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All identified topics with regard to psychological burden, problems related to the healthcare system, constraints and interpersonal problems with 

exemplary quotes 

Psychological burden 

 

Depressive mood 

 

Well once I had something like a complete knock out, and psychologically nothing was going any 

longer, because I had an eye surgery. Some kind of emergency operation and the doctor put me under 

a lot of pressure afterwards not to tell anyone and that kicked me out of life and after that I started 

with the therapies. Before this happened I always thought I should do therapy but never tackled it. But 

at that time I was doing so badly I couldn’t continue without [one]. 
 

 

MFS, 

T4 

Loss of quality of life My quality-of-life is affected quite strongly, I must say. I have always been doing much sport. I 

played handball and I sailed. We had a weekend house at the Schlei, which I had to sell two years ago, 

because I just couldn’t do it. I wish that I could do more sports, not to the same extent as before, sure, 

but that’s just not possible any more.   
 

PAH, 

T3 

Self-doubts, feelings of 

insufficiency  

Nowadays, I can deal with it much better, at home it just used to be very high pressure. Thing is I 

come from a family, my father did his doctorate with 24, my sister also something similar and I had 

tried for years – well half my life – to keep up somehow. 

 

And then when you always fight against it and then automatically you think, this is your own 

problem. Jesus, just get a grip, right? This is the road to self-doubt I guess, well, to always suppress it 

and to say to yourself, my god, the others can do it, so what’s up with you, right?  

 

MFS, 

T4 

 

 

 

PSC, 

T4 
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Diagnosis perceived as life-

changing experience 

Bad was the time when I got the diagnosis. The doctors were there for me and everything but I was 

just devastated. Well, technically, I am a rather positive person, but everyone has their low punch, 

right? 

 

PAH, 

T2 

Cognitive impairments I noticed I had problems with concentrating. I am teacher as a profession and I was a little strict, 

which means that I expected a lot from myself and others and then I realized that I cannot do my best. 

For example, during the lesson I could not concentrate, could not really discuss with the students etc. 

So I said to myself, I cannot ask that of them. So I had to stop. 

 

PAH, 

T4 

Loss of control For me it was a gradual process. It was like a flu that came slowly and more and more strongly but no 

one reacted to it. Well and that was difficult, I have always been a down-to-earth person and I always 

had my own life and didn’t need much help. And then when you suddenly realize that you lose control 

over your own self, that’s very frightening. 
 

MFS, 

T1 

Worries/anxiety There was a time when I looked up Dr. Google a lot. I also double-checked with the professor who 

has treated me and asked him whether you can trust what’s said there. Because I received rather little 
info from the doctor who has treated me. He said to me, it’s similar to Diabetes, you gotta live with it, 
period. That was too little info for me. And then I read really horrible stories about what can happen 

and then of course you panic. 

 

 

PSC, 

T2 

Shame And when it first started, I really did hide it. Well I didn’t want myself that way. Even in the summer I 
always wore long-sleeved blouses or sweaters. I also had it [tumors] really badly on my neck, I 

always wore scarves even when it was warm.  

 

But I was doing so bad psychologically, I have always felt ashamed for myself, for my whole 

existence because the education etc. have always suffered. 

NF1, 

T2 

 

 

 

MFS, 

T5 
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Problems with the patient 

role 

Since I learned about it when I was 12, I started to define myself completely over Marfan. I saw 

nothing in the mirror but Marfan. I saw my skeleton because I am very, very skinny and I also have 

incredible difficulties to gain weight and I have started to define myself through it completely.  

 

I was burdened first when I had to take several medications throughout the day, which makes you 

think about being sick, so to speak. Throughout the day I had to remind myself over and over that I 

was sick and that I take those stupid medicines, which unfortunately, is inseparable. I found that very 

burdening. 

 

MFS, 

T5 

 

 

 

PSC, 

T4 

Rumination You always drive yourself crazy first, right? For things that maybe only occur in twenty, thirty years 

or something or maybe not at all. 

 

PSC, 

T1 

Avolition That it's hard to get out of bed in the morning. I think it's not unimportant that doctors keep an eye on 

whether this lack of drive is mental or maybe just physical. 

 

PSC, 

T4 

Suicidal thoughts  Also they [doctors and nurses] have pointed out that I have a mild depressive phase and that certain 

suicidal thoughts were there.    

 

MFS, 

T1 

Using disease as excuse for 

other problems 

I have often put the neurofibromatosis in front of certain things that I never wanted to touch and that 

has made my life damn hard, like “that’s a problem of the NF, I don’t have to deal with it any 

further”. This is nice and easy to put it on the neurofibromes. But there is another problem and I know 
if there wasn’t the other problem I would probably act very differently. 
 

NF1, 

T3 

Problems related to the healthcare system 

 

Limited access to adequate 

treatment  

 

They [doctors] don't know that much about many topics, unless you directly get a specialist, who 

maybe by chance already has one or two other patients. I come from a small village near Tübingen 

 

PSC, 

T5 
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and I was more or less lucky when I was first diagnosed that I ended up in the University clinic right 

away.   

 

Patient feels insufficiently 

informed  

Dr. Google in my opinion is a very bad consultant in the health care system because you never know 

what is actually good information that you can trust. Well for me personally, it would help very much 

if there was a folder on the clinic’s homepage for example, from which you can draw targeted 

checked information that might help you. So that you know for sure, I have good, valid information 

and I don’t have to ask Dr. Google but rather have something that I can rely on.  
 

You also want to know what is going to happen, right? But no one can really tell you that. Well for 

me, it seemed very avoidant. I had the feeling that they didn’t want to tell me that. 

PSC, 

T2 

 

 

 

 

 

PSC, 

T4 

Dissatisfaction with the 

professional competence of 

caregivers 

The doctor I had in the beginning, when I came in, at first had to check the documents to find out 

what I have at all and then didn't even ask me what was going on with me. And then I found out 

afterwards through someone else, another doctor, that he had already given up on me at my age, when 

I was still under 70. 

 

PSC, 

T3 

 

 

 

Dissatisfaction with the 

patient-physician interaction 

I’d really like to see a better awareness of the patients and that they are taken seriously. In the very 

least cases we ourselves are physicians, but I believe that we, nonetheless, as said, have a good bit of 

knowledge about our disease and that we have looked up things and that’s what I’m missing a little. 
 

And the doctor delivered the diagnosis with the words “congratulations, be happy that you have a 

disease with which you can live wonderfully with an easy diet” and I sat there. I have this now, 
everything wiggled for me and she congratulates me. I found that as unempathetic as you can possibly 

be. 

 

NF1, 

T2 

 

 

 

PSC, 

T2 
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Burden because of doctor 

appointments/ treatments 

Yes, all these appointments for prevention are very taxing for me and my employment, and that’s just 
to get a prescription. 

 

PSC, 

T4 

Financial burden because of 

additional expenditure 

I use an oxygen device, which is foldable. But of course on the other hand side that’s more expensive. 
The health insurance company - so here it is again, the financial thing, right – doesn’t throw in much. 
I mean I am a pensioner, full disability pension. 

 

PAH, 

T4 

Problems with payers/ 

denial of cost assumption/ 

resistance of the pension 

office  

 

So I have applied for an identity card for severely handicapped people. At the beginning, I had a 

pension officer when it came to filing for the pension. He had to come twice because they didn't know 

their own forms. Then I had to call a lawyer, it took eleven months in total until I got my pension. 

PAH, 

T2 

Constraints  

 

Constraints in professional 

life  

 

For a long time now it has been a great burden to organize all the appointments without having 

existential anxieties about my job. Above all, you usually only get temporary contracts when you're 

young, which are then terminated very quickly without justification. If the employers find out that you 

are not healthy, you simply will not be extended. That was not so easy in the beginning. 

 

If the chronic inflammatory bowel disease makes you leak out front and rear, you have a kind of a 

problem. Then I withdraw from everything and only meet people of whom I'm sure they don’t mind. 
It's difficult at work with this. What's the best way to hide it? Or you look for a different employer 

who doesn't mind.  

 

 

PSC, 

T4 

 

 

 

 

PSC, 

T3 

Constraints in personal and 

social life 

It's quite stressful when you want to go somewhere, meet a friend, an acquaintance, or whatever, or to 

do any other activity you want to do and you can't do it physically, that is pretty hard, isn't it? 

 

PSC, 

T5 
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Constraints in daily-life Stairs… I plan all my routes these days so that I know here's the escalator, there's the elevator, 
whatever. There's no other way. I try to stay as active as possible, but walking isn’t that much fun 
when you just crawl around. Well, everyone has their package to carry.  

 

PAH, 

T3 

Interpersonal problems  

 

Others lack understanding 

of the disease 

 

When we want to go out in the hood at night, we usually meet at my place because we live close and 

then I say, I take a cab. Although it's only 15 minutes by foot. But I just know if I also had to walk 

there when I have already worked, then I wouldn’t be able to dance or move. And then there are 
always people who say “Oh don’t make a fuss about it” and “you can walk that little bit”. 

 

MFS, 

T4 

 

 

 

 

Stigmatization/ 

Discrimination 

Well my quality-of-life is out the window because I got to work more, right. This way I can proof to 

them that I am capable of doing it, since every little mistake is inspected. Like “she has this weird 

disease anyway, she’s also mentally maybe a little dumb”. 

 

NF1, 

T3 

Lack of social/emotional/ 

psychological support 

Well looking back, it would have been quite good to have a contact person and to know that I am not 

the only one in the world who has something like this. 

 

MFS, 

T4 

The way others deal with 

the disease is perceived as 

counterproductive 

 

But there were also those who wanted to give me super good advices, which of course didn't help at 

all and rather hurt me. 

PAH, 

T4 

Illness is invisible for others I think the difficulty for other people when they see me when I’m not providing myself with oxygen is 
that I actually look totally healthy. That's the case with all of us. And if I have a broken arm or a 

broken leg, they would all feel sorry for me. 

 

PAH, 

T3 

Supplementary material BMJ Open

 doi: 10.1136/bmjopen-2019-033353:e033353. 12 2019;BMJ Open, et al. Uhlenbusch N



Problems setting boundaries Well I’m not quite the typical, noticeable Marfan patient. There are times when I try to forget the 
disease and then suddenly there is this thing that some friends with whom I play music in a band 

together don’t really understand why I said – for this one day for which the schedule changed -  that I 

don’t do two appointments on one day. For me that’s just consistent because I know that otherwise I 
would overstrain myself. It would be doable scheduling-wise and my ambition would push me there 

and say “go take part in that, it’s all really great.” But I know if I’m out and about then it’s too much, 
that’s a balance - to find it’s own standard. On the one hand side it is also good to develop and to have 
an ambition, but on the other hand side to set the boundaries and also to make it clear to your fellow 

human beings. 

 

MFS, 

T3 

Burden for close others For my parents it was much worse because I was in a coma for 5 days. I was told, I didn’t know about 

it, I just wasn’t aware of anything. So physical pain is not my kind of issue but rather just the 
psychological component of Marfan. 

MFS, 

T5 

Notes. Quotations were translated from German and in parts linguistically smoothed to improve readability. Next to the quotations, the diagnosis (abbreviation) and the 

participant ID is stated. P1 stands for participant 1. IDs were given based on the seating position during the focus groups and have no further meaning. NF1=neurofibromatosis 

type 1, PSC=primary sclerosing cholangitis, PAH=pulmonary arterial hypertension, MFS=Marfan syndrome. 
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