
ten. I listened too, and it got me thinking a little when
he said that this is a serious disease and that many peo-
ple die of it. I have read a little about it and it does say
that patients with Fabry disease can die quite young.
This got me thinking a little bit about my own fami-
ly, and I found out that my relatives either died very
young or very old. So, I do not bother myself with that.
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Will I live to old age?

Sometimes I think about that when I look at my
father, who is 82. Will I live to see such an age? Will I
still be waking up at four oclock in the morning to take
a pill? (laughs)

But I am glad that the disease was diagnosed. At
least now I know why I had problems. Otherwise I
could have spent my whole life without knowing what
was wrong with me. My wife is also happy that they
have found out what disease I have. She expected me to
go on a diet, but they said nothing of the sort. My wife
says I need to lose a little weight, but I told her that it
was probably the pills. (laughs)

The good thing is that there is a therapy for Fab-
ry disease and that they approved it very quickly for
me. But the first time I went to look for these drugs,
my heart skipped a bit when I saw the price! So much
money for that pill I swallow every morning. Well, I
have very rarely been to the doctor up until now and I
didn’t cost the health insurance fund much.

I am positive about my future. Why should I be
a pessimist? I am not a griper. Some of my friends
complain that they have a pile of work to do and that
they don’t know if they will manage to do it all, they
are worried about what the future holds... I told them
that this year they will get everything done for sure, be-
cause February has 29 days, so we have one extra day!

(laughs)
[

Matic has told me countless times
to stop blaming myself

Natasa Dular, Ljubljana

| was diagnosed with Fabry disease in January 2018 after years of problems. | was 46 at the time. Actually,
| was diagnosed because | had a precursor to a stroke in December 2017. When | woke up in the morning, |
had no feeling in my left side and my arm and leg were limp. My husband took me to the emergency room
(A&E)because we were so worried. | was referred to the Division of Neurology at University Medical Centre
(UMC)in Ljubljana, where they started to investigate. My family brought all my test results from home and
the cardiologist Dr Zizek examined them. | had been to several doctors before. | organised these examina-
tions myself because | pay for supplemental medical insurance.
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simply felt that something was wrong with me.

I always had some sort of problems. I often had

dizzy spells, headaches, and my head was some-

how not clear. I can’t put it in words in any other
way. In stressful situations or when I was under a lot of
pressure, it seemed for a moment that something in my
head was disconnected.

Since childhood, I have had problems with burning
pains in my arms and legs when I had a fever. I walked
on all fours from all the pain. My parents tried to do
everything they could to bring the fever down as soon
as possible, because for as long as it lasted, I was in ter-
rible pain. I remember that they used to put whipped
egg whites in my socks. And on my hands, my finger-
tips were burning as if I had scalded them. My mother
told me that when I was two years old, I was in hospital
because of febrile seizures. Now I know what was the
reason for all that.

These pains also hindered me at school, for exam-
ple at PE. I exercised anyway, but all the time I felt that
I could have done better, that I could have achieved
more. But I didn't.

I got married at 18 and gave birth for the first time
at 20. The pain continued and intensified, I felt it all the
time. When I walked, the muscles in my legs ached.
When I would hang the curtains, I 'wouldn't be able to
hold my arms up for long. But I always attributed the
pain to something that was happening in my life at the
time: marriage, stress, pregnancy, childbirth ...

Every part of my body was talking about
Fabry disease

It often felt a stabbing pain in my heart, ever since
young age. In 2009, I was diagnosed with hypertrophy,
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which is a thickening of a heart muscle. I had no prob-
lems with my heart apart from the stabbing sensation.
Then the dizzy spells started. But a lot of people have
them, and I thought: “It’s probably nothing too bad””.

I also had problems with my kidneys, both during
pregnancy and afterwards. I had protein in my urine
and I often felt kidney pain. But I always attributed that
to some other reason as well, thinking that, say, it was
actually my back that was hurting, not my kidneys.
Later, when I went to see a nephrologist about my kid-
neys, she was amazed at all my problems.

I went to a neurologist for headaches, I had angio-
keratomas on my genitals and I have cornea verticillata
(a swirling pattern of golden brown or grey opacity in
the epithelium of the cornea; ed.) on my eye, which is
also one of the symptoms of this rare disease. I was di-
agnosed with cornea verticillata in 2003 at the Depart-
ment of Ophthalmology at UCM in Ljubljana, but it
was not linked to Fabry disease.

No one connected the symptoms

In short, there is no doctor who would not have
examined me... Everybody thought something was not
right, but nobody connected the symptoms. In fact,
every single part of my body was talking about Fabry
disease. If they had thought about Fabry even then, if
someone had pondered about which disease it could
be... I mean, I don’t know what it would have meant
for me, but I probably could have started the treatment
sooner.

I could have been one of the first patients to get the
medication in Slovenia.

It was only my cardiologist, Dr Zizek, who first sus-
pected that I had Fabry disease when I was at the Divi-

sion of Neurology in 2017. There, they took my blood
and sent it to Germany to be tested for the disease. The
test confirmed Dr ZizeK’s suspicions, and he was the
first to connect all my symptoms and problems.

When I received this diagnosis, I was already quite
mentally shattered from the stroke, so the first thing I
said to myself was: “Oh no, I can’t have that too!” Ac-
tually, I was not worried about Fabry disease because
of myself, it was when we found out that my son Matic
had it too that I was really devastated. When my diag-
nosis was confirmed, both my sons were tested as well.
Matic, my elder son, has Fabry disease, and Gasper,
the younger one, does not. At that time, I was truly
smashed to bits...

I handed down to my son something terrible

It was hard on me, really hard. I gave him some-
thing terrible without even knowing I had it. In fact, I
don’t know to this day how I got Fabry disease. I have
an older sister Mojca who doesn’t have this disease. I
did not get it from my father, because he lived until the
age of 86, which is impossible for a man with the dis-
ease. My Mum was tested twice and was negative. Her
mother died when my Mum was five years old. So, we
did not discover which of my ancestors had the disease
and then we did not bother with it anymore. I accept-
ed it, I have it... But it was really depressing because of
Matic... Although I was happy that Gasper didn't have
it, on the other hand it was eating me inside - why do
either of them have to have it...

If T was told of the diagnosis of Fabry disease soon-
er, would I have decided to have children anyway?
That’s a really difficult question... I think about it dif-
ferently today than I did in my 20s...
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I still think I would do it all over again today, but I
would have consulted the doctors first. I got married
young, for love, and we planned both our children. You
have to have children when youre young. I am proud
of that and I feel that I grew up with them. I under-
stood them better because I was young.

Today, they can prevent the transmission of Fabry
disease to children through artificial insemination. My
son Matic has a baby boy who was fathered by natural
means, although Matic and his wife also have frozen
foetuses, boys, at the Division of Gynaecology and Ob-
stetrics, Unfortunately, they had a very bad experience
at this department. I was shocked by their decision to
conceive naturally, because I really regret that I handed
down my son this disease. Fortunately, they are having
a boy, because a girl would automatically have this rare
disease, since it is transmitted via a genetically defec-
tive X chromosome. So the spread of Fabry disease has
stopped in our family with Matic for the time being.

Matic never complains

Matic has told me countless times to stop blaming
myself because I didn't know I had the disease. After I
was given the diagnosis, I bottled myself up, I blamed
myself a lot. Fortunately, everyone in my family is very
supportive, understanding and helpful. I also have a
very good friend, Olga, who has stood by me all this
time. For example, she has gone to different massage
courses so that she can help me, and she also helps me
to find ways to relax when I am feeling down. If it had
not been for her, I would have been much worse oft
psychologically. I have been through the support pro-
gramme at the rehabilitation institute URI Soca before,
where I was referred for fibromyalgia (a disorder char-
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acterized by widespread musculoskeletal pain; ed.). Yes,
I have that too. (laughs) But I went to a psychologist
because of anxiety, which was quite a hindrance for me
along the way.

I worked in an office, in accounting. It was a job
that was right up my alley. But when the health prob-
lems started, especially after the diagnosis of Fabry
disease, it just went downhill. I started going from one
doctor to the next and at the Disability Commission
they suggested that I should retire on disability pension
because of Fabry disease and fibromyalgia. But I was
horrified - that I should retire at 462

Despite the limitations, the pain and the problems
with staying focused, I wanted to be useful and not to
feel sorry for myself. I ended up working part-time,
four hours a day.

Working from home for three years during the
COVID-19 pandemic suited me very well, I func-
tioned well: I worked in peace (there are six of us girls
in the office), and I found it easier to focus. I was able
to get up and get some sleep, go for a walk or take a rest
when I felt I needed it — and of course I extended my
work hours in proportion to that. I think I definitely
worked more and better at home than when we started
working back at the office. I asked to continue working
from home because of all the health problems, but they
wouldn't listen. And then my boss let me know that I
wasn't doing enough work in the four hours.

That was a huge blow. With all the effort I put into
the job... T hadn't even been on sick leave... I often put
a lot of energy into getting to work in the first place
and then I was less able to work. If I could have worked
from home, I could have worked more and better. And
now I have received a negative opinion at a regular
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physical examination. They think I'm not fit to work,
so they sent a proposal to the Disability Commission
for my definitive disability retirement. I have accepted
that I will probably receive disability pension. At least
that way I might still have some quality of life.

I feel the worst because of Matic. Today he is 31
years old. In addition to Fabry, he has back problems,
having had two operations for scoliosis (a non-physio-
logical sideways curvature of the spine caused by mus-
cle or bone defects; ed.) and one of his legs is shorter
than the other. Among the symptoms of Fabry disease,
he had angiokeratomas and his legs and arms burned
when he was hot. As he did not sweat, his body always
overheated and he became all red-faced whenever he
exerted himself a little more or played with his peers
or when he had PE at school. But back then we didn’t
know, we didn’t connect the dots. Later he started to
suspect that he might have the disease. But Matic never
complains and insists that he is fine.

“Matic has told me countless times
to stop blaming myself because |
didn't know | had the disease. After
| was given the diagnosis, | bottled

myself up, | blamed myself a lot.
Fortunately, everyone in my family
is very supportive, understanding
and helpful.”

Treatment can’t perform miracles

In November 2018, we both started receiving treat-
ment with the same medicine at the same time. I have a
feeling that I really need this medicine. When I get the
enzyme, I have more energy. Not immediately, though;
after the treatment I am completely wiped for the day
and I can’t imagine driving home from Slovenj Gradec
by myself. Matic always drives us, he takes it in stride.
Despite the treatment, he still doesn’t sweat, but both
of us feel less pain in our arms and legs when it gets
hot. The headaches, however, remain. Now, as soon as
I feel a headache coming on, I take a pill to relieve it
or stop it in time. I also have white finger syndrome,
that is, Raynaud’s syndrome, which is also thought to
be characteristic of this rare disease.

I have somehow got used to living with Fabry dis-
ease. Every 14 days, Matic and I go on a trip to Koros-
ka. (laughs) The damage done so far cannot be reversed
with medications. It is not a cure. The treatment does
slow the disease down, for example my thickened heart
muscle would probably have deteriorated faster with-
out the medication, kidney failure would have hap-
pened sooner and I would have needed dialysis earlier.
Maybe the disease will slow down for me, but I cer-
tainly hope and wish that it will for Matic, especially
because the disease affects men more severely.

I cannot even begin to think what would happen to
Matic if the treatment did not work. He did start treat-
ment much earlier than I did, but I keep thinking that he
could have started it much earlier still. It would certainly
have been more effective ... If only we had known.

But there’s nothing we can do now, we have to wait
and see what time brings. We are living with Fabry dis-
ease and we don’t have much choice.
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It's a good thing we have Fabry Centre

It is good that we have Fabry Centre. I have noth-
ing but praise for them. All the doctors, absolutely all
of them, are the best there is. And not to mention the
nurses, they are truly angels. At the beginning it was
just Vesna and Sonja, then Anja joined them. They sort
everything out in a flash, they are always smiling and
friendly, nothing is too hard for them, they are really
great.

In the meantime, Matic and I had a year of receiving
treatment at home, given by Matej the medical techni-
cian who is a spot-on guy. At that time, we only went
to Slovenj Gradec twice a year for check-ups. It’s really
a pity that we can’t continue receiving the treatment at
home. It was much easier on the patients because we
didn’t have to travel to Slovenj Gradec.

Now at the age of 51, I would like to live as quiet a
life as possible without the shocks of illness, as I have
experienced quite a few of them. I want a good life for
my son and also for myself, so that my husband, the
grandpa, and I can enjoy our grandchild together. He
is two years old and his name is Oskar Lev. He gives me
the energy to know what to live for. He is my sunshine;
he brings me happiness.

I love all of my family, especially my husband, but
Oskar Lev keeps me on my toes even when things get
very hard. I hope they surprise me with another grand-
child or maybe my son Gasper with a granddaughter
... At least he can have a daughter without fear of the
Fabry dynasty continuing. .
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Sometimes | forget
| have Fabry disease

Tomaz Salamon, Regica ob Savinji

| was diagnosed with Fabry disease in 2004. | went
for testing because my uncle, my mother’s brother,
was diagnosed with the disease. At the time, we all
went for testing, the whole bunch of us. It turned
out that my mother also had the disease and my
brother did not.

| am now 44 years old and soon 18 years will pass
since | have been on the medication. | receive an
infusion every 14 days.

I have to say that | have had no problems at all since
puberty because of Fabry disease. When | listen to
other patients talking about their symptoms, it is
all completely unknown to me.
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It was as if my muscles were about to burn up
But before puberty I had problems that were prob-
ably related to this disease. When I got a fever, which
was quite often, I felt such strong burning pain in my
muscles, as if my muscles were about to burn up.

That was basically it, and it only happened when
I had a fever. However, it was quite hard to bear these
pains. It really wasn’t pleasant, especially because noth-
ing helped at all. I just didn’t know what else I could do
to make the pain go away.

I didn’t have any problems at school because of the
disease, though. Every now and then someone would
say to me that I was slacking off at PE, but I didn’t make
a big deal out of it. I usually replied: “If you say so, it
must be true” But there wasn't too much of teasing.

My parents were very understanding about my
illness.

My mother never complained about her health, so
in fact I don’t even know if she had problems because
of Fabry disease. If she did, she certainly never showed
it. When I look back now, I remember that she was of-
ten ill, but we never discussed it much.

After puberty, there was no more pain

After puberty, everything changed somehow. There
was no more pain. That was it.

Now when I get sick and have a fever, of course I
am not comfortable, nobody is. But I cannot say that I
have such obvious symptoms of Fabry disease as some
other patients have.

In fact, it makes me quite a bit uncomfortable to
hear other patients complain. I just don't understand
them, because personally I don’t have these problems.
But I am very well aware that I cannot know in what
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state I would have been if I had not been on the medi-
cation for so long.

I mean, Fabry disease may cause some problems for
me, but I do not feel them and they do not bother me. I
take preventive medications for blood pressure and for
the heart and things like that, but I have never felt any
problems that would hinder me in my life or, say, at my
work. I work at BSH Nazarje, a company that manu-
factures kitchen appliances. It is a multiple shift job. I
work for six days and then I have two days off.

Thank God | was diagnosed with Fabry
disease in time

The disease really doesn’t bother me. But the ques-
tion is what would have happened if I hadn’t had the
medication.

Thank God I was diagnosed with Fabry disease in
time. It was a bit hard to come to terms with, but now
I'm used to it and sometimes I just forget about it.

“In fact, it makes me quite a bit
uncomfortable to hear other
patients complain. | just don't

understand them, because

personally | dont have these
problems. But | am very well aware
that | cannot know in what state |
would have beenif | had not been
on the medication for so long.”
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“Thank God | was diagnosed with
Fabry disease in time. It was a bit

hard to come to terms with, but
now I'm used to it and sometimes |
just forget about it.”

I am glad that I don’t have to travel to Slovenj Gra-
dec every 14 days like I used to. That, together with the
long drive, took up my whole morning. Now I only go
there for a check-up every six months. I get my treat-
ment at my local health centre. They are well trained
there and I have no complaints. It’s no rocket science. If
I could prick myself to set the infusion, I would.
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So, every 14 days I make the time for an infusion.
Sometimes, when I am really in a hurry at work, I only
take two hours off. In that time, I drive to the health
centre, get the infusion and come back. Half an hour
after the treatment I am a bit tired. It doesn’t bother me
like it does some people who have to lie down for two
days after an infusion. When I am tired after the infu-
sion, I have a coffee, smoke two cigarettes, and that’s it.
You're not going to get me to stop smoking, I can tell
you that. (laughs) OK, I won't say it’s good for me, I
know, I know...

I know they can’t work miracles

I will bear whatever the future brings me. We'll see
what science and medicine have in store for us. What
else can we do anyway? If my condition stays the way
it is right now, it will be quite all right. I have no spe-
cial expectations, because I am aware that they cannot
work miracles. .
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All | wished for is for
my children not to
have Fabry disease

Sandra Bera, Smartno ob Paki and
Desanka Bera, Velenje

Desanka: | have always had a lot of health problems.
The other children played in the snow in winter, but
| was freezing outside, so | was always cooped up in
the house, by the wood stove. In the summer, | was
hiding in the shade.

Even at work, the cold caused me problems. My fin-
gernails and lips turned all blue, and | just couldn't
work. | worked at Gorenje, an appliance manufac-
turer, for 20 years. My boss saw that the cold was
pure torture for me and protected me. | got along
with everybody and | was a hard worker, it was only
the cold and the heat that tortured me, that was
the worst.

| also had back problems and | was often so nau-
seous that my vision became blurred. My boss told
me to just sit down and have arest if | didn't feel OK.
| have also had low blood pressure all my life.
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The GP said: “There’s nothing wrong with you”

But when I went to the GP, my blood and urine
tests always came back fine. My heart was pounding, so
I went to the GP who examined me and said my heart
was fine. “There’s nothing wrong with you,” he said. Of
course, it felt pointless to go to the GP from then on.
When I had a cold, I made tea. Only if I really couldn’t
go to work did I go to the GP to get sick leave.

I felt so miserable, quite anxious at times. Then I
lost my will and I didn’t go to the GP at all anymore.

I wanted a child very much, at least one child. To
have something of my own. I didn’t know at the time
that I had Fabry disease. I had problems during preg-
nancy as well. I got pregnant five times, but in the end, I
only had two babies, thanks to Dr Mikus at the Slovenj
Gradec Hospital. If it hadn’t been for him, I wouldn’t
have had any children at all. He told me that I had a bi-
cornuate uterus. I thought to myself: “Dear God, what
is this?” I had never heard of that before. It sounded
like something out of outer space.

I gave birth to Sandra and nine years later to
Barbara

Then they took care of that and when I got pregnant,
Dr Mikus put me on sick leave. When I was about sev-
en months pregnant, I started bleeding at night and my
husband took me to the hospital. I was scared and it was
bad because I thought I was going to have a miscarriage.
But Dr Miku$ gave me an injection and said: “I don't
want to see another tear from your eyes, everything will
be fine” Then I spent my time in bed at the hospital until
I gave birth and it really did end well. I gave birth to San-
dra and nine years later to Barbara.

Later I was diagnosed with diabetes and I also had
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problems with my veins. I didn’t know I had diabetes
for a long time. I have been on insulin for 15 years, and
before that I was on pills and diet for five years. I have
been very careful about what I put on my plate all my
life. T have also brought up my children in the same way.

Sandra: That’s true, we never had fried food, I had
to eat it in secret, but 'm grateful to my mother for that.

Desanka: I just felt that it made me feel so much bet-
ter if I ate a bowl of salad rather than fried food.

Mum was a fighter from the start

I was born in the small village of Velika Zuljevica in
Bosnia. At the time there were five houses in the whole
village. There were nine children in our family, and I was
the youngest, so my godfather was Josip Broz Tito. Every
year on 29 November I got a red dress, a bow, shoes, a
big box of sweets and money. I remember that my moth-
er once bought a cow with this money. My father had
only one brother, and on my mother’s side there were
nine children. Mum told me a lot about her family, but
I don’t know much about my father’s family. He died
when I was six.

Sandra: Mum was a fighter from the very beginning.
She was the unplanned ninth child. Her mother died
when she was 18. Her brother who took her under his
wing was a miner who lost his life in a mine.

Desanka: When my mother died, I came to Slovenia
and lived with my brother in Velenje. In 2016, I got a call
from my nephew, who had been diagnosed with Fabry
disease in Rijeka. He had been ill for a long time and
started on dialysis some time before that. He said that
we should all get tested because the disease is heredi-
tary. Shortly afterwards, the disease was confirmed in
his younger brother, who had a kidney transplant just in

time to avoid dialysis. Four months after the transplant,
he and his wife had a daughter, and two years later they
had a son.

It turned out that their mother, my sister, was a Fabry
disease carrier. She never received the treatment because
she had died earlier, at the age of 66, from diabetes and
heart-related complications. The testing continued with
the other surviving members of the family. When it was
my turn to call Dr Bojan Vujkovac for testing, I hesitated
at first. Sandra asked me if I was waiting for something
to happen to my sister and me first. My heart sank and I
went to the other side of the patio so that no one could
see me and immediately called Dr Bojan. We talked for
a long time and then we went to get tested. That’s how I
was diagnosed with Fabry disease in 2016.

All | wished for is for my children not to have
Fabry disease

So the disease ran in the family. I got answers to all
my problems. Sandra created our family tree. I didn’t
know who I inherited it from. Since none of my broth-
ers had Fabry disease, only my sisters, it was probably
my father who had it, not my mother.

All T wished for is for my children not to have the
disease. Then, as happy as I was that one daughter did
not have it, I was also sad that the other one did.

Sandra: The following year, in 2017, my sister and
I were tested. She was negative, and I am the carrier of
the family mutation. I was shocked at first, but then I
thought to myself: “Better me than her” My sister lives
in Bristol, England, where such a diagnosis would be
quite a challenge, especially financially. I live close to
Slovenj Gradec, where the best team for Fabry disease
treatment is located.
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| have always felt that | am the one with Fabry
heart

I have always been sensitive to the cold, like my
mother. If someone rubbed my face in the snow when
we were playing outside in winter, I felt like I was about
to pass out, it was such a terrible pain. I mean, I regular-
ly do recreation and exercise, but I have never been an
athlete. My legs always felt heavy, as if something was
holding me back. I constantly have low blood pressure,
so I have to move carefully, especially in the morning
and during heavy periods. In my teenage years, I often
fainted. I have always had low back pain which makes
it impossible for me to stand still for long periods of
time. My joints ache, especially in cold weather. De-
spite taking magnesium regularly, I often have cramps
and I constantly hear ringing in my ears. My kidneys
are not in the best shape either, but they are being
monitored by the best Fabry team.

My sister Barbara, on the other hand, has always
been an athlete, without the problems and pain associ-
ated with Fabry disease.

I am grateful | can be a mother

I have two daughters. Both pregnancies were high-
risk. I got pregnant with great difficulty, just like my
mother and her sisters, who have Fabry disease. Then,
twice, I went through nine months of severe vomiting,
pain and bleeding. I felt as if my body was rejecting the
baby. Both times I vomited from the first day, when I
didn’t even know I was pregnant yet, until the last day
before giving birth. Both times I gave birth by caesar-
ean section. The first time Ilost alot of blood because of
complications during the birth, but luckily everything
turned out well, both for me and for my daughter. Her
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name is Nea, which means light, aurora. Her dad chose
her name and it suits her very well.

I lost one child between the two daughters. I have
the feeling that this lost child was a boy with Fabry dis-
ease and perhaps it was better that way. Five months
later a miracle happened and nine months after that
our Elena was born. Her sister picked her name. I
hadn’t got my turn at picking names yet. (laughs) But
I did name my sister. She was born at eight months,
she was tiny, she weighed only 1800 grams, and she re-
minded me of the Barbie doll, so she became Barbara.

My eldest daughter is 15 and we've already had her
tested. She does not have Fabry disease. She has always
been healthy and is a great athlete. We haven't had the
younger one tested yet because she is only eight. Both
Dr Bojan and I think it’s too early. I often think about
how Elena gets tired quickly and she often has nose
bleeds, just like my mother did when she was little. But
I know it’s not necessarily this rare disease. We will wait
a while before we have her tested, because she is doing
fine and has no serious problems.

Despite all the difficulties during both pregnancies
and with the births, I am grateful I can be a mother. I
feel I have fulfilled my mission.

However, if I had known before my first pregnancy
I had Fabry disease, I would definitely have chosen to
have IVE, which is already being done successfully for
patients with Fabry disease. I would definitely like to
see this disease cut short in our family. But we didn’t
know at the time. I gave birth for the first time in 2008
and for the second time in 2015 and I didn’t have that
option.
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Luckily, my Mum can take the medicine in pill
form

After my Mum was diagnosed with Fabry disease in
2016, they determined that both kidneys and her heart
were also affected. She has a thickened heart muscle,
known as Fabry heart. She was immediately started
on treatment, initially intravenously. Despite this, her
condition deteriorated, but with the help of the expert
team led by Dr Bojan Vujkovac from Fabry Centre, she
received appropriate treatment which brought her re-
lief. Because her veins were in a very bad shape, they
then tried with pills which had already worked well for
her nephew in Frankfurt. It seems that they have the
same defect and the pills worked well for my mother
as well. The fact that she can take the medicine in the
pill form has a very good effect on her quality of life. In
the meantime, she was doing so poorly that she could
hardly walk anymore, and she was also hallucinating.
She was treated at the hospital in Slovenj Gradec.

In 2019, my mother suffered a severe stroke. Her
life was hanging by a very thin thread, but our mother
is a fighter and she does not give up. She has been in the
intensive care unit of the Celje hospital several times,
but even then, we said that it was not her time yet.

At first my dad thought her sugar level had dropped
again, but he quickly understood that something was
wrong. The emergency services responded very quick-
ly, and within five minutes the ambulance was at our
house in Lipje. She was in a medically induced coma
for about two weeks and we didn’t know if she would
wake up or what the consequences would be. Brain
imaging showed that Mum had already suffered sev-
eral small strokes. Fortunately, it ended well. Mum is a
fighter. We used to visit her and I believe that while she

was in a coma she felt that we needed her.

Desanka: Yes, I did hear you cry in the corridor. The
stroke took the use this arm from me. At night every-
one was sleeping and I was training. In the middle of
the night, I felt my little finger first and then the other
fingers and then I could lift my arm. I was so happy I
could fly. I said to the male nurse: “Come here, let me
give you a hug” (laughs)

Sandra: Mum woke up and recovered well. If our
Mum has anything, she has the will. She had to learn
how to write all over again, together with my daughter,
who was in first grade at the time. If you tell our moth-
er to do an exercise five times, she will do it 50 times.
She will celebrate her 69th birthday in February and you
couldn’t even notice how affected she was at the time.

She doesn’t give up with all the other health chal-
lenges either. Plus, we love each other, that’s what counts.

Gems of the hospital in Slovenj Gradec

Desanka: They took good care of me, now I amina
great shape. I don’t feel any pain, I actually live just like
before. These doctors are not only experts, they are the
sweeties and gems of the hospital in Slovenj Gradec,
together with the entire medical team.

Sandra: We are really lucky; the whole team is
amazing. What a breakthrough they’ve made in such
a short time! I personally will be spared a lot of grief
thanks to them. My Mum can now just take a pill,
so her quality of life is much better now, because she
couldn’t even walk for a time. I am immensely grateful
for everything they do and stand for at the Centre. I
am willing to do a lot to make sure that as many peo-
ple as possible get to know about this so that other pa-
tients can be diagnosed as soon as possible so that their
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lives can be made easier, so that they do not have to go
through what my Mum and I had to go through.

I am 45 years old now and I am not currently re-
ceiving treatment. Fabry disease has only affected my
kidneys, that is what the results show, so I am taking
some pills and they are monitoring me.

I do not bother with the diagnosis of Fabry disease
because I do not allow it to define me. I don’t think
about it and I go on with my life. I try to live every
day to the fullest and catch as many moments as I can
that take my breath away in a positive way. I am very
grateful that I was diagnosed relatively early, at the age
of 38. I believe that this will bring me many benefits, as
I will be spared many things. But it will also benefit the
health system, because Fabry disease is very expensive
to treat if it is diagnosed later in life.

That is why I will continue to strive to live a full life,
to love my family and to be grateful for every day - de-
spite the challenges that the disease brings.

This diagnosis has brought many answers for my
Mum about things that have happened in her life. We
used to attribute most of the problems to diabetes, but
now we know that it was not only diabetes that caused
her problems, it is also Fabry disease, which affects all
the organs.

Desanka: I would like to live for as long as I can
take care of myself. When I can’t do that anymore, it’s
better that ’'m gone. Until then, I can still help the chil-
dren. I have my own small herb and vegetable garden,
and fruits... T try to grow as much as I can by myself. It’s
so nice here where we live in Lipje! I enjoy my garden
where I watch the birds. In summer, I move along with
the shade and I avoid the sun. .
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It took more than
25 years before
someone took me
seriously

Matjaz DolinSek, Ljubljana

I've had Fabry disease symptoms since | was a child.
| was in so much pain that | couldn't walk. My arms
and legs burned so hard that | couldn't stand it. |
helped myself by cooling my hands and feet in cold
water and with painkillers | stole from my mother.

For a long time, nobody believed | had such a se-
rious problem. Only my now-deceased mother be-
lieved me, and she took me to the GP several times.
There they checked my blood and urine, but the re-
sults showed nothing to make anyone believe that
| wasill.
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was unable to do sport activities because of the

severe pain. But when PE was on the timetable

at school, nobody believed that I was in such un-

bearable pain. Teachers used to send me to weed
the athletics track and pick up waste in intense heat.
Then I started hiding when I had PE.

I trained as a precision mechanic, I worked as a
trainee, but I had problems at my job. I worked hard,
helping myself with various pills. In 2004 I got a job at
the post office, but they saw that I really couldn’t do
the work. I often came to work with a fever, but I didn’t
want to go on sick leave, so as not to come off as a ma-
lingerer.

It was more than 25 years before someone
took me seriously

It was more than 25 years before someone took me
seriously and believed me that I had a serious health
problem. I understand that Fabry disease is very difficult
to diagnose, as it is a very rare genetic disease. However,
for all these long 25 years people around me thought of
me as a malingerer. Only my mother, from whom I in-
herited the disease, believed me. Unfortunately, she died
before her disease could be diagnosed, in 2004.

The first person who believed me and diagnosed
me was Dr Vujkovac and the whole team at Fabry Cen-
tre at the Slovenj Gradec General Hospital. The disease
was finally diagnosed in 2007.

The first person to suspect Fabry disease
was a dermatologist

Dr Kolar from the Dermatology Department at
Celje General Hospital was the first to suspect Fabry
disease. My angiokeratomas made her suspect some-
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thing was wrong. She had long discussions with var-
ious doctors and got in touch with Dr Vujkovac. This
was before the May holidays, and immediately after
the holidays I went to Slovenj Gradec for an examina-
tion. They took my blood there, but it was still almost a
year before the diagnosis was confirmed. At that time,
genetic tests were not done in Slovenia, the samples
were sent to Germany and it took about a year to get
the results.

I was 35 years old when I got the diagnosis, which
was in 2008.

21March 2009 - a day | will remember forever

I will forever remember the day when my treatment
for Fabry disease started: on 21 March 2009 I received
my first enzyme replacement therapy. I am still receiv-
ing it, every 14 days, and will probably have to do so for
the rest of my life.

There was a period when we received enzyme re-
placement therapy at home, which was much easier for
patients than going to Slovenj Gradec every 14 days for
therapy. After the therapy you are very tired and a lot can
happen on the road when you are driving back home.

I am a category 3 disabled person. The doctor at
the Employment Office, who said he had looked into
my case, decided that I was unfit for any work. Well,
the Pension and Disability Insurance Institute thinks I
am fit for a four-hour job with adapted working con-
ditions. This means that I must have the option to get
up and stretch frequently. But there is no such job, and
what employer will allow me to do that? And on top
of that, I have to take a sick day every 14 days to go
to therapy, after which 'm a wreck for another two or
three days.
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| don't want to hide my illness from my
employer

I don’t want to hide my illness from my employer,
so of course I can’t get a job.

I also applied for a survivor’s pension, which was
rejected by the judge on the grounds that the illness
started at a later time. I really cannot understand this
logic, since Fabry disease is hereditary, so I must have
had it at birth.

Patients would urgently need disability status. In
addition to pain, Fabry disease can also cause depres-
sion, insomnia, heart disease, stroke, kidney damage...
I myself had some intermittent cardiac arrests last year
and they were going to implant a pacemaker, but the
cardiology department at the University Medical Cen-
tre Ljubljana decided to just ablate my heart.

Children with this condition should also have a
special status, as they are unable to do certain things.
For example, they cannot play football or basketball in
the summer and are therefore isolated from society.

“l would advise all patients who
have similar problems to mine

to contact Fabry Centre Slovenj
Gradec. They may also have an
illness similar to mine.”
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I regret very much that the disease was not
detected earlier

Since I have been receiving therapy, my pain has
not decreased much. I regret very much that the dis-
ease was not diagnosed and treated earlier in my life. If
the treatment had started earlier, my life would proba-
bly have been much easier and, above all, less painful.
Unfortunately, after all these years, my organs are in-
jured to the extent that the damage is irreparable.

Nevertheless, the full social support of Fabry Cen-
tre staff means a lot to me, because they really under-
stand the problems of Fabry patients.

I would advise all patients who have similar prob-
lems to mine to contact Fabry Centre Slovenj Gradec.
They may also have an illness similar to mine.

I wish for them to start treatment as soon as pos-
sible so that they can repair the damage caused by the

disease. .

Our Andrej lived

Mirjana and Ur§a Porenta, Skofja Loka

Our brother Andrej died last July of Fabry disease. Our late mother also had it. Looking back now, we re-
member that Mum had problems with high blood pressure and kidneys. She underwent a great many dif-
ferent tests, but for a long time she did not know what was really wrong with her. Her blood pressure was
always elevated and, despite therapy, they could not regulate it. But she had no distinctilinesses. Aslong as
she could walk, she was very active. She looked after the children, hiked a lot, including in the mountains.
Then she started having problems with her kidneys and her heart, which slowly started to fail.
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here were three children, we, the sisters, were

12 years apart, and Andrej was the middle

child. He was a sickly child, often had fever

and was not as active as his peers. At school,
he tried his best at PE, as hard as he could, but he just
couldn’t keep up with the other children.

He also had kidney problems. However, he did not
have pronounced problems like our mother. He got
tired quickly, and of course we didn’t know why. He
was more withdrawn by nature and enjoyed his time
at home, reading or sitting at the computer. But before
we knew he was ill, we were very hard on Andrej. We
all had to do our share of more difficult chores, but he
didn’t have to because he just wasn't able to. There was
always an understanding that Andrej couldn’t do it. We
thought it was because he just lay in his room and read.
If you said anything to him about it, he would get upset
but then he helped as much as he could. But he never
said he couldn’t do anything. And he always found the
will and strength for the activities that pleased him.

When our mother had a heart attack, she was ad-
mitted to the hospital in Trnovo, where she was exam-
ined by a resident. The resident noticed that a few years
ago, when Mum was being treated for high blood pres-
sure at the Dr Peter Drzaj Hospital, Fabry disease was
suspected. Knowing that Dr Vujkovac was working on
this disease, they contacted him, did a bunch of tests,
and then both our mother and Andrej were diagnosed
with Fabry disease.

One day, while driving back from Fabry
Centre, he fell asleep ...

When Fabry Centre opened in Slovenj Gradec in
2004, our mother and brother started treatment togeth-
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er, driving there every 14 days for infusions. Andrej was
quite well at that time and drove them himself. The long
journey did not bother him at all, and neither did Mum.
They both knew that they were very well taken care of
there. But there was a period of time when he was not
receiving the treatment because of some problems, and
he was not well.

When they started treatment, Mum was already over
60 and Andrej was 40. The medicine did slow down our
mother’s illness a little. Then she got worse quite quickly.
She didn’t have any serious disabilities, but she had a bit
of diabetes, high blood pressure and all the ailments that
often come with old age. Later, when she became more
and more enfeebled, she also fell twice and then we put
her in a nursing home. They stopped treating her then
too, there was no point, and the drive to Slovenj Gradec
would have been too tiring for her.

“Andrej was very happy with his treatment at Fab-
ry Centre, he got on well with them and liked going to
Slovenj Gradec. He and our mother always stopped at
Trojane on the way home so that he could get some sleep.
Then they pressed on. Later on, the driving became too
tiresome for him. Once he fell asleep on the way back,
and Mum put an end to it and then I drove them for a
long time. In the morning, we started from home be-
fore 5 AM, so we were there by 6.50 AM. Then Andrej
started to get his infusions from his GP. There was also
a period of time when the nurse came and gave him an
infusion at home. After COVID-19, I started giving him
the infusions, because I am a nurse,” says Mirjana.

Our family didn’t bother ourselves with Fabry
disease
Ur$a recalls that after their mother’s and Andrej’s

diagnosis, the rest of the family also had their blood
screened for Fabry disease. “My sister and I, our moth-
er’s two sisters and our cousin. It turned out we didn’t
have it. I didn't get my children tested because I was
told that if I didn’t have the disease, my children didn’t
have it either”

Mirjana thinks out loud that maybe their maternal
grandfather had this rare disease too. “I remember that
he was slow, rather awkward and weak. But if you work
on a small farm like he did, that might not come out as
a symptom... He died around 1980, so it’s hard to say
for sure”

Our family was not bothered by Fabry disease. I
think we functioned quite well with it and tried to live
as naturally as possible. Even when we were waiting for
the results of Fabry test, we didn’t bother because we
felt we were healthy.

“My only fear was that my son would have the dis-
ease. They said that women are carriers and men get
the disease. But then they explained that if I didn't
have it, my son wouldn’t have it either. So they didn’t
test him and my children really don’t have this kind of
problems,” says Ursa.

With Fabry disease on a bike to Mangart

Andrej completed his schooling on time and got a
job. He worked in a furniture shop and then at a com-
pany selling sports equipment. Unfortunately, by that
time he had started to suffer so much that he was una-
ble to go on business trips to, say, Germany or Italy. It
was too tiring.

He started building websites, he enjoyed it, it was
his thing. At 43, he was put on disability pension, but
before that he had worked for 23 years.
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He was very active up until the COVID-19 pan-
demic. In his youth, he was engaged in paragliding, but
had to give it up due to a leg injury. Even after the diag-
nosis, until the time when he started peritoneal dialysis,
he went camping with his friends in Kobarid. They did
a lot of cycling and photography there. He tried very
hard to keep up with his friends. They knew about his
illness, were considerate of him and encouraged him
to be active. Even after he was diagnosed with Fabry
disease, he still cycled to Mangart. He spent some time
on the bike and some time walking, but he managed.

When he started peritoneal dialysis, however, he
withdrew from society a bit. He spent more time in
front of the computer and among books, and he some-
times went on a short day trip with his friends.

In short, our Andrej lived.

Then it went downbhill fast. He had severe kidney
problems. His kidney had failed, but he didn’t want to
go on dialysis, so he had to have peritoneal dialysis at
home every night, but it couldn’t go on forever. Soon
he was put on the transplant list. Then he got weak-
er and heart problems set in. His heart weakened so
quickly that Dr Vujkovac was a little surprised. They
quickly inserted three vascular stents into his heart. He
was hospitalised for three months because of complica-
tions from the surgery.

“He was very scared of going to the hospital because
he was a very picky eater. At home, we always cooked
for him what he liked to eat. When my parents died, I
moved back home and Andrej and I lived together. I
managed the infusions and I cooked. Andrej used to
cook too when our mother was still alive. Because of
Fabry disease, he had to pay special attention to his
diet, for example to ensure that he was getting the right
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amount of potassium. He was quite limited in that way.

Andrej had always been a calm person, but in re-
cent years he had become more and more frail, because
he didn’t eat much. He had a kidney transplant shortly
before COVID-19 and we were hoping for better times.
But since the emergence of COVID-19, he never even
ventured into the store because he was afraid of in-
fection. However, he got infected anyway and despite
everything, he survived the disease without any major
complications.

But after that he really couldn’t stand much physi-
cal activity anymore, even though he tried. We all en-
couraged him. He was very proud when he managed
to do something, for example walk a certain distance.
Dr Vujkovac also encouraged him to walk. You know,
I told on Andrej to the doctor because I could not look
at him not moving, he had no muscle mass at all. When
Dr Vujkovac took over his treatment, he was doing bet-
ter for a while,” says Mirjana.

He expected to die early

Andrej had studied Fabry disease closely and knew
what to expect. He told us that Fabry patients live un-
til 55 on average. When he reached that age, we often
heard him say: “Oh, just a few more Mondays ..”

He expected to die early, but the rest of us did not.
Even in his last days, he seemed fine. It seemed that
his face had always been gaunt and he was as skinny as
a beanpole, but we really didn’t notice any significant
change in his appearance or his well-being in those
days. We really did not expect him to die at the time.

He died on 28 July 2023. We were very shocked. We
couldn’t stop thinking for a long time about whether
we might have missed something.
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In May we had a check-up with Dr Vujkovac. When
he saw the ultrasound of the heart, he felt that surgery
was not a reasonable course of action. He told us to
get ready for difficult times ahead. But Andrej contin-
ued his daily rituals: he got up in the morning, took his
medication, had breakfast and went back to his room,
where he spent most of his time. He watched TV, read
and programmed on the computer. He said he was pro-
gramming to train his brain.

“Since I moved back home in March, we have been
together upstairs. Now that I think about it, he slept
more those last few days than he would have otherwise.
He wasn’t awake as much, he was tired. But we expect-
ed his condition to deteriorate for longer. I imagined
that he would slowly fade away and we, the two nurses,
would look after him. We expected it to be difficult...
So we didn’t think it would happen so suddenly...

That night I ran into him in the corridor. I came
home around midnight and he said to me in jest,
“Youre coming home at this hour?” I guess he just sat
down on the bed after that, and that’s how we found
him. I don’t think he expected it to happen that night
either. Held always tell us when he was feeling unwell.
In the evening, he ordered something online and ate
his dinner. If he didn’t feel well, he wouldnt eat. But
that night he was fine,” Ursa recalls.

In the morning, he didn’t come for breakfast. We
opened the door to his room and at first, we didn’t even
realise it. We were running pell-mell around the house
like two chickens with their heads cut off, we didn’t know
what to do, where to start... And we're both nurses...

Andrej simply didn’t wake up that morning. He died
of heart failure, one month before his 59th birthday.
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| won't give up

Marjan Florindo and Stanka PobolSaj,
Trbovlje

Marjan: | didn't even know | had Fabry disease un-
til 2011. My older brother had it. At the time, | used
to drive him to Ljubljana for check-ups because
of this disease. So, my brother and | are sitting on
such an occasionin the waiting room, and the doc-
tor comes out and asks my brother who | was. He
told him | was his brother, and she asked if | would
do be interested in the test. | immediately said yes.
Then they called me and | was admitted to a hospi-
tal for a day or two. They told me | had this disease.
| had already had a pacemaker because | had heart
problems. Dr Vujkovac told me that it was because
of Fabry disease. In addition, | cannot see welland |
am deaf. | got a pacemaker 22 years ago.

Stanka: That was the year our son was born. We
didn't know Marjan had Fabry disease then. Mar-
jan and his older brother had a younger brother as
well. He died at the age of 43. He was being treated
for multiple sclerosis and was in a nursing home in
Ihan where he died. He was not diagnosed as hav-
ing Fabry disease because he died early, but it is
very likely that he did have the disease. It was, how-
ever, confirmed in his older brother. He had been
on dialysis for along time before his diagnosis.
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My brother and | used to go to Slovenj Gradec
together

Marjan: My older brother and I were then sent
from Ljubljana to Slovenj Gradec to Fabry Centre and
we were going for the infusions and the check-ups
together. We had the same appointments. My older
brother died at the age of 57, the same age as I am now.
Dr Vujkovac told me that the treatment is helping me.
That I have gained many years with the medicine.

Stanka: Men with Fabry usually pass away at 50.

Marjan: They determined that our son does not
have this disease. If we had a daughter, she would have
it. My brother had a daughter, but she was stillborn.
She would be 22 now. She most probably had Fabry
disease. Women are carriers of the disease. We don't
know if my mother had it. Dr Vujkovac said that she
either had it or was a carrier. My father did not have it.

Stanka: Marjan’s mother died when she was in her
80s, she had a stroke. That’s an advanced age for Fabry
disease. Maybe she really was a carrier.

Marjan: Well, thinking back, I remembered that
since childhood my arms and legs always started to hurt
when it was hot outside. When I walked home from
school in the summer heat, my feet hurt badly. Both my
brothers also had the same pains. Otherwise, I was not
a sickly child. But I had a hard time with the heat and
the cold. I still do. I often complained to my mother that
I was in pain and she would say that my brothers were
too. Well, I guess there wasn’t much she could do.

I have 28 years of recognised occupational
record

When I finished school, I went to work. First, I was
a postman on a motorbike in Trbovlje, then I went to
work in a mine. I worked in a mine for 11 years and a
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half. When the mine closed, I went to work for a pri-
vate construction company. It was hard work but what
could I do? I didn’t know I had this disease. I have
worked for 28 years altogether. Now I am retired on
disability pension.

Stanka: When he was diagnosed, that’s when it
started. He had three strokes, and that’s probably relat-
ed to Fabry disease.

Marjan: I go to Slovenj Gradec every three months
for a check-up and an infusion. When I get the infu-
sion, I am very tired for about 10, 15 minutes. I get it
in the hospital in Trbovlje every 14 days. They taught
them how to give me an infusion at Fabry Centre. They
used to go to Slovenj Gradec to learn. I am glad that I
don’t have to go to Slovenj Gradec every 14 days any-
more. It takes an hour and 15 minutes on that winding
road to get there.

Stanka: We live in Sklendrovec, a 15-minute drive
from Trbovlje. It's a good thing I can drive. Marjan also
had a driving license. If you don't live in the city, you
need a car and a driving licence. The infusion therapy
takes an hour and a half to complete. When he gets it
in Trbovlje, I wait for him. Marjan doesn’t have to go to
Trbovlje for the lab tests, because a community nurse
comes home to take his blood. We don’t get a transport
to the lab for the tests. I used to drive him, but I don’t
get sick leave to escort him anymore. I only get it for
basic check-ups, but not for the laboratory tests.

Marjan: We live 20 kilometres away from Izlake
and 8 kilometres away from Zagorje, where the clos-
est post office and a grocery store are. You can't live in
places like that without a car. I remember when I was
going to school and I didn’t have a car yet. I walked half
an hour to the bus station. In those days, winters were
still severe, there was a metre of snow in the winter, and

my mother used to shovel it with a utensil for baking
bread. But when I started working, I already had a mo-
torbike and later a car.

It's a good thing our son doesn’t have Fabry
disease

Marjan: It's good that our son doesn't have Fabry
disease. Because they can’t cure it. At least that’s what
they said.

Stanka: Our son will turn 23 this year. His name is
Timotej, and he already has a job. He has a girlfriend
now, so he’s not at home much.

I work at a retirement home in Izlake. Marjan,
meanwhile, can’t be on his own, he’s not so independ-
ent. He has to be supervised at all times and that has
complicated our life. We don’t have any help or an as-
sistant, even though we have sent an application. We
were at Soca Institute for rehabilitation and they said
he was independent. Luckily my mother is retired and
helps take care of Marjan. She cooks for him and takes
care of everything he needs when I am at work.

Marjan’s pension takes into account his illness
which means he receives full pension, although he was
unable to work the required amount of years. He re-
ceives a pension of 740 euros and a disability allowance
of 60 euros. It’s a good thing he doesn’t need a special
diet, that’s expensive. He only can’t eat nuts because of
his kidneys. We have a farm, 24 hectares of land, six
cattle and two pigs. We get all our meat and vegetables
at home. But it’s a lot of work.

There are a lot of things they don't know
about this disease

Marjan: Oh, how I wish I wasn't so ill. I know I will
never be healthy again. But I am a fighter. I don’t know
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what keeps my chin up ... Although I can’t do much
more than lie down and watch TV. TV and computer
mean a lot to me, to keep me distracted.

And we go to the seaside in the summer, with my
wife and her brother for 10 days in Strunjan. It’s nice,
they have a swimming pool. We've been going for a few
years now. We have already booked it for this year.

I can’t work anymore, I can’t drive. I can't walk
much either; I walk with crutches. But my balance is
a bother and if I put any strain on my knees, they hurt.

Stanka: Because of his knees, he’s not allowed to
walk too much. At the moment his knees are his worst
problem.

Marjan: What do I want for the future? To be
healthy. To be able to walk, and at least to see as well
as I do now. I have seven dioptres. I can’t see in my
left eye. It’s not going to get better, it’s the stroke that
caused my bad vision. I've had four strokes. I also find
it difficult to speak and swallow, I often start coughing.
It’s all because of the stroke.

I don’t have kidney problems, at least I don’t feel
them. But at Fabry Centre Slovenj Gradec they told me
that my kidneys were failing, that they were only work-
ing at 25%.

Stanka: Dialysis will probably have to be consid-
ered soon. They said only three hours a week at first,
more often later. Every other day. We have dialysis in
Trbovlje, at least it’s close to us.

They start dialysis when the kidneys are work-
ing at only 7 or 8%. It can get worse quickly, but the
progression of the disease can also stop. They don’t
know. There are many things they don’t know about
this disease.

Marjan: But I won't give up.
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My secret parallel life with Fabry disease

Author: anonymous™

| was diagnosed with Fabry disease as a student. The news did not come as a shock or a surprise, because
along series of events had prepared me for it. It may even have brought some relief by clarifying what was

happening to me.

he first period of health problems in my

childhood was most marked by a very poor

self-image due to the swelling on my face.

The problems came back in my student
years. I expected these to be the best years of my life,
but things did not go as expected. I was often exhaust-
ed after my studies and struggled to focus during lec-
tures, but I still refused to give up socialising, playing
sports and exploring new surroundings. I often woke
up even more tired than when I went to bed.

Not living up to my own expectations, the first pe-
riod of depression followed. At the same time, I decid-
ed to change my course of study and decided to study
medicine. It was a promising start, but I soon suc-
cumbed to the same problems. The return of the swell-
ing on my face led me to see a doctor, who found some
abnormalities, but nothing tangible.

| was going round in circles, but no solution
was found

With the swelling, the old self-doubts came back
as well. I wondered if I was perhaps not taking good
care of my health, or if the origin of my issues might be
psychological. The days passed me by and, as I was not
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satisfied with my life, endless online content was one
of my escapes from reality. I was going in circles, but
I could not find a solution. Occasional temporary jobs
did not provide the necessary structure, and studying
for exams was too much of a burden that I was forced
to put off into an uncertain future. I had fallen into an
abyss from which I could not recover, and I no longer
saw any real point in anything. I could not even muster
a decision to see a psychiatrist.

One day, while riding my bicycle, I started doubting
my bike-riding skills. I wasn't being deceived, some-
thing strange was happening. I started to hear noise in
one of my ears, tinnitus, and I thought I couldn’t hear
anything on it. At first I thought I had water in the ear.
A check-up with my GP did not reveal anything specif-
ic, although the sensation persisted and grew stronger.
Over the next two weeks, after an episode of severe diz-
ziness and vomiting that landed me at the emergency
room (A&E), I was finally referred to the Division of
Otorhinolaryngology (ear, nose, and throat; ed.) and
Cervicofacial Surgery. I was then in for a shock, as the
examination showed that there had been almost com-
plete hearing loss in that ear and that, given the time
that had elapsed, the chances of recovery were relative-

ly slim. Despite treatment, my recovery over the fol-
lowing weeks was poor.

The tests to find the cause of my problems were
combined with my previous treatment at the derma-
tology clinic, and I went through a lot of testing over
the next six months. Severe muscle and hand pain and
high fever joined the ear problems. On certain days,
however, I felt almost normal, despite the very high
temperature. When I started to experience hearing loss
in the other ear — which was treated in time this time
around - I was referred to the eye clinic for the second
time in a row. This time, they noticed corneal opacities
that had gone unnoticed the first time.

I recognised my symptoms in virtually all the
symptoms of Fabry disease

I regularly monitored my results and read at home
about the syndromes that the specialists cited as pos-
sible causes. I could never fully match my symptoms
to the characteristic symptoms of any of the diseases
mentioned in the results. However, when I read about
Fabry disease after receiving my medical report, which
for the first time mentioned Fabry disease as a possible
cause of my corneal opacities, I matched virtually all
the symptoms with my own. From sudden hearing loss
to those that I had never given any importance to, such
as noticing that I sweat less than others. I remembered
summers in my childhood when I mentioned burning
sensations in my palms, and the spots all over my body
that were noticed during a regular health check-up. I
confided all this to my GP, who, after consideration and
consultation, decided that it would also be worthwhile
to have a check-up at Fabry Centre at the hospital in
Slovenj Gradec.
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“| could never fully match my
symptoms to the characteristic
symptoms of any of the diseases
mentioned in the results.
However, when | read about

Fabry disease after receiving my
medical report, which for the first
time mentioned Fabry disease as
a possible cause of my corneal
opacities, | matched virtually all
the symptoms with my own.”

I had high hopes for my treatment

The very first conversation with Dr Vujkovac gave
me the feeling that I was probably on the right track.
The results of genetic and biomarker testing confirmed
this. The discovery of the cause of my problems was not
the end of the road, however, and there were still some
tests to be carried out to assess my condition. This was
followed by preparations for enzyme replacement ther-
apy. I had high hopes for the treatment, but after just a
few applications it became clear that it was not going to
eliminate the pain in my hands and the tinnitus - the
unbearable ringing in my ears. The visits to the Centre
were also a challenge, as I had to drive for almost three
hours from my home to the clinic.

When I was first introduced to the treatment op-
tions after the introductory period, I decided to try
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self-treatment at home, even though I didn’t know if I
would be able to insert a vascular sheath on my own.
I was motivated by the desire to be independent, as I
wanted as much freedom as possible in my daily life.
After just a few applications, the Centre started pre-
paring me for this and provided me with materials to
practice at home.

It turned out that I had no problem with inserting
the needle. So, after half a year, I started home treat-
ment and kept discovering the comfort it provides. As
I was then also in regular employment, I did not need
to take time off work. I started to do my treatment
most often on weekends and in the evenings, when I
had more time and found it easier to calm down and
prepare for the procedure.

Later, after changes to the accompanying treatment
at the Centre, they were able to eliminate my daily pain
to a great extent. During this time, I also started to
use a hearing aid on the affected ear. My job has also
worked particularly well for me, bringing structure and

“The hardest thing for me to

acceptis that my illness has
quietly robbed me of a period
of time that was of paramount

importance for my personal and
career development, making
me wonder where my place
inthe world is.”
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order and responsibility to my disorganised daily rou-
tine. Because it is an office job, I was not limited by the
disease from the start — but that does not mean that I
did not finish many days exhausted or gritting my teeth
because of the burning pain.

lliness robbed me of an important period of
my life

I used to feel like I was living a little secret parallel
life with Fabry disease, even though at a certain period
it formed the bulk of my daily life. This uncanny par-
allelism probably goes back to the beginnings of my
problems, when I didn’t confide in anyone about my
distress, and from the fact that the symptoms of the
disease are invisible to the casual observer. Now, two
years after diagnosis, my extended family and close
friends have some familiarity with the disease.

I became aware of what it means to live with such
a disease only later in life. I realised that, unfortunate-
ly, I was in a group of patients that, despite receiving
enzyme replacement, also needed regular symptomatic
treatment for pain, which for me was the worst in the
palms of my hands. I was also beginning to understand
my past in this context and to see the reasons behind
my sensations. The hardest thing for me to accept is
that my illness has quietly robbed me of a period of
time that was of paramount importance for my person-
al and career development, making me wonder where
my place in the world is. .

*1 would like to clarify at this point that I have chosen to write my
story anonymously because, as a young employee, I do not want
this story to become a factor in an employer’s decision in the future.

I've known since childhood that
| was different from my peers

Tomi Trilar, PhD, Ljubljana

| have known that | am physiologically different from my peers since childhood. Back then, | had numer-
ous middle ear infections and the soles of my feet always burned when my temperature rose. | remember
that they cooled them with anything from vinegar compresses and who knows what else. | also remember
warmed common houseleek extract being poured into my ears.
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hose burning pains in the soles of my feet,

together with the middle ear infections in

puberty, later passed. I might have felt them

later after walking for a long time or after
coming down from the mountains, but I attributed
them to fatigue. I also noticed that, compared to others
who had hiked with me, I was sweating considerably
less, and in different parts of my body than they were. I
was also plagued by gasses and diarrhoea.

The famous Cooper tests at PE at school also gave
me food for thought. I ran those six laps in the stadium
without any problems, but after that I always had sore
muscles 24 hours later than my peers did.

However, for a long time I did not actually have any
serious health problems. I was never a national record
holder in running, but I could manage PE just like an-
yone else. Then, sometime after I turned 30, around
2004, I started having episodes of atrial fibrillation.

Cardiologist Dr Zizek - the first doctor to
suspect Fabry disease

The first time it happened, atrial fibrillation passed
spontaneously. The next time I went to the emergency
room (A&E) and was given a drug that later turned out
to be contraindicated for Fabry disease. It occupies the
target sites to which an enzyme binds, which we, Fabry
patients, do not have enough or even any of. The third
time, the drug no longer had any effect and electro-
conversion (a procedure where an electric shock is used
to stop the abnormal heart rhythm and restore the sinus
rhythm of the heart, ed.) was performed on me. They
also did more in-depth examinations.

Unfortunately, Slovenian medical insurance does
not allow a patient diagnosed with atrial fibrillation to
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call for a bed to be booked when atrial fibrillation oc-
curs and to come for electroconversion when there is
a bed available. You have to go to the emergency room
every time and go through the whole process of tri-
age, admission to the ICU and waiting for a bed. If you
“can’t” get there at the right time, it can take 15 hours
or more to get to the right bed at the emergency room
in Ljubljana. I experienced this several times between
2004 and 2009. Once, in 2009, it happened that there
was no room for me in either the ward at the University
Medical Centre (UMC) or in either emergency depart-
ments. If you receive electroconversion, you need an
emergency room, a cardiologist, a senior nurse, resus-
citation equipment ...

Because there was no room elsewhere, I was sent to
the Dr Peter Drzaj Hospital. Dr David Zizek was there
as a resident on rotation and he thought my case was
unusual. He called my wife at home, so she read him the
report of the ultrasound of my heart, which had been
done during one of my examinations. He was surprised
that my heart was enlarged, as I am no athlete, and at
the thickening of the heart muscle in certain places. He
also called his father, Dr Bogomir Zizek, an internist,
who advised a test for Fabry disease. I was practically at
the door with my discharge card when they called me
back, took my blood and sent it for testing.

About two months later, Dr Bojan Vujkovac called
me and I went to Slovenj Gradec for an examination.
During this journey, my heart went into atrial fibrilla-
tion, which lasted the whole way there, but I still made
it. Atrial fibrillation may be annoying, but once you re-
alise that it is not going to kill you, you can cope. They
tried to perform conversion on me with drugs, but my
heart was no longer responding to any medication,

so they performed electroconversion and then put a
pacemaker, an implantable cardioverter-defibrillator
(ICD), inside me in Ljubljana.

At that time - this was in March 2009 - I was diag-
nosed with Fabry disease. Today, my heart is completely
pacemaker-dependent, and in the meantime, I have had
a pacemaker replaced and several ablations of the nerve
connections in my heart done already, because I have
had several more atrial fibrillations. After a series of re-
current fibrillations in the summer of 2022, we came
to a conclusion that another extensive ablation at the
Department of Cardiology in Ljubljana was necessary,
but I was found to have a blood clot in my heart, despite
regular anticoagulant therapy. I never forgot to take
the pills. Now my heart no longer has an autonomous
rhythm and is powered by a pacemaker. Cardiologist
Dr Zizek is still involved in my care whenever I have to
go to the Department of Cardiology in Ljubljana.

Quality of living is what you make of it

I am no longer a 20-year-old who could run uphill.
I have quite a lot of physical difficulties in the field to
do what I want to do. I work as a researcher and cura-
tor at the Slovenian Museum of Natural History. At 62,
I do everything more slowly than I used to and with
considerably more muscle pain.

What has changed for me after the diagnosis
of Fabry disease?

After receiving any diagnosis as critical as this one,
you go through the same five psychological stages of
coming to terms: denial, anger, bargaining, depression,
acceptance. For some it takes longer, for others less so,
depending on the individual.
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“After receiving any diagnosis as
critical as this one, you go through
the same five psychological

stages of coming to terms: denial,
anger, bargaining, depression,
acceptance.”

The biggest change for me after my diagnosis was
that I had to organise myself to go to Slovenj Gradec
every 14 days for an infusion. Seven months after the
diagnosis, I started to receive a replacement enzyme
that my body does not produce. Fortunately, we were
later able to arrange this so that my wife gave me the
infusions at home.

For some time, treatment at home was also availa-
ble in Slovenia for all Fabry patients who received the
drug in a form of infusion. Unfortunately, this is no
longer possible at the moment because the Ministry of
Health has made things complicated and there is clear-
ly no will to resolve this.

I myself was first given the classical medication, the
strongest enzyme, and for the last six years I have been
taking part in a clinical study, which is now coming
to an end. I have a medical technician coming to my
home to give me an infusion with a new enzyme which
is not yet registered in Slovenia, but is already used in
the US and some countries in Europe.

Clinical experience shows that it does not make
sense to go to Slovenj Gradec for a regular check-up
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more than once every six months. If you have addition-
al problems, you simply call them and you can always
come see them.

| decided not to study Fabry disease

I have made a conscious decision not to read about
Fabry disease in detail, even though as a researcher I
have all the tools to do so and access to all the pub-
lished papers. I do not wish to patronise my doctors. I
once heard a patient debating in this way with Dr Vu-
jkovac and Dr Tretjak at Fabry Centre, but I decided I
shall never do that. I am only monitoring myself, and
the doctors are monitoring at least 40 patients; more-
over, they are attending international meetings, have
access to the world’s top specialists, they are experts
themselves, so I simply trust them. I know that they are
providing me with the latest information and I do not
see the point in taking this upon myself and “lecturing”
them.

My mother was never even aware that she
had Fabry disease all her life

Fabry disease is inherited on the X chromosome,
which a man gets from his mother. My mother was
never aware that she had the disease. Now, at the age
of 85, she has problems with her heart - atrial fibrilla-
tion, a phase in congestive heart failure... We are very
fortunate that Fabry Centre Slovenj Gradec works
very well. If you need a check-up, you can go see them
right away. When I realised that my mother was very
short of breath without much straining and that her
legs were catastrophically swollen, I phoned in Slovenj
Gradec and the very next day I was able to take her for
a cardiology check-up. A nurse then called her every
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day on the telephone and when they realised that her
condition had deteriorated, Dr Vujkovac told her to
see her GP immediately. An ambulance was waiting to
take her to Ljubljana to have a pacemaker implanted.
She got the pacemaker practically stress-free and now
she is as quick as a gazelle — well, an 85-year-old ga-
zelle, but still.

I don’t have any children myself, that’s just how life
turned out.

“Today, | am calm and at peace. It
is reassuring to know the reason

for all my problems. But some
small things really annoy me.”

In the beginning, | obviously didn’t realise
how serious the disease was

I find that I am different from most Fabry disease
patients I know, I suppose because of a different muta-
tion. When it gets hot, some of the patients just “lock
themselves” in the bathroom, pour cold water in the
bath and don’t come out until October. I, on the oth-
er hand, jump around at 40 degrees Celsius and study
the cicadas, who love hot weather. But I have problems
with the cold. That’s why I don’'t go out in the field as
much in winter as I used to.

In the beginning, I obviously did not realise how
serious this disease was. It was only when I met oth-
er patients that I realised that — apart from my heart

problems - I had relatively few problems compared to
them. I have been tested and found to have reduced
kidney function, but I did not notice to have any prob-
lems as a result.

I also did not experience any problems in my youth,
such as a lack of understanding of people around me.
I have completed all levels of education without any
problems, including a PhD in biology.

Today, I am calm and at peace. It is reassuring to
know the reason for all my problems. But some small
things really annoy me. For example, I often get cold
and I get a runny nose all the time. When the tempera-
ture changes, even by two degrees, I immediately start
sneezing. The muscle pain during physical activity has
become a constant, and it has worsened in recent years.

Sometimes it hurts to the point of tears, but
I don't stop

For the last few years, my muscles have been aching
every time I do physical activity, and this has been a
hindrance. When I get on my bike, after five metres of
cycling, my muscles start to ache. When I ride from
Bezigrad up that hill past the Delo tower towards the
centre of Ljubljana, sometimes it hurts to the point of
tears, but I don’t stop, I keep going.

It’s the little things. New ones crop up all the time,
they go on for a while and then they disappear all by
themselves. Now I know it is because of Fabry disease.

What do | expect from the future?

In terms of my career, mainly retirement. As far as
my health is concerned - I wish it didn’t get worse. If it
remains the way it is, it will be quite all right. .
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| am proud that he
was my father

Anja Stermecki, RecCica ob Savinji

Because my dad was a Fabry patient, | was also
tested. | did not have any problems related to the
disease, but my sister and | were both tested an-
yway, in 2005 or 2006. | have not been diagnosed
with Fabry disease myself, but my sister has it, and
so does her daughter.

My father’s diagnosis surprised me on the one
hand, but on the other hand it didnt, because he
had a lot of problems due to Fabry disease. He did
not sweat and he was in terrible pain. When it was
hot outside, he would always ask us to put some-
thing cold on his hands so that we could cool them
down and ease his pain.
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It was as if someone was pulling his joints
apart and tearing the flesh away

He suffered terrible pain in all his joints. He would
always say that it felt as if someone was pulling his
joints apart and tearing the flesh around his joints
away, so insufferable was the pain.

He lived heroically with the disease and all the
problems it caused him, like a true hero. He fought it
very bravely for 17 years. He also had a kidney trans-
plant in 2009. Unfortunately, it was not successful.

He lived very bravely, with a lot of zeal and a lot of
grit. He accepted things as they were. I always had the
feeling that my sister and I were the reason he had such
a fierce fighting spirit and perseverance.

This is a difficult story because Fabry disease is a
very serious disease. My father had these problems
since his childhood, but nobody knew the cause of
them because the disease was only discovered later.

I am proud that he found support within his family.
He had the understanding and support of his sisters
and us, his daughters. For as long as he could work, he
usually worked too much. We had to hold him back so
that he did not overdo it. He held a regular job. He was
a carpenter by profession. When he wasn't at work, he
would make things out of wood. He loved wood.

He accepted his diagnosis much better than my sis-
ter and I did. It was very difficult for us. At first, we were
very scared for him because we didn’t know what to ex-
pect. The diagnosis came so suddenly and at the same
time we were informed that he would need dialysis.

Psychologically he was a very strong man
It was a big blow and a big shock, but he decided to
take it calmly. He also accepted the subsequent treat-
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ment and the dialysis three times a week that he had
in Slovenj Gradec, as if he were going to work. Psycho-
logically he was a very strong man and he knew how to
compartmentalize things in his mind.

He died in 2020, aged 56.

How do I'look at my Fabry legacy from my father? I
would do it all over again with my father. I would stand
by him.

When I decided to become a mother, I already
knew that my father had Fabry disease. At first, I was
not afraid because my sister and I were tested by Dr
Vujkovac. But because I was pregnant with twin boys,
and boys are more severely affected by the disease, I
was very anxious. Then I was examined, tests were
done and Dr Vujkovac and nurse Sonja Pecolar calmed
me down.

One of my sons is no longer among us, but the oth-
er one is nine years old now and, in the meantime, he
has got two younger sisters. I have not noticed any of
the problems that my father had with either of them.

Amid the drama of illness, the Centre is aray
of light

Two patients from our family were treated at Fab-
ry Centre Slovenj Gradec, my father and my aunt, his
sister. They were put on dialysis. The Centre provided

“The Centre provided us

with a lot of understanding,
support and help.”
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us with a lot of understanding, support and help. Amid
all the drama that illness brings, the Centre is a ray of
light. They take care of everything, both the patients
and their relatives. They really stand up for everybody
and help them get over the hurdles.

They have been there for me all the time and for
everything. They also helped me plan meals for my
father, because dialysis patients have to watch their
potassium intake, for example. My dad had dialysis at
home for a while and in Slovenj Gradec they taught me
how to hook him up to the dialysis machine and help
him with that.

In short, in this centre they not only take care of
the treatment, prescriptions and referrals, but we also
received very good psychological support. That’s why
it was never difficult for me to come to Slovenj Gradec
from Gornji Grad, where I live. I don’t go for regular
check-ups anymore, but my sister goes once a year.

People with Fabry disease are superheroes

What are my expectations for the future? To be
healthy. Because at the age of 33, I already know very
well how precious this is.

People with Fabry disease are really the superhe-
roes we usually only see on TV and in cartoons. They
have an incredible strength to live and a strong will.

I am proud that he was my father. I am convinced I
inherited the fighting gene from him. .
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In summer | always
walk on the shady
side of the street

Zijad LiCina, MoravcCe

The pain started around the age of six, initially only
once or twice a year. When | was about eight years
old, | realised that these pains made me unable to
keep up with my peers in, say, football, especially if
it was hot outside. Of course, we didn't know about
Fabry disease at the time, so | accepted it as some-
thing normal.

At first, Fabry crises were less common, but to-
wards puberty their frequency increased. Eventu-
ally, as | grew up and compared myself to my peers,
especially in sport, | realised that there was some-
thing wrong with me. Then my parents and | start-
ed going from one doctor to the next, but foralong
time | didn't get the right diagnosis.
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The pain was so bad that | couldn't even walk

I had to sit down and rest, waiting for it to pass.
The pain was strong, burning. I could feel it in my legs
and arms, which became swollen and turned red. This
later led the doctors to suspect that I had some form of
rheumatism.

Pain killers did not always help. Later we found out
that we could relieve these pains with cold water.

| was becoming withdrawn

During the summer holidays, the children from the
neighbourhood would play outside, and I would be on
the computer, reading books and drawing a lot. I got
on quite well with my peers, though. Of course, the
kids are always teasing the ones that finish last. But I
wasn’t the last one, for example in my class I always
came in third in short distance running. Back then, I
was not as impaired by my illness as I am today.

When I was in the last few grades of primary
school, training at a football club, I realised that I sim-
ply couldn’t be a player, only a goalkeeper. So, I decided
to be a goalkeeper, and for a while I was. But when we
had to run three laps around the pitch before the game,
I noticed again that I could not keep up with my peers.

In primary school I had a bit of a problem with
that, especially at PE, mainly because we didn’t know
what was wrong with me. But somehow I managed, I
did my best, and sometimes I ran a lap less than my
schoolmates. In high school it was easier because my
GP wrote me a note and I didn't have to do PE. I still
went to the PE class, and if the weather was good, I did
it. But I couldn’t run the Cooper test. I often heard that
I was a malingerer and that [ was lazy.

I was good at other subjects because I got used to
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ignoring the pain. It has been with me now for many
years. Perhaps it would have been different if it had ap-
peared suddenly. But if you grow up with this disease,
you adapt to it. You ignore the milder pain and take the
medicine for the more severe one.

What hurt me the most was that | could no
longer go mountaineering

When I was about 28 years old, I started to play
music, I learned to play the guitar and the piano. I just
found other hobbies that were not sports-related. It
was quite difficult for me, because I love sports. What
hurt me the most was that I could no longer climb the
mountains. I really loved going there, and I was also a
mountaineering club member.

They said | probably had joint rheumatism,
and it stayed that way for over 20 years

During puberty, Fabry crises started to occur more
frequently, four to five times a year. I had pains that
came of their own accord, without any kind of strain
on my part. It was quite difficult and I was told that I
had juvenile arthritis. My GP thought of that first and
referred me to a rheumatologist. There they said that I
probably had joint rheumatism, and it stayed that way
for over 20 years.

But two years ago, I got a new rheumatologist, a
young doctor came in. After looking at and feeling my
hands, and learning that I was not sweating, he imme-
diately suspected Fabry disease. We contacted my GP
and Fabry Centre. My blood was taken for testing.

At that time, my GP said that I definitely did not
have Fabry disease, because it is very rare — but it
turned out to be exactly this disease. I do not even

blame him. I think he did everything he could: he sent
me for tests, and prescribed me painkillers. It’s just a
very rare disease, that’s all.

| was full of hope that | would be cured

When I was told I had Fabry disease, I was first
happy to be diagnosed. I thought I would get some pills
that would cure me. I would be able to go mountain-
eering again and do recreational activities.

But the very first time I spoke to Dr Vujkovac, he
told me that while there were therapies, the disease
would not be cured, but would stay with me.

That was a shock. I was full of hope that I would be
cured. But with time, you get used to it.

Fabry Centre: 10 out of 10!

I now receive infusions every 14 days. I am doing
better and I am curious to see how the summer will go.
The heat is very bad for me, still and increasingly so.

For those of us who do not live near Slovenj Gra-
dec, it is difficult to go to Fabry Centre every 14 days.
But since the only medicine we can get is administered
there, I just make the effort and go. I am so tired after
the therapy... It is hard to drive home afterwards. Other
patients have told me that home treatment used to be
avaijlable for a while, but it was terminated. It would be
great if they brought it back.

However, I would still go to Slovenj Gradec for
check-ups because of the very friendly staff, and I get
all the necessary tests done there. On the day I have my
treatments with them, they also arrange appointments
for all the other necessary tests. Their kindness and the
way they go out of their way for us means a lot to me.
My rate: 10 out 10!
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You get used to it

The pain is still frequent and always with me, in
fact, I feel more or less intense pain every day. But I
have got used to it. When the pain comes, I mostly
spend my time at home, resting. When the pain gets
worse, I take painkillers. I have always found it easier
to bear the pain in the cold, and it is more frequent at
high temperatures — for me, that threshold is above 23
degrees Celsius.

I have to work around the pain all the time. I adapt-
ed to my environment as a child, and even at 40 years
old today, I still do. In summer I always walk on the
shady side of the street, because it is easier to get to
my destination in the shade. When it is hot, I always
cross the street where the temperature is the lowest. I
walk in the late evening when the temperature drops.
I've memorized which pubs and shops have air condi-
tioning.

The seaside and water in general help me a lot.
When I go on holiday, I look for accommodation where
the beach is just across the street. You get used to it.

I spend most of my summer days at home, nearby
the air conditioning. But sometimes, when it’s not too
hot, I still go mountaineering. Most of the time I go to
a peak called Zvoh where I can get quite high up with a
car, so it’s cooler. I leave home very early, when it’s not
too hot, I rest more often, I walk slowly, I drink a lot of
fluids, and I manage. I guess hill climbing is probably
not recommended for us patients with Fabry disease,
but 1 love mountaineering... Sometimes you have to
break a rule or two and clench your teeth a little.

I've always wanted to work with cars
That is why I went to school to become a car me-
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chanic. But when the apprenticeship started, I real-
ised that this job was not the right one for me and my
health. Then I had a motorbike accident and, because
of a back injury, I had to say goodbye to the profession
for good. I enrolled in the Leather and Haberdashery
course and successfully completed it. As I drew a lot
and liked computers, I then started dabbling in web
design, and trained myself.

I am currently unemployed, but I would like to
make a living, I would like to create something in my
life. T've had jobs, I've driven a lorry in Scotland and
Ireland, but it's not for me, especially not in the sum-
mer. I was happy to drive because I really like cars and
lorries, but being a driver is a tough job. It’s not just
driving; a lot of hard physical work is involved as well.

I would like to create something

I want to improve my financial situation. At the
moment I live on my own, but it is difficult to do that
on welfare alone, despite the support of my parents. I
will look into the disability retirement process.

However, I would like to earn something on my
own, and not retire yet at mere 40, I would like to cre-
ate something. I would be happy to take on some light
work or part-time employment. I would like to do web
design professionally, since I know how to build web-
sites. I will also look into the possibility of running my
own business. I would like to have some stability in my
profession and a steady income.

I want to start a family. I am single at the moment,
but I would like to have children one day, even though
Fabry disease is hereditary. But now they can make
sure that you don’t pass the disease on to your children.
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My mother has done everything she could for me

Family means a lot to me. Mum visited many doc-
tors with me. She did everything she could for me. I
had a lot of different tests done. My dad took my prob-
lems a little differently at first. But now that they have
proved that I indeed have an illness, everything is dif-
ferent. Before, people often didn’t believe me that I was
in so much pain.

My mother and sister also have the disease. Fortu-
nately, my sister has no problems, but my mother does.
We assume that my grandmother probably also had
the disease. I don't talk much about my illness with my
friends. I have told them that I have Fabry disease, but
it is mine, I have to live with it.

It could be worse!

Until I knew what was happening to me and why
I was in so much pain, I felt really bad about myself.
Now that I know what is happening to me, it is easier.
It could be worse! I have often thought that I have some
really horrible disease.

Now I have accepted Fabry disease because I know
that something can be done, that there are therapies.

I have found a way of life that I can live. I have hob-
bies to distract myself and I don’t think so much about
the disease. I like music, I play guitar and the keyboard
for my soul. My sister’s husband inspired me to take up
the keyboard. My favourite music is rock and Balkan.

Almost every day I take a couple of painkillers and
then walk four to six kilometres. Only if I feel really,
very bad, I don’t go. It is beautiful here in Moravce and
I like to walk in the woods.

Every day I am more satisfied with my life.
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Fabry disease
doesn’'t bother me
at the moment

Jasna Kisak Pajk, Smarjeske Toplice

| was a Fabry disease carrier at first. My late father
had Fabry disease and my sister has the diagnosis
too.

When | look back now, | remember that | have not
sweated since childhood and have had a hard time
tolerating heat since youth. But | was told that
some people just can't stand it... For a long time,
| had no serious symptoms and no one thought it
could be something bad. The disease did not inter-
fere with my school or work, in fact, | did not have
any problems with it until 2022.

| became a patient in 2005. The first symptoms of
Fabry disease were detected at Fabry Centre: fun-
dus alterations, a few small angiokeratomas (dark
patches on the skin, ed.), slight abnormalities on
the heart - but they were so small that someone
outside Fabry Centre would probably not have even
noticed them.
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t the age of 26, I had an angiosarcoma (a

very aggressive malignant vascular tumour,

ed.), for which my right leg was amputated

below the knee. Since then, I have felt well
and for a long time I have functioned without any prob-
lems, both in my personal life and at work. Despite the
prosthesis, there are no obstacles for me. Since insurance
does not cover a better prosthesis, I pay for it myself, de-
spite my category 3 disability. So I can ski, swim, roll ... I
am also active at work for at least 12 hours a day.

But I often wonder why insurance companies do
not cover what a disabled person actually needs instead
of adhering to some written norms that make life diffi-
cult for many disabled people in real life.

| felt something was wrong with my heart

In November 2022, I felt something was wrong with
my heart. I was out of shape, even though I am an ath-
lete. Suddenly I was so tired that I could hardly walk on
the flat surface... Nobody took me seriously. I told my
GP that I knew myself well and I just knew that some-
thing was wrong with me. I had problems with my lungs
back in 2015, after the cancer. My first thought was that
my angiosarcoma had recurred, this time in my lungs,
so I immediately sought out the pulmonologist who was
monitoring me at the time. The tests showed my lungs
were fine. The asthma test was also negative.

My GP sent me for more heart tests. As the referrals
had a regular urgency level, I decided not to wait so long
for the checkups and paid for heart activity recording
test out of pocket at Smarjeske Toplice. When they took
the device off, the doctor said that they would send me
the report by post. But before I got to his salon near the
spa, he had already called me. He told me to pick up the
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report and go to the emergency room.

Thus began my story with Fabry disease

Fortunately, I have a cardiologist friend, Dr Sabi-
na Jakse Hren, who has known me for many years and
knows what I have been through. I sent her my report
and she ordered a stress test. They had to stop the test
after a few minutes because they thought I was going to
have a heart attack. Dr Hren suspected it might be Fabry
disease, so I called Fabry Centre. That was the beginning
of my Fabry disease story.

My father was diagnosed in 1994, and he had the
typical really big angiokeratomas around his lips, and
his dermatologist, Dr Ceh, suggested testing, which
confirmed Fabry disease. At the time of diagnosis, he
had been on dialysis for 11 years for kidney failure,
probably due to this rare disease, which nobody knew
nothing about at that time. At that time, there was no
treatment available in our country. When my father was
diagnosed, he asked my sister and I to be tested. They
saw abnormalities in both of us, but for a long time it
was thought that we were just carriers and that we were
unlikely to get sick. My sister still has no problems and
only goes to Fabry Centre for her annual check-ups.

My father experienced similar accusations as
many Fabry patients

He was told he was lazy and that he refused to work...
But he was in unbearable pain - I can't even imagine it
because, thank God, I don't have it and I hope I never
will. But I saw with my father how much he suffered ...
There were days when he really couldn’t do anything be-
cause of the pain. I often talk to other patients to under-
stand what my father was going through. When I rewind

the film, I see that it was all connected to Fabry disease.
Unfortunately, he was diagnosed too late. He was tak-
en off the list for a kidney transplant because he was no
longer a viable candidate for the surgery. Years of dial-
ysis and Fabry disease had done their work... His heart
was also failing and he probably would not have been
able to withstand the transplant at all. My father died in
1996, aged only 50.

I lived normally until 2022, and so did my sister.
Officially, the problems that pointed to a diagnosis of
Fabry disease started in February 2023. I first came to
Fabry Centre just for a chat. Dr Vujkovac made the in-
itial shock of receiving the results much easier on me.
You know, I really do ask a lot of questions. I want to
know every detail about what can happen and what I
can expect. Dr Vujkovac is realistic — he does not hide
anything. He tells it like it is. I like that very much.

He said that the disease progresses more slowly in
women. In the meantime, I had an implantable loop re-
corder inserted as a precaution for my arrhythmias and
slight heart failure, which I still have, and I also take pills
for my arrhythmias.

On 29 September 2023, I started treatment for Fab-
ry disease. At first, I did not feel any difference, it was
probably too early. After about five months, however,
the results showed that something was clearly going for
the better. Two parameters that are indicators of heart
function have dropped significantly, which shows that
the treatment is going in the right direction.

The support of Fabry Centre has been
invaluable

Fabry disease has not been a problem for me so
far, I just have to take a day off every 14 days to go to
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Slovenj Gradec for my “cocktail”. After the treatment I
am a bit sleepy for about two hours, so I wouldn't dare to
drive back alone, and it is very useful to be able to ride
in an ambulance. I always get a ride from nice young
guys who have already figured out that when I shut up,
it means I'm asleep. Otherwise, I'm talking all the time.
(laughs) When I get home, it’s like I've been injected with
adrenaline. This lasts for about eight days, then I guess
the enzyme level in my body starts to drop and then it’s
a little bit harder to get things done.

I am very happy that we have Dr Vujkovac and our
Fabry Centre. We can call them anytime and come and
see them if we have any concerns. Their support is really
invaluable. Although a diagnosis like this is a big shock,
I am happy to be under careful professional supervision.
Many people don’t even know they have a serious illness,
but we have full support, including psychological sup-
port. There are things that they find out without me even
noticing. Dr Vujkovac sometimes reminds me of my fa-
ther. First, I tell him that I do not have any problems, and
he just keeps asking, and often I realise only later that I
actually have detected a problem but forgot.

Now I am supposed to receive the therapy I need
every 14 days at the Novo mesto General Hospital.
But I am not quite sure about that yet. I mean, it is a
bit difficult to drive from Smarjeske Toplice to Sloven;
Gradec every 14 days, especially since I am a self-em-
ployed person, but the attitude at Fabry Centre is really
great. It’s really nice to go see them. The nurses Vesna,
Anja and Sonja are wonderful! Not to mention all the
fun conversations with other patients, because we have
appointments with the same patients on the same days
and we already know each other well. Some of them are
so kind-hearted that I would really miss them... I think
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I will miss Fabry Centre Slovenj Gradec if I started to
receive therapy in Novo mesto, where I will probably
be the only one with the disease. The nurses in Novo
mesto don’t know me like they do in Slovenj Gradec.
The nurses at Fabry Centre often answer my questions
themselves, we don’t have to wait for Dr Vujkovac, even
though they have only known me since September. So
as a precaution, I asked them to save me a place in my
permanent team at Fabry Centre. (laughs)

| wouldn't give up motherhood because of
Fabry disease

I have two daughters, both of whom have been tested
for Fabry disease. The older one doesn't have it and the
younger one has the same gene defect as me. She also
finds it difficult to tolerate the heat, she gets sick and diz-
zy, so she cannot, for example, do the Cooper test (aer-
obic ﬁtness test, running 2400 metres in a certain time;
ed.) in the summer. I will make sure that she is spared
at least a little bit, because nobody has been sparing me.
I will ask her doctor to write her a note for that. Why
bother, she can run the Cooper test in the spring when
it’s not so hot.

I find it difficult to regulate my body temperature
when there are major temperature changes. For exam-
ple, when I step out of the air-conditioned room into the
sun in the summer, I have to open the door very slowly.
If I forget, I get dizzy. But I have no problem with the
cold, its much easier to bear than the heat. In the sum-
mer at the seaside, I'm either in an air-conditioned room
or in the shade. In general, I try to organise myself so
that I don’t have to be in the sun.

When I decided to become a parent, I did not know
whether my children would inherit my illness. Dr Vu-
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jkovac suggested that both my husband and I come for
a consultation before making this decision, and he also
presented the disease to him. Then my husband and I
decided together that we wanted to have children.

Today, when I feel the symptoms of the disease and
know that it can be inherited, I would still choose moth-
erhood. The way I am monitored at Fabry Centre, I am
sure that my children will have twice the support that
our generation has. So I really would not want to give up
parenthood. Firstly, one daughter has Fabry disease, the
other does not. Secondly, perhaps technology will ad-
vance so much that Fabry disease patients will live to see
the age of 90 or die of other causes.

| want to be as active as possible

I think about the disease a lot. I realise that I may
suffer more serious disabilities, but technology is also
advancing rapidly. So I try to be realistic and live every
day at a time, without worrying in advance.

Given that Fabry disease started late in my life, at the
age of 45, I may live to see respectable old age with it. If
the medication works for me and my defects do not wors-
en, I hope to live to see my grandchildren. I also want to
continue to develop my business and make something
more of my life. I wish my health served me at least as
well as it does now, so that it does not deteriorate. Before
the sarcoma, I was a serious paraglider, which I gave up
because of my leg amputation. But I can still play sports
and I want to keep it that way for a long time to come.

I want to be as active as possible. At 46,1 am not yet a
write-off and I am determined to adapt to all the chang-
es that living with Fabry disease will bring.
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Nomads and runners

Natanael Merzel, Grosuplje

Almost twenty years after my Fabry disease diag-
nosis, | am reflecting in retrospect on the different
shades of coping with this rare chronic disease.

| remember my childhood years, when | viewed the
obstacles posed by the disease with childlike na-
ivety and easy-going attitude. | took my courage
and my stoic endurance of problems for granted
then more so than| do today, when | find the suffer-
ing and injustice of the world harder to interpret.
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s I grew up, the world did not become a

kinder place for me as I might have expect-

ed, but an increasingly terrible and horrible

place of incomprehension, egotism, lack of
compassion and impatience. I have often wondered
what I could possibly do in a struggle against such a
relentless opponent.

Today, I can only think of two paths to approach
this question.

One path leads through a dark tunnel towards
self-withdrawal, towards total isolation and seclusion,
towards a perpetual and spiralling sinking and drown-
ing into a state of mind that can only breed frustration,
resentment, bitterness, spite and envy.

‘| speak of the courage of the
patient and the doctor who,

despite the failed treatment,
continue to seek new possibilities
for recovery.”

The other path, however, is lit with the light of day,
the sun, is full of hope and praises and songs of he-
roic courage. It is a path that we took for granted as
children and, in fact, the only one possible. Not only
did we fight the day’s battles heroically, but we did not
deprive ourselves of some of the beauties of life that
illness cannot touch, whether it be just watching a film
that made us laugh, sitting somewhere in peaceful na-
ture, reading a book rich with life, the embrace of a
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loving mother, the smile of a joyful child or the friend’s
warm handshake ...

That is why I am appealing, at this point, to courage
as a virtue to which every patient must have recourse.

I speak of the courage of the child who always turns
up at school in spite of violent peers, the courage of the
child who, in spite of not being able to take part in PE,
hopes that tomorrow they may still be able to practise
with their classmates, the courage of the child who, in
spite of the misunderstanding of their peers, does not
give up the search of a friendly glance.

I speak of the courage of the patient and the doctor
who, despite the failed treatment, continue to seek new
possibilities for recovery.

I speak of the courage of the runner who, despite
having their starting line 200 metres behind the others,
still decides to compete.

I speak of the courage of the nomad who is left
without a tent over his head and can only hope that the
night ahead will be rainless.

This courage has been conquering the world since
the beginning of mankind: it has built communities,
cities and civilisations, it has built relationships, it has
built families, it has built the most beautiful stories. Let
us never give it up. .
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Hope for a better future for
patients with Fabry disease

Bojan Vujkovac, MD, Head of Fabry Centre Slovenj Gradec

We see many opportunities for future develop-
ments in the management of patients with Fabry dis-
ease. All of us, but especially our patients, we certainly
want to see even better and more effective medications.
We had high hopes when gene therapy was announced,
as it was assumed that a single infusion would last a
lifetime. Our hopes were rising because we were al-
ready discussing about starting a study to test one of
the new genetic medicines. But even before the study
had begun, the world-wide gene therapy studies were
slowly winding down for lack of efficacy or safety.

Thus, we have once again relegated our hope to the
indefinite future...

But it is not just the drugs that we want. We also
want better relationships and more understanding and
support from the community at large when we are in
crisis.

Most of all, we want a magic wand to stop Fabry
disease, to relieve the unbearable pain and to banish
the brain fog that makes life so difficult for our pa-
tients. Maybe our wish will come true and we will start
our next book, to be published in ten years time, with
the words: “Magic has happened..”. .

“Most of all, we want a magic wand
to stop Fabry disease, to relieve
the unbearable pain and to banish
the brain fog that makes life so
difficult for our patients.”
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