
RESEARCH Open Access

The experience of parents of children with
rare diseases when communicating with
healthcare professionals: towards an
integrative theory of trust
Beni Gómez-Zúñiga1* , Rafael Pulido Moyano2, Modesta Pousada Fernández1, Alicia García Oliva3

and Manuel Armayones Ruiz4

Abstract

Background: Given the inherent complexity of rare paediatric diseases and the sensitive emotional context of the

situations they create (due to the patients’ age and the tense uncertainty surrounding the progression of the disease),

communication between the adults involved is a key tool in the efforts to provide these children and youths a better

quality of life. We conducted ten interviews with families of children with rare diseases, in the aim of exploring how

communication between doctors and patients affect their daily lives.

All participants, members of FEDER (a Spanish federation of associations of patients with rare diseases) were invited by

phone or email to participate in a semi-structured interview including questions on clinical information, communication

experiences with healthcare professionals, and the impact these had on the interviewees’ relationships with them. To

analyse these interviews, we used the ‘grounded theory’ methodology and open and axial text coding techniques, in

addition to those identifying the properties and dimensions of the categories formulated.

Results: The core category we have proposed is ‘adjustment of mutual trust’, with said category describing the attitude

and behaviour of doctors who inspire trust in the parents of paediatric patients diagnosed with a rare disease. More

specifically, said behaviours or sources of trust are: appearing human, sensitive and empathetic; showing transparency

and communicative openness; being supportive of parental proactivity; and being available to families at all times.

Conclusions: Trust is the cornerstone of parent-doctor communication in the field of children with rare diseases. If the

sources of trust are present, they create a degree of trust that bolsters both parties in the search for a common goal:

providing the child with the best possible care.

Keywords: Doctor-family communication, Rare diseases, Qualitative research

Background

In Europe, a disease or disorder is defined as rare when it

affects less than 1 in 2000. The majority of rare diseases

appear at paediatric age and frequently entail different de-

grees of disability. When dealing with rare diseases affect-

ing children and youths, the main concern, the core

mission shared by parents and healthcare professionals

alike, is to pursue the greatest quality of life for those

suffering from said diseases. For many parents, caring for

a child with a rare disease entails lifelong challenges and

personal sacrifice, often with scant official support, limited

access to health services and a complete absence or rela-

tive lack of experienced professionals able to provide the

required care and take the right decisions [1–3].

Given the inherent complexity of these diseases—their

“rarity”—and the sensitive emotional burden inherent in

the situations they create (due to the patients’ age and

the tense uncertainty surrounding the progression of the

disease), communication between the adults involved
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becomes a key tool in the efforts to provide these chil-

dren and youths with a better quality of life.

Although there is little published research tackling the

issue of communications between the doctors and family

members of patients in the specific case of rare diseases,

we can leverage the abundant literature on doctor-family

communications in the field of paediatrics, mainly in

cases of patients with chronic illnesses, to find points of

connection to provide the framework for our contribu-

tion. Rare diseases and chronic diseases have in common

the origin or cause of the disease, its symptoms, dur-

ation, incidence in the patient’s quality of life, and possi-

bility of cure or stabilisation of the disease. In this sense,

rare and chronic diseases share a number of common

burdens such as illness experience, biomedical facts, ill-

ness perception, likelihood of cure, etc. Thus, the condi-

tions under which these occur may also be similar, and

coping strategies for meeting with health professionals

and the relationship between health information and

health communication are crucial in this context.

Almost thirty years ago, Richard Street’s [4] research

into communication between parents and paediatricians

noted that certain aspects of communicative behaviour

had a greater impact upon parental satisfaction than

others. The author outlined a model comprising three

communication elements: (1) informativeness: the quality

and quantity of the medical and healthcare information

provided; (2) interpersonal sensitivity: behaviours in the

affective domain that reflect concern for the feelings of

parents and children; and (3) partnership building: the de-

gree to which parents participate, give their opinions and

make suggestions. Street [4] pointed out that parents’ per-

ception of these three elements determines their satisfac-

tion with the medical care their children are receiving.

Years later, Galil et al. [5] took a more in-depth look at

doctors’ skills in displaying a feeling of real concern for

their paediatric patients and their parents, which is what

provides the basis for communication and cooperation

with them. These affective displays become even more

important in rehabilitation processes, when parents and

doctors must cooperate intensely and over a prolonged

period of time, because these affective displays break

down any formal distance that may exist between them

and enable an atmosphere of rapport and close interper-

sonal relationships, argue the authors.

Furthermore, displays of affection and real concern by

physicians boosts parental confidence and trust in both

rehabilitation processes and their own ability to success-

fully conduct them. One of these authors’ working con-

clusions is of great importance to us: the feeling that

doctors are truly concerned and show emotional close-

ness is something that empowers parents.

A number of studies have pointed to the ideal features

of a paediatrician’s communicative style, including active

listening aimed at children and their parents, direct and

honest speech, and spending the time necessary to ex-

plain every detail and offer more comprehensive infor-

mation [6–10]. Similarly, they have highlighted negative

aspects, such as giving ‘bad news’ abruptly and insensi-

tively and concealing information [6, 11].

A study in Australia [12] of 30 families with children di-

agnosed with genetic metabolic disorders indicates that

families’ emotional and economic stress and the perceived

need for greater social and psychological support were ac-

companied by greater proactivity, manifested in the par-

ents’ wish to maintain better communication and

coordination with healthcare professionals and to have ac-

cess to more adequate information.

Parents of children with rare diseases seem to display

more accentuated proactivity than other parents. These

parents want to feel they are members of the team over-

seeing their children’s medical care and that their needs

are being met at all times. Several papers have show that

parents’ feelings of frustration and their concern about

professionals’ lack of understanding of the disease have a

negative impact on the quality of and access to care

[3, 13–16]. This is why parents often feel that they

have no choice but to assume the role of ‘experts’ in

all aspects of their children’s health [16–18].

Additionally, a number of studies [19, 20] have indi-

cated that mutual support between families in similar

situations with regard to their children’s rare diseases,

the encouragement they given one another, is of crucial

importance. It provides parents with a kind of shared so-

cial identity, a feeling of belonging to a group, that en-

ables them to deal with the situation better, alleviates

their stress and makes them feel more empowered to

manage their children’s’ needs.

Parents’ proactive behaviour was identified by Dalby

[21], who indicated that those with a family history of

rare diseases were more open to genetic testing than

those of healthy children. Receiving the results of these

tests to put an end to their diagnostic odyssey comes as

a great relief to them [22]. These are parents who wish

to become actively involved in research into their chil-

dren’s diseases [23], to possess all possible available in-

formation and decide what, when had how to inform

their children. In this regard, parents are regarded as lo-

gical information filters for their children [24], as they

always want the best for them and wish to take the best

decisions on the basis of the information they receive

from professionals and from the children themselves,

when the latter’s age so permits [24–26].

Based on the above literature review, this study aims

to explore doctor-family communication in the case of

children with rare diseases. To do so, our basis will be

the direct experience of a set of parents, and we analyse

what characterises doctor-family communication within
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the context of caring for these children. Due to the lack

of prior research into the matter, our work has an ex-

ploratory approach, so as to: 1) define the key elements

upon which parents base their communicative relations

with the doctor and which determine whether these re-

lations are or are not satisfactory; and 2) propose a

model that integrates them in an understandable way

and renders a structured account of the communicative

dynamics between the parties.

Method

Study design

This paper shows the results of a qualitative data ana-

lysis performed on a corpus of text transcriptions of ten

individual interviews. To carry out the analysis, we have

used some procedures typical of the methodology known

as ‘grounded theory’, which is used in studies on issues

closely associated to the focus of our own [27]. Specific-

ally, open and axial text coding techniques have been

employed, as has identification of the properties and di-

mensions of the categories formulated [28] (Strauss and

Corbin 2008).

Participants

The participants were ten parents of children with rare

diseases. Given that paediatric doctor-patient communi-

cations take place mainly between the doctor and the

children’s parents, we decided to choose mothers and fa-

thers as our participants.

From amongst the potential families, we took into ac-

count whether they were parents who, due to their in-

volvement with their children’s diseases, were available

and interested in participating in the study, and excluded

those parents who, for reasons of geographic location or

the state of their children’s illnesses, could not commit

to the interview or the time that it would take up.

We recruited participants through the Spanish Rare

Diseases Federation (Federación Española de Enferme-

dades Raras, FEDER), more specifically with the help of

one of the Federation’s psychologists. The criteria for in-

clusion were that participants (mothers or fathers) regu-

larly attended their children’s check-ups or programmed

medical appointments, and that the diseases of partici-

pants’ children were varied enough to cover the greatest

possible number of involvements and peculiarities that

such diseases could present. We did not take into con-

sideration any particular age range for the children, be-

cause it was not this variable that was important: the

important variables were those associated with the com-

munication process between doctors and families.Partici-

pants were young middle and upper-middle class

parents, aged 30 to 40. Six couples were married, two

were divorced and two were unmarried. The level of

studies completed ranged from secondary to higher

education, and they lived in Barcelona and the surround-

ing area. Eight of the ten parents interviewed had cre-

ated an association which was the first for their son or

daughter’s disease.

The psychologist contacted the families and explained

the study’s research goals and focus. Subsequently, if the

families agreed to participate, the researchers sent them

a written summary of the project. Eighteen families

expressed an interest in taking part and, in the end, in-

terviews were arranged with ten families—more specific-

ally, eight mothers and two fathers.

Participants provided written informed consent to

have a research team member interview them, and re-

ceived €70 as compensation for their involvement.

Data collection

To prepare for the interviews, basic information on the

child’s disease was collected in advance. A. G. O. carried

out the interviews over December 2016 and January

2017 at the FEDER headquarters, except for two fam-

ilies, for whom the location was changed to fit in with

their availability.

Interviews commenced with information on their dur-

ation, signing of the informed consent, and permission

to record them. They continued with some general ques-

tions on the child, to then move on to questions on

doctor-family relations and communications. They were

semi-structured, with a guide previously drawn up by

the researchers (Additional file 1), and participants were

asked to express themselves freely. Interview questions

included: “Has the type of your relationship with the

doctor been helpful with the treatment and the day-to-

day realities or other aspects of the illness?”, “Do you

really understand what the doctor tells or explains to

you?”, and “Are the medical reports understandable for

you?”. One single interview, lasting between 60 and 90

minutes, was held with each participant.

Data analysis

The first stage of analysis consisted of carefully reading

through the ten interviews and initial, line-by-line cod-

ing of the entire corpus. The codes act as labels that we

researchers assign to those data fragments (in our case,

words, sentences and paragraphs from the transcrip-

tions) that, for some reason or another, attract our atten-

tion. In this study, more than 600 codes were assigned

at this stage.

Upon conclusion of the initial coding of all the mater-

ial, the codes were reviewed and brief discussion notes

formulated on those we regarded as most significant, al-

though there were a number for which these notes had

been made before completion of the coding of the text

corpus. More specifically, notes on 76 codes were drawn

up. At the beginning, due to their newness, the first
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interviews were full of codes, but then there was a grad-

ual appreciation of how many things were repeated, al-

though new ones did appear in every interview.

These thoughts—known as ‘memos’ in grounded the-

ory argot—are the basis for grouping the codes together

on the basis of some kind of affinity, according to a

range of different criteria (cause and effect relationships,

temporal sequences, part-whole relationships, etc.).

Some codes appeared strongly above others, subsuming

many more, and other initial codes were simply dis-

carded because we could not appreciate any clear link

with the more powerful codes. As a code gained strength

and appeared as an ‘umbrella’ encompassing others, this

code became a ‘category’. This was the second stage of

analysis.

Stage three saw us taking a more in-depth look at each

category, one by one, and reviewing the memos drawn

up on the initial codes grouped into each category. This

was done to make sure that they were properly classified

and to find the link between the category as a whole and

the other categories, as they must be explicitly interre-

lated by means of connecting statements. The goal here

was to find a core category that would act as an axis to

articulate the other categories and as nucleus around

which the theory to be constructed turns.

A category achieves ‘data saturation’ when researchers

have managed to specify all its significant ‘properties’

and the ‘dimensions’ of said properties. This should be

attempted for all the study’s important categories, and is

imperative in the case of the core one. This explains

why grounded theory requires that the data be produced

gradually, as the theorisation (the conceptualisation/cat-

egorisation) of the phenomenon progresses. The idea is

to seek new data that permits the refining of concepts/

categories when their properties and dimensions are re-

vealed. And, in this search for new data, the sampling

criteria are based on the suggestions or ‘suspicions’ aris-

ing from the theorisation already under way: this is why

it is known as ‘theoretical sampling’.

Results

Based on the aforementioned analysis, 21 categories

were built and grouped, in turn, into five blocks, as

listed below:

Block A ‘Families’.

Block B ‘Doctors’.

Block C ‘Families and information on their child’s

disease’.

Block D ‘Parent-doctor communication’.

Block E ‘Associations’

See Additional file 2 for a detailed list of the 21 cat-

egories and subcategories.

The core category proposed here is ‘adjustment of mu-

tual trust’, a two-way process: a) parents’ trust in doctors,

and b) doctors’ trust in parents. In this article, we shall

be looking at the former: ‘parents’ trust in doctors’.

Hsiao, Evan and Keltzer [29] singled out trust as a key

factor in facilitating communication and provided exam-

ples of how it can be harmed when, for example, doctors

fail to acknowledge an error, something that had already

been pointed to in an earlier study [11]. Communication

is fluid, rich and effective to the extent that it is based

on mutual trust.

For us, this is the core category of our study because,

in addition to it being the one with the most (and most

intense) relationships with the other categories con-

structed in the data analysis, it is the category that we

can best categorise, given the data available, identifying

its ‘properties’ and the ‘dimensions’ of these properties

(Fig. 1).

The core category of our study has not yet reached the

point of ‘data saturation’. We believe that there is still a

shortfall of data keeping us from being able to present a

complete categorisation of all its properties and dimen-

sions. However, in at least one of these properties, which

we call ‘sources’, we have achieved saturation: in other

words, we have enough data to allow us to present this

property in sufficient detail.

Set out below are the results of the ‘sources’ prop-

erty (trust is always based on something), although

our analysis allows us to point to some other proper-

ties of the category, such as ‘adjustment/readjustment

processes’ (the degree of trust may vary based on the

evolution of the parent/doctor relationship) and ‘con-

sequences’ (an increase or decrease in trust may, in

turn, cause changes in other aspects of the relation-

ship or even in the self-perception of each of the par-

ties).

Ten interviews were enough to identify the attitudes

and behaviours of doctors that parents take as ‘sources’

upon which to base their trust in the former. We do not

believe that more interviews would point to other

sources: at most, they could provide more detail on

those already identified. According to our theoretical

characterisation of the ‘sources’ property, its entire vari-

ability occurs in four dimensions, as we shall explain

below, which describe doctors’ attitudes and behaviours

that inspire trust in parents of paediatric patients diag-

nosed with a rare disease.

Trusting those appearing human, sensitive and

empathetic

A number of qualitative studies on the way in which

healthcare professionals communicate with their paedi-

atric patients and the latter’s families [29–31] agree in

pointing to three ideal characteristics of said
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communication: showing respect and compassion, pro-

viding emotional support, and boosting their knowledge

of patients and parents as individual human beings. Our

study confirms this. Parents have greater trust in doctors

when they perceive that they are treated with sensitivity,

tact and as human beings:

I … I did ask once … in a talk I asked, umm … how

much training time is given to doctors to train them in

being people, in humaneness?

Parents have more trust when they are convinced that

the professional in question knows how they feel regard-

ing their children’s illness and that he or she is truly in-

terested in aspects that go beyond purely clinical ones

with regard to their children and to themselves as par-

ents. They need to feel they are being listened to:

So the doctor’s going … (pretending to type). Just

writing and writing. So, like, five or ten minutes go by

and, of course, the family’s explaining. And then I

said, “Hey, have you taken on board anything I’ve

said? You haven’t even looked at me!”. It was all really

difficult.

Parents need to feel that professionals are aware of the

affective impact of the disease upon them and show it

through the way they talk to them:

And everything in the way they convey things, when

they say … a bit of empathy! It’s about having

empathy when you say, “Look, he’s probably got a very

rare disease. Don’t worry, here in Barcelona, at

Hospital X and Hospital Y they’re treating about 100

kids ( … )”. That’s the way to convey it to the family.

What you can’t say is that they might not make it and

that … it’s the way you say things.

Parents will have trust in the doctor to the extent that

they perceive the latter’s capacity for empathy, tact and

sensitivity. Some noted that it sometimes seemed that

the doctor forgot that he or she was treating a child or

that whatever happened during treatment would have

great emotional repercussions for the patient and the

family. So, trust depends on the degree to which profes-

sionals show that they are aware of the extent of parents’

suffering, because the parents’ experience is clearly one

of suffering, suffering caused by four feelings: physical

and psychological wear and tear and exhaustion; aban-

donment and loneliness; distress (due to lack of know-

ledge and uncertainty); and a sense of guilt.

Parents suffer because, firstly, they reach the end of

their tether. Their children’s illness requires so much at-

tention, time and energy that the physical and emotional

wear and tear will sooner or later take its toll. To allevi-

ate the burden of this feeling of “I can’t take it anymore!”

and to lessen their suffering, they find support, where

Fig. 1 The four dimensions of the sources of trust
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possible, in family members, to whom they delegate

some day-to-day chores to allow them to rest awhile.

This emotional burden and the everyday difficulties in

caring for the child are described in detail by Hentinen

and Kyngäs [32] and by Trulsson and Klingberg [33].

Secondly, another obvious source of suffering is the

feeling of being abandoned to their fate, that they are ex-

periencing their child’s illness on their own, that nobody

understands them and no-one can help. Somanadhan

and Larkin [34] quoted parents describing this experi-

ence as “feeling like you’re in no man’s land” and “the

feeling that the future is unknown”.

To alleviate the burden of this feeling and to combat the

suffering it causes, parents contact associations or, de-

pending upon the case, found a small one themselves.

Within this association, and also outside of it, they can

share experiences and exchange knowledge with other

parents in the same situation, which helps them see and

feel that they are not alone, that there is someone there by

their side, and that they have not been abandoned. Parents

also seek this companionship in the doctor in charge of

their children’s case, although they will not always find it:

If the doctor tells them, “There are clinical trials.

There’s a chance … ”, then he’s your best friend. But if

he says, “There’s nothing; we can’t do anything. There’s

absolutely no way forward. Research is progressing

very slowly … ”. All of that: you’re playing a part in

the fact there’s no research, that everything’s going

slowly, that your child has little life expectancy. Like,

how do you get that into your head and take it on

board? So that kind of doctor’s not a good friend. It’s

not that he’s a good or bad doctor, but … he’s

necessary … . So, for professionals, I think what’s

important is, firstly, the language: use clear and calm

language with the family because the family needs

that peace of mind, that companionship …

Thirdly, parents suffer because they are distressed that

they do not know everything they think they should

know about the disease and because they do not know

what will happen in the future, how the disease will pro-

gress, or what will happen when their child reaches

adulthood. This uncertainty sometimes leads to almost

obsessive behaviour in the search for information. They

are convinced that the more they know, the better they

can help their child, and they sometimes attain almost

the same level of technical and/or clinical knowledge as

the professionals. With regard to the disease, they find it

difficult to accept the fact that there is much that scien-

tific research is still unable to explain, and they also suf-

fer because future prospects are out of their control.

Uncertainty, anxiety and the fielding of loneliness are

accentuated during the

‘diagnostic odyssey’ [35] (Dudding-Byth 2015: 624). To

combat this third feeling, this anxiety of uncertainty that

makes them suffer so much, some put themselves in the

hands of the doctor, trusting that he or she will resolve

all the doubts that can be resolved, although they some-

times come across the problem of finding the informa-

tion hard to understand.

Lastly, parents suffer because they harbour, to a

greater or lesser extent, some kind of feeling of guilt be-

cause of what has happened to their child. This was ex-

plicitly acknowledged by only one interviewee and

almost went unnoticed in the initial analysis. In the sub-

sequent review of the codes, however, it became the sub-

ject of careful consideration. It is clear that there is no

reason for any parent to feel that they are guilty of their

child having one of these rare diseases, but knowing that

a disease is due to genetic factors may undoubtedly lead

to such a sense of ‘guilt’ in a parent and, as unjustifiable

and absurd as it may seem to us to harbour this feeling,

the fact is that it exists amongst some parents. A

mother’s or father’s feeling of guilt about what is hap-

pening to their son or daughter could help explain the

behaviour that such parents may display with regard to

the search for information or to their complete dedica-

tion to their child—at the cost of their own health. In

any case, although this latter sense of guilt would appear

to us to be of great importance (and we believe that fur-

ther research into it is called for) such ideas are still no

more than mere hypotheses, as there is scant explicit

trace of it in the managed data. However, this does not

mean that it is unimportant: quite the contrary, perhaps.

In summary, parents have greater trust in a doctor

when they believe he or she is really interested in aspects

that go beyond purely clinical ones with regard to their

children and to themselves as parents. October et al.

[36] saw clear evidence, in their study of the presence of

parents at professional medical congresses and work-

shops, that parents want to feel understood and have

their fears and concerns addressed.

Parents need doctors to be aware of the obligation, the

need or the irrevocable decision they have taken to do

everything possible for their children, even if this implies

sometimes superhuman efforts or involves putting their

own health, financial security, or whatever else, at risk.

They will have more trust in a doctor capable of putting

themselves in the difficult position they find themselves in.

Following the issuing of the diagnosis, a whole raft of

changes occurs in the life of the affected family: in work,

economic impact, the securing of support from members

of the family, the risk of a breakup in the couple, etc. Every-

thing is turned upside down, everything has to be rear-

ranged. Decisions are taken on an immediate-term basis,

on what is most urgent, but also with a view to the longer

term. It may be these transformations that, given their

Gómez-Zúñiga et al. Orphanet Journal of Rare Diseases          (2019) 14:159 Page 6 of 14



depth and urgency, give rise to the need to benefit from the

support of those who have experienced, or are still experi-

encing, the same thing.

Trusting those displaying transparency and

communicative openness

Generally speaking, it can be said that information is the

key capital forming the transactional basis of meetings

between parents and doctors. The other ‘capital’ would

be the affective tone the parties take with one another,

the degree of mutual trust being the result of these

transactions in each encounter. Here, it is perhaps truer

than ever that information is power. In the hands of the

doctor, it allows him or her to have an influence over

the parents to ensure they behave in the way he or she

deems fit. In the hands of the parents, on the other

hand, information empowers them and allows them to

curb the doctor’s power.

Metcalfe [37] and Metcalfe, Plumridge and Coad [38]

state that most parents prefer to have accessible infor-

mation that is free of technical or scientific jargon. Like-

wise, they underline the need to be informed as the basis

on which parent-doctor relations are built. A number of

studies have made it clear how parents of children with

rare diseases often search the Internet, initially, to find

information on the disease and the available resources

[39, 40]. The active, ceaseless search for information is a

characteristic of proactive/empowered parents who, as

we shall note later on (see Section 3.3.), place more trust

in those doctors who respect this proactivity.

Other studies [41, 42] point to how this sometimes ob-

sessive search for information can be explained by cer-

tain experiences the parents have had with the

healthcare system or by the perceived incompetence or

indifference of medical staff, which would lead them to

feel forced to make themselves the ‘experts’.

Parents trust the doctor to the extent that they are

convinced that the latter is telling them everything he or

she knows about the disease and their child’s treatment

and is not hiding information. Glenn [43] described the

case of a number of parents who felt frustration in this

regard. One mother confessed to this researcher that

“the worst feeling is when I have been managed by a

doctor or a nurse; where they decide that they are going

to a give me a limited amount of information instead of

all the information” (id., p.21). However, some parents

appear resigned to the fact:

[we receive] very little information from the doctor, very

little. ( … ) The doctor takes the decisions. We can’t … we

can’t decide because we don’t have enough information. I

mean, if you don’t have information, you can’t decide.

Other parents, doubtless those with a highly proactive

profile, say something very different:

I need to know everything and more, much more, and,

and … and I love it when a doctor explains things to

me and explains them well. I love it! When a doctor

explains something well, when you understand and

enjoy it, even if it’s something negative about your kid,

well, it gives you a clearer idea of what’s happening to

your child.

Within this dimension of transparency and informative

openness, we find that parents trust doctors appearing

even-handed in their judgements and medical opinions,

for example, when they feel they give them encourage-

ment without creating false hope. Meert et al. [44], in a

study on the parent-doctor relationship with paediatric

patients at risk of imminent death, indicated that some

parents were convinced that doctors intentionally hid in-

formation to keep them optimistic and reduce their suf-

fering, and this conviction negatively affected their

degree of trust in professionals. Additionally, parents

place more trust in doctors when they perceive their

modesty, reflected, for example, in the fact that they

admit in a matter-of-fact way their ignorance of some

specific aspect of the disease or its treatment, if this

occurs:

It’s not that doctors don’t know how to diagnose it, it’s

just, if they haven’t seen any case before … you know?

Well obviously they won’t know what to do. But then,

I’ve also come across, a bit, what you’d call medical

pride, right? I mean you’ve got this doctor … yes, it’s

true, I’ve seen that myself, you know? So, in my case …

the truth is, to me, medical pride means nothing, I

really don’t care …

We’re a pain! We’re really a pain because, I put myself

in the doctor’s shoes, us families never stop

bombarding them with questions. And so there are

some, as with any human being, well, you don’t know

how to answer. And if you’re a doctor, it’s like, “what

do I tell them?”

Then you find doctors who say to you: “Oh,

actually, I can’t”, or “Actually, look, call me in a

while, because now, so and so … ”. And … and … I

believe we’re human and, as humans, and as this

kind of professional deals with so many diseases, it’s

very difficult for them to be on top of everything.

And you, you knock on the door and you’re there,

and they’ve got no time to get ready. I mean, as
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much as they may want to, they don’t have the

information to help you.

Hsiao, Evan and Keltzer [29, 32] state that parents call

for an understandable vocabulary, a direct style, clear ex-

planations and complete information. They frequently

mentioned their difficulties in understanding medical in-

formation, interpreting the treatment guidelines or

knowing when and how to act in certain situations, and

trust doctors when they perceive that the latter make an

effort to be understandable. Doctors, as Dellve [45]

notes, must have advance knowledge of parents’ compe-

tences to make sure that the level of complexity or detail

of their explanations are suitable.

One interesting question is: who is more responsible

for ensuring that the information has been fully under-

stood. Is it the responsibility of parents to ask everything

over and over again until they are sure they have under-

stood it? Or is it the doctors who, as a part of their

everyday routine, should include questions to ensure

they have understood?

The little they explain, we understand well. And what

we don’t understand, we keep it in mind, or jot it

down, and then look it up later on. In other words, I

think that, yeah, we understand things. That’s why it’s

hard to understand why they don’t do more explaining

[when] we are able to understand. I guess they must

sometimes think that we don’t have the ability to

understand what they are going to explain to us. So, I

don’t … perhaps they do it as a favour to us. I don’t

know. I don’t think that’s much of a favour. I want to

know everything. And I’ve also met other parents

who’ve told me they don’t ask the doctor anything.

They don’t ask because they won’t understand it and

also because they’re scared of knowing so much. They

prefer not to know.

“Do you understand?”. “Yes, yes, yes”. “And then, in a

month’s time, we’re going to give him an endoscopy, or

we’re going to do this or that”. “Do you understand?”.

“Yes, yes, fine”. “Please explain it to me then”. And the

family says: “What?” “So, you don’t understand, do

you? Please explain it to me”. Well, that doesn’t

happen. They don’t say: “So, family, explain what I’ve

said back to me”. “Well, umm, err … ”. “So, you don’t

understand”. In other words, here you realise … but

the doctor doesn’t do that. The problem is that the

family’s told the doctor, “I understand”. “OK, great,

bye. Take care!”

Generally for the parents, ‘bad’ doctors are those who

display attitudes of arrogance and superiority, and who

do not accept parents’ medical suggestions, regarding

them as interference or challenges to their authority.

Parents perceive an exaggerated ego and an inappropri-

ate sense of ‘closed shop’, and all of this becomes a

source of conflict. Dessy [46] notes in his study that,

when communication between parents and doctors is

characterised by conflict, it leads to stress, and if this

continues over time, “relations between medical staff

and families worsen” (p.39).

When proactive parents come up against this sort of

doctor, clashes—if not open and serious confronta-

tions—will sooner or later occur. A number of parents

told of experiences demonstrating tension and clashing

positions, i.e. situations in which both parties are aware

of the breakdown in trust and, therefore, the fact that

the communicative relationship is damaged.

We also encountered numerous allusions to the problem

of the lack of coordination between professionals or differ-

ent parts of the healthcare system, be this hospitals and

their internal organisation or health centres. Parents often

fail to understand how these ‘avoidable errors’ can occur,

and are irritated by what they see as bureaucratic nonsense

or the slovenliness with which some professionals deal with

things, making them unnecessarily complicated in the par-

ents’ view. In any case, they classify many of these problems

of lack of coordination as being due to a ‘bad’ system, rather

than any ‘bad’ professional in particular.

Trusting those appearing in favour of parental proactivity

To establish fluid communications and a relationship

based on deep mutual trust, parents need to be sure

that their doctors do not conceal information and

that they too are searching for answers. The research

questions are obvious: What variables cause proactive

behaviour in parents? Is it a question of personality?

Are all parents equally proactive from the very start

of the illness, or do they become more so over time?

Or vice-versa? What might cause one situation to

occur over another?

Parents refer to the irrefutable fact that they are the

ones who know their children the most and the best.

This is not only because they have given birth to them

and have raised them, or even because they are the ones

who spend more time with them. It’s because they have

overall knowledge of the child that they have gained in

the natural contexts of the latter’s development, com-

pared with the one-dimensional knowledge possessed by

the doctors and healthcare professionals caring for their

child, which is gathered from observation in artificial

contexts (for the child), such as a laboratory, a doctor’s

office or a test room. Sometimes, parents feel that doc-

tors are not willing to acknowledge their status as pos-

sessing inside information on the child, and this could

entail a risk to the trust placed in the professional:
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Really, they know a lot about medicine; there are things

that I’ll never be able to argue with, but my son is my

son. And, regarding my son, I’m undoubtedly the one

who knows the most. So, there, sometimes, it’s where

there are times of … not of confrontation, not that but …

well, a bit of a tussle, like, let’s see how we’re going to

work this one out.

Parents place more trust in professionals who respect

and even encourage their behaviour as searchers for in-

formation, something already noted by Budych, Helms

and Schultz [47] and by Leonard [48]. Sometimes, how-

ever, they are aware that this behaviour might create

tensions:

I mean, it doesn't bother them when you say, “I’ve

read”, or “I’ve seen”. If they have to confirm it, they’ll

do so. ( … ) The thing is that we parents have a defect,

the fact that we go in there, like, almost knowing more

than them, almost knowing more than them. Those

that want to know, of course.

I’ve been on radio programmes ( … ) that had a

section on rare diseases and they called someone every

week. Ah, well, one week they called us. And I went to

explain it. Well, can you believe the coincidence: my

GP was at that very moment listening to the radio

and recognised my voice? And the following week I

had an appointment with him—it was a

coincidence!—and he said to me, “Were you on the

radio last week?”. And I said, “Yep”. [And the doctor

said] “Well, I was in the car and I was listening to

you. Hey, you gave a fantastic explanation of what’s

going on with your son”.

The doctor’s never said anything to me. He’s never felt

annoyed or anything. He’s always answered my

questions. I don’t know if privately, inside, maybe he

might have … that I made him appear … uhh. I’ve not

had the feeling that it bothered him, you know? Never.

From the very start, I’ve been very, very inquisitive.

Really.

Asked about cooperation with the doctor, one father

stated that, “it depends on the doctor and also on the

complexity of the case”, but that, in theory, “from our

standpoint, maximum cooperation is the goal: making

ourselves available for anything the doctors may require,

in other words, always”. And he made it clear that this

meant not getting ahead of oneself and perhaps suggest-

ing “things that may annoy the doctor”. And he con-

cluded, “above all, to convey to them our wholehearted

desire to help and cooperate”. Resendez et al. [49] (2000)

have already noted that meeting the needs of the family

means making them active agents in the decisions that

are being taken.

In much the same way, parents place more trust in

doctors that display a positive attitude towards the as-

sociation(s) to which they may belong and who ap-

prove of their involvement. As noted above,

associations are a kind of antidote to the feeling of

abandonment and loneliness experienced by many

families with a child suffering from a rare disease.

They provide not only affective support but also, de-

pending upon the association’s own proactivity, very

useful information and guidelines for families, who

find in them resources to combat the lack of know-

ledge and uncertainty that cause them so much anxie-

ty.As one parent put it, “the best medicine a doctor

can prescribe is the association’s address”. Empowered

parents approach other association members to pro-

vide and seek information, and they do so with the

same strength with which they give and seek comfort.

A doctor can distinguish between these two types of

‘assets’, but parents have no reason to do so, as they

and only they know what it is they need most ur-

gently at any given time:

When there’s a situation of a rare disease, especially

when there’s not much information, then the doctor

should say “Look, the situation is so and so. Take the

report, but there’s also this association. Go there,

because … ”. And this type of rhetoric, it has the

families asking you questions, because they don’t dare

to ask the doctor.

Parents find in associations support of all kinds, and

don’t understand why there are some professionals who

refuse to endorse the work of these groups and do not

encourage parents to get involved in them:

I think it must be made very clear that doctors need it,

and it’s important for doctors to side with the family,

back patients’ associations, and try to go when there’s a

conference or a parent’s workshop to get a more in-

depth handle on the situation.

What we see is that doctors are a bit reluctant …

umm … to tell us certain things. I don’t know if it’s

because, maybe, sometimes, there’s a bit of a lack of

psychology or something. There are some doctors who

don’t have a good idea of what associations are or

what they are for.

How can it be that there are doctors who do not

approve of the associations’ work, who do not regard

them as an ally but as something that interferes with

their work?
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Because an informed family is always much better

than one that isn’t informed at all, because the doctor

will always have to give them information, information

that he or she may not know how to give them. Or

maybe it’s not that they don’t know, but that a family

will not take in the information in the same way they

would if it were given to them by a patients’

association.

Any statements in this particular regard should be

made with caution, as we do not have the viewpoint of

the doctors, but the perception of parents in this regard

is very interesting:

Maybe because they think (wrongly, as far as my

experience is concerned) that these associations may

interfere or get in the way, that they may give

information to those involved that isn’t completely

right. When, in fact, if a patients’ association works

properly, what it does, actually, is support research,

ensure that those affected get information. ( … ) These

associations are aimed [not only] at therapies for the

patients themselves, but also at the families. It also

depends, of course, on what each individual

association is like. I think that doctors are a little

reticent in this regard because of that. Because, in a

way, they may be put under a bit of pressure, not from

the individual patient, but from a group of families,

which is obviously a lot more powerful than any single

patient.

A professional’s attitude toward an association to

which the family belongs not only impacts upon the de-

gree of trust parents have in the former. At times, it de-

termines it in its entirety:

So, the first thing he said to me was, “that association

… be careful, it’s a cult”. And that’s what I was going

to say before about egos. So what was going on? Well,

Doctor ‘A’, who worked with the association, was a

competitor of this other doctor. So, you know, he was

leery. Obviously, with that kind of attitude, we had no

interest whatsoever in a doctor with opinions like that.

Right? So we changed doctor.

Trusting professionals whose door is always open

All the parents interviewed made mention, one way or

another, of how useful it is to be able to contact the doc-

tor in charge of their children’s case at any time. Profes-

sionals offering this availability are deserving of more

trust that those who do not. Often, these references are

followed by comments reflecting the parents’ appreci-

ation of the difficulties inherent in a doctor’s work. This

is why they are particularly grateful for the possibility of

getting in touch with the professional whatever the day

or time:

Because I remember and have a great deal of affection

for the doctor, you see? He’s like our father. I … I …

well having his mobile, having his home contact

details, being invited to his home … of course, I

thought to myself, “If he did this with every family, it’d

be chaos!” But obviously, it’s not commonplace. He

does it with those he has affection for, too.

This reciprocity in ‘affection’ points towards a mutual

trust that, once truly in place, means that the availability

of or the accessibility to the professional is a natural out-

come of the relationship built up with the family:

I’ve been in the waiting room waiting to have lunch …

with him! And they are extraordinary doctors! True

points of reference, who also give you their mobile.

And you say to yourself, “How is this possible?” And

they’re happy! Happy. They love what they do! And

that’s really great, so cool, and really, really nice.

I believe you can tell a doctor who does check-ups via

WhatsApp or other messenger these days: “Hey, I’ve got

this and this going on”. And they’ll answer when they

can. “Hey, up his level of … And when you come, I’ll

ask for an appointment for you and when that’s ar-

ranged, you’ll come and see me”. Or, “Give him more

and let me know if he gets better”. “Great. He doesn’t

have to come to the appointment anymore”. I mean,

all this is necessary.

Although this same interviewee accepted the profes-

sional’s right to limit their accessibility to when it was

‘right’, and not at any time:

Once I was in a debate. I was at a conference and

mentioned the matter of the mobile and a doctor got

really pissed off and said: “I don’t have to give my

mobile number to anyone”. That’s right.

Parents are aware that availability can lead to some

taking advantage, meaning contacting the doctor exces-

sively and unnecessarily often, when the situation really

doesn’t call for it:

What’s more, I remember I once called the doctor on a

Sunday, [and she] was on the beach, reading a book.

Lying on the beach, sunbathing. ( … ) I called her. She

didn’t answer. I called her again a few minutes later, and

she picked up, “What’s going on, María?”. Obviously,

what’s going on, she knew something was up. Because I
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don’t call her [to tell her] that [my son] has got a bit of a

temperature, I wouldn’t … no way! I call her when there’s

a difficult situation and I don’t know what to do.

Why would a family bother you on a Sunday if it

wasn’t something serious? What’s more, you’ll pick up

if … but, in a way, you’re their fall-back doctor, their

companion. No other doctor can understand the

situation.

Availability goes hand-in-hand with this affectionate

and humane treatment we mentioned earlier. Parents

trust doctors who treat them with warmth and empathy,

and their perception is that it is only in this way that the

professional is really engaged with their child’s case:

You’ve got someone who’s a point of reference as a

doctor and who’s the person that’s going to be able,

from then on, to provide you with information, [with

whom] your going to be closest, and you’re going to

have more contact with the doctor. Even to the point

that many of them give you their mobile number in

case anything comes up. I mean, all this means that,

even though it’s not compulsory, the doctor gets

involved. In our case, our doctor was completely

committed to us.

Hsiao, Evan and Zelter [29, 32] conclude that both

parents and children themselves prefer to communicate

with doctors who are easy to get in touch with at any

time, who quickly pick up the phone, or who rapidly

reply to emails, not so much because they meet their

unexpected requests for information, but because it

gives them a sense of security and peace of mind.

Discussion

The main goals of this study were the identification of the

key elements upon which parents base their communica-

tive relationship with the doctor, and the conceptualisa-

tion of a model that integrates said elements to provide an

account of the communicative dynamics between the two

parties. With regard to the former goal, our analysis iden-

tified 21 categories, grouped into five blocks, with the core

category being ‘adjustment of mutual trust’.

Based on the results obtained, and with regard to the

second of our two goals, we propose a theory that ex-

plains the communicative experience we have been talk-

ing about. Set out below are some of its key aspects, and

we also give some pointers as to how, in our view, re-

search should progress to complete it and provide it

with a broader perspective.

Doctors with whom parents achieve the greatest

levels of trust are characterised by their ability to ob-

serve the child, their sensitivity, their tact, their

humility and their sincerity. They are doctors who, in

these parents’ eyes, are committed and involved in

personal matters, provide parents with companion-

ship, go beyond strictly clinical matters, make them-

selves greatly available and show empathy by easily

putting themselves in the parents’ shoes, as well as

humility in acknowledging the limits of their know-

ledge and resources. Parents understand the difficul-

ties of medical work and are eager to cooperate with

doctors, feeling sure of their ability to help due to

their possession of direct, overall and intuitive knowledge

of the child that the professional lacks. If this cooperation

occurs with the minimum degree of sensitivity, humane

treatment and compliance with the principles of transpar-

ency and honesty in the exchange of information required

by parents, a great degree of trust is generated, bolstering

both parties so that they can better achieve their common

goal: providing the child with the best possible care.

Parents’ trust in the doctor caring for their child is

eroded or called into question to the extent that they fail

to observe some of the characteristics that we have de-

fined as ‘sources’ of trust, and clearly becomes mistrust

if they are convinced of the opposite of each of them.

In the communicative encounter between parents and

doctors, trust helps bridge the gap between the parties,

whilst mistrust helps widen it. This ‘gap’ is a metaphor

for asymmetries in the possession and handling of infor-

mation and for differences in the feelings and emotions

at play when they interact. Variations in trust levels re-

sult in these asymmetries reducing or accentuating.

Communication between parents with children suffer-

ing from rare diseases and the doctors caring for the lat-

ter takes place within a very complex context. This

complexity arises from the existence of a doubly asym-

metrical situation:

a) Affective asymmetry. For their part, parents are

always affected by an emotional burden (explicit or

latent) in their encounters with doctors. For theirs,

doctors, due to the nature of their job, always

attempt (with a greater or lesser degree of success)

to set aside any emotional burden that may

negatively affect their work.

b) Informational asymmetry. There is an unequal

distribution of the amount and kind of information

managed by each of the parties in the encounters

between them.

The degree to which each of these parties is aware

of this double asymmetry varies, as does the way

they attempt to even it out. No matter how

strongly it impacts upon the parties’ awareness, the

double asymmetry means they are constantly

readjusting their mutual trust, which can go in two

directions:
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� Reduced asymmetry: when one (or both) of the

parties develops a greater level of trust in the other,

some of the asymmetries tend to decrease, such that

one or both parties perceive a greater closeness or

similarity in their positions.

� Accentuated asymmetry: when, as a result of the

adjustment, the encounter between parties results in a

lower level of trust on the part of one or both of them,

one or more of the asymmetries are accentuated.

There is a need to identify other properties—and their

associated dimensions—of the core ‘mutual trust’

concept-category.

In addition to the ‘sources’ of this trust, we believe that

another interesting property is to be found in the ‘adjust-

ment/readjustment processes’ and in the ‘consequences’

of an increase or decrease in trust.

However, to progress in this direction, there is a need

for more (and more precise) data. And, obviously, when

talking of mutual trust, we need to understand the view-

point of the other party, i.e. the doctor’s. What would

the sources of trust placed by the doctor in the patient’s

family be? There is undoubtedly a great deal of research

that needs to be done to complete an overall scorecard

of the process. How do the parties readjust their mutual

trust in their encounters? What factors play a part in the

way the parties perceive asymmetries? What affects the

direction the adjustment takes?

Our incipient theory suggests that there is one set of

factors operating at a base level, such that the response

to these questions points towards this set of factors.

Firstly, we would have a set of factors associated with

the parents, on whose basis we could distribute the lat-

ter’s variability along a spectrum. At one of the ends of

this continuum would be the most proactive, most

empowered parents, those who are more ‘voracious’ in

the search for information, more committed (in terms of

time, energy, etc.), more concerned, more ‘active’ in sup-

porting their children, etc. This would be the end repre-

sented by the ‘sharks’, to borrow a term used by one of

the mothers interviewed.

At the other end would be those parents who appear

more passive, more resigned, more compliant with the

doctor’s opinions: parents who, at the very end of the

spectrum, would seem to settle for anything, and appear

to simply sit back and passively observe what is happen-

ing to their children, the ‘happy flowers’, as the same

mother put it. There is not enough data to be able to

more accurately define the behavioural parameters we

are using to describe parents at one specific point along

the continuum, and the space between these two ends is

host to a broad spectrum of mothers and fathers.

Likewise, the positions are not fixed, as a wide variety of

circumstances may cause shifts along this continuum,

probably more frequently in the less to more proactive

direction than the other way around.

Additionally, we would have a second set of factors as-

sociated with the doctor, which constitute another

grouping upon whose basis we could distribute doctors’

variables along a different continuum. At one of the

ends of this continuum would be those doctors we could

call, using a provisional term, ‘open profile’ doctors.

These are doctors who (in theory) inspire more confi-

dence, are characterised by their greater emotional

closeness to the family, and are better skilled at provid-

ing companionship for parents in living with their chil-

dren’s illnesses, more transparent in handling

information and readier to share this information and

accept suggestions. These are doctors in whom families

perceive a great humility, sincerity and honesty in all

their encounters with them.

At the other end would be those doctors with a ‘closed

profile’, characterised by their emotional distance from

the family. They are also less skilled or just not inter-

ested in providing families with companionship in cop-

ing with their child’s disease, less transparent in

handling information and less ready to share this infor-

mation or accept suggestions. These are doctors in

whom families perceive coldness, little humility, the con-

cealment of information, a lack of professionalism,

sometimes even malpractice, in their encounters with

them.

In any case, we are aware of the current limita-

tions of our study. The sample of parents inter-

viewed reflects the profile of proactive parents.

Agreeing to be interviewed means these parents are

strongly committed to the treatment of their chil-

dren’s disease, and that they are prepared to explain

this experience and be recorded if they believe this

might help increase awareness of the disease or un-

cover tools to help meet their needs. However, given

the methodological framework we have employed

(grounded theory), we believe that we are laying the

foundations for further research and, in this sense,

there is (up to a point) no need to control the char-

acteristics of this initial sample. However, now that

we have placed on record the fact that there is a

profile of proactive or empowered parents (the

‘sharks’) and another of resigned or passive ones (the

‘happy flowers’), we need to find parents with this

latter profile and convince them to talk of their ex-

periences. Only in this way can we have a complete

vision of the matter and aspire to present a solid

theory on trust as the cornerstone for parent-doctor

communication in the field of children suffering

from rare diseases.
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Conclusions
In this study:

� We have identified key elements and communicative

dynamics between parents of children with rare

diseases and healthcare professionals.

� We have presented, in great detail, the sources of

trust used by these parents in their communicative

relationships with healthcare professionals.

� We have identified two additional properties of

trust, namely adjustment/readjustment processes and

consequences, which require more research to be

defined in their different dimensions.

It is not the aim of this article to make concrete rec-

ommendations about the education and training of fu-

ture health professionals or about how health services

should be organised to facilitate closer and more fluid

communication between families or patients and the

professionals themselves. However, it is difficult not to

be aware of the practical implications of our findings;

even more so when parents’ trust in doctors is based on

aspects that have to do with ethical values, namely em-

pathy, transparency and respect, rather than with know-

ledge in itself.

This is especially relevant in the case of rare diseases,

since very often it is not possible to achieve a cure and

the health professionals’ primary concern is therefore

the care of the patient and their family. This change of

perspective (from cure to care) must be made explicit,

taught and understood by doctors and health personnel

as an essential part of their job.

Additional files

Additional file 1: Interviews guidelines for data collection. (DOCX 19 kb)

Additional file 2: Blocks and categories built through the analysis.

(DOCX 7 kb)

Acknowledgements

The main contributors of this article are the families of children with rare

diseases who have given us their time with infinite generosity. Likewise, we

would like to thank the FEDER (Federación Española de Enfermedades Raras,

Spanish Rare Disease Association) Psychological Care and Training Service, as

well as Regla María Garci, for their support and help in contacting and

recruiting the families.

Authors’ contributions

Data cleansing, qualitative analysis and writing of manuscript: RAP.

Assistance with designing the interviews, obtaining ethical approvals,

conceptualising the study design and revising the manuscript: BGZ.

Identification and recruitment of family members for interviews and

interviewing of participants: AGO. Assistance with drafting and revising the

manuscript: MPF and MAR. All the authors have read and approved the final

manuscript.

Funding

This study was supported by the Recercaixa 2015 grant (grant number 2015

ACUP 00187).

Availability of data and materials

The datasets used and/or analysed during the current study are available

from the corresponding author upon reasonable request.

Ethics approval and consent to participate

All study participants provided informed consent.

Consent for publication

Not applicable.

Competing interests

The authors declare that there are no potential conflicts of interest with

respect to the research, authorship, and/or publication of this article.

Author details
1Estudis de Psicologia i Ciències de l’Educació, Universitat Oberta de

Catalunya, Rambla Poblenou, 156 08018 Barcelona, Spain. 2Edificio

Departamental de Humanidades y Ciencias de la Educación I (Edif. A). Planta

2, despacho 14, Universidad de Almería, Ctra. Sacramento s/n, La Cañada de

San Urbano, 04120 Almería, Spain. 3PSiNET Research Group, Universitat

Oberta de Catalunya, Barcelona, Spain. 4eHealth Center, Estudis de Psicologia

i Ciències de l’Educació, Universitat Oberta de Catalunya, Ctra. Sacramento s/

n, La Cañada de San Urbano, 04120 Barcelona, Spain.

Received: 4 January 2019 Accepted: 12 June 2019

References

1. Anderson D, Dumont S, Jacobs P, Azzaria L. The personal costs of caring for

a child with a disability: a review of the literature. Public Health Rep. 2007;

122(1):3–16.

2. de Vrueh R, Why R&D into rare diseases matter. In: Bali RK, Bos L, Gibbons

MC, Ibell S, editors. Rare Diseases in the Age of Health 2.0. Communications

in Medical and Care Communities. Heidelberg, Berlin: Springer; 2014. p. 3–20.

3. Pelentsov LJ, Laws TA, Esterman AJ. The supportive care needs of parents

caring for a child with a rare disease: a scoping review. Disabil Health J.

2015;8:475–91. https://doi.org/10.1016/j.dhjo.2015.03.009.

4. Street RL. Physicians communication and parents’ evaluations of pediatric

consultations. Med Care. 1991;29:1146–52.

5. Galil A, Bachner YG, Merrick J, Flusser H, Lubetzky H, Heiman N, Carmel S.

Physician–parent communication as predictor of parent satisfaction with

child development services. Res Dev Disabi. 2006;27:233–42.

6. Davies B, Connaughty S. Pediatric end-of-life care: lessons learned from

parents, vol. 32; 2002. p. 5–6. Available from: www.ncbi.nlm.nih.gov/

pubmed/11802640

7. Kirschbaum MS. Needs of parents of critically ill children. Dimens Crit Care

Nurs. 1990;9:344–52.

8. James L, Johnson B. The needs of parents of pediatric oncology patients

during the palliative care phase. J Pediatr Oncol Nurs. 1997;14:83–95.

9. Meyer EC, Ritholz MD, Burns JP, Truog RD. Improving the quality of end-of-

life care in the pediatric intensive care unit: parents’ priorities and

recommendations. Pediatrics. 2006;117:649–57.

10. Meyer EC, Burns JP, Griffith JL, Truog RD. Parental perspectives on end-of-

life care in the pediatric intensive care unit. Crit Care Med. 2002;30:226–31.

11. Contro N, Larson J, Scofield S, Sourkes B, Cohen H. Family perspectives on

the quality of pediatric palliative care. Arch Pediatr Adolesc Med. 2002;

156(1):14–9.

12. Anderson M, Elliott E, Zurynski Y. Australian families living with rare disease:

experiences of diagnosis, health services use and needs for psychosocial

support. Orphanet J Rare Dis. 2013;8:22. https://doi.org/10.1186/1750-1172-

8-22.

13. Eatough V, Santini H, Eiser C, Goller ML, Krysa W, Nicola d, et al. The

personal experience of parenting a child with juvenile Huntington's disease:

perceptions across Europe. Eur J Hum Genet. 2013;21(10):1042–8. https://

doi.org/10.1038/ejhg.2013.15.

14. Graungaard A, Skov L. Why do we need a diagnosis? A qualitative study of

parents’ experiences, coping and needs, when the newborn child is

severely disabled. Child Care Health Dev. 2006;33(3):296–307.

15. Coyne I. Families and health-care professionals' perspectives and

expectations of family-centred care: hidden expectations and unclear roles.

Health Expect. 201. https://doi.org/10.1111/hex.12104.

Gómez-Zúñiga et al. Orphanet Journal of Rare Diseases          (2019) 14:159 Page 13 of 14

https://doi.org/10.1186/s13023-019-1134-1
https://doi.org/10.1186/s13023-019-1134-1
https://doi.org/10.1016/j.dhjo.2015.03.009
http://www.ncbi.nlm.nih.gov/pubmed/11802640%5d
http://www.ncbi.nlm.nih.gov/pubmed/11802640%5d
https://doi.org/10.1186/1750-1172-8-22
https://doi.org/10.1186/1750-1172-8-22
https://doi.org/10.1038/ejhg.2013.15
https://doi.org/10.1038/ejhg.2013.15
https://doi.org/10.1111/hex.12104


16. van Scheppingen C, Lettinga A, Duipmans J, Maathuis K, Jonkman M. The

main problems of parents of a child with epidermolysis bullosa. Qual Health

Res. 2008;18(4):545–56.

17. Kirk S, Glendinning C. Developing services to support parents caring for a

technology-dependent child at home. Child Care Health Dev. 2004;30(3):

209–18.

18. Brewer H, Eatough V, Smith J, Stanley C, Glendinning N, Quarrell O. The

impact of juvenile Huntington's disease on the family: the case of a rare

childhood condition. J Health Psychol. 2008;13(1):5–16.

19. Shilling V, Morris C, Thompson-Coon J, Ukoumunne O, Rogers M, Logan S.

Peer support for parents of children with chronic disabling conditions: a

systematic review of quantitative and qualitative studies. Dev Med Child

Neurol. 2013;55(7):602–9. https://doi.org/10.1111/dmcn.12091.

20. Clifford T, Minnes P. Logging on: evaluating an online support group for

parents of children with autism spectrum disorders. Journal of autism

development Disord., 43(7): 1662–75. J Autism Dev Disord. 2013;43(7):1662–

75. https://doi.org/10.1007/s10803-012-1714-6.

21. Dalby S. GIG response to the UK clinical genetics society report “The

genetic testing of children”. J Med Genet. 1995;32(6):490–1 Available from

www.ncbi.nlm.nih.gov/pmc/articles/PMC1050494/.

22. Groft SC, de la Paz MP, editors. Rare diseases—avoiding misperceptions and

establishing realities: the need for reliable epidemiological data. Rare

diseases epidemiology. Part 1. The Netherlands: Springer; 2010. p. 3–14.

23. Kleiderman E, Knoppers BM, Fernandez CV, Boycott KM, Ouellette G, Wong-

Rieger D, et al. Returning incidental findings from genetic research to

children: views of parents of children affected by rare diseases. J Med Ethics.

2014;40(10):691–6. https://doi.org/10.1136/medethics-2013-101648.

24. Driessnack M, Daack-Hirsch S, Downing N, Hanish A, Shas LL, Alasagheirin

M, et al. The disclosure of incidental genomic findings: an “ethically

important moment” in pediatric research and practice. J Community Genet.

2013;4(4):435–44. https://doi.org/10.1007/s12687-013-0145-1.

25. Aarthun A, Akerjordet K. Parent participation in decision-making in

healthcare services for children: an integrative review. J Nurs Manag. 2014;

22(2):177–91. https://doi.org/10.1111/j.1365-2834.2012.01457.

26. Wade CH, Tarini BA, Wilfond BS. Growing up in the genomic era:

implications of whole-genome sequencing for children, families, and

pediatric practice. Annu Rev Genomics Hum Genet. 2013;14:535–55. https://

doi.org/10.1146/annurev-genom-091212-153425.

27. Hallberg U, Klingberg G, Reichenberg K, Möller A. Living at the edge of

one's capability: experiences of parents of teenage daughters diagnosed

with ADHD. Int J Qual Stud Health Well-being. 2008;3(1):52–8. https://doi.

org/10.1080/17482620701705523.

28. Strauss A, Cobins J. Bases de la investigación cualitativa. In: Técnicas y

procedimientos para desarrollar la teoría fundamentada. Medellín:

Universidad de Antioquia; 2008.

29. Hsiao J, Evan E, Zeltzer L. Parent and child perspective on physician

communication in pediatric palliative care. Palliat Support Care. 2007;5(4):

355–65.

30. Heller KS, Solomon MZ. Continuity of care and caring: what matters to

parents of children with life-threatening conditions. J Pediatr Nurs. 2005;

20(5):335–46.

31. Hinds PS, Drew D, Oakes LL, Fouladi M, Spunt SL, Church C, et al. End-of-life

care preferences of pediatric patients with cancer. J Clin Oncol. 2005;23(36):

9146–54.

32. Kyngäs H, Hentinen M. Barlow JH (1998), adolescents’ perceptions of

physicians, nurses, parents and friends: help or hindrance in compliance

with diabetes self-care? J Adv Nurs. 1998;27(4):760–9. https://doi.org/10.

1046/j.1365-2648.1998.00608.x.

33. Trulsso U, Klingber G. Living with a child with a severe orofacial handicap:

experiences from the perspective of parents. Eur J Oral Sci. 2003;111:19–25.

https://doi.org/10.1034/j.1600-0722.2003.00001.x.

34. Somanadhan S, Larkin PJ. Parents experiences of living with, and caring for

children, adolescents and young adults with Mucopolysaccharidosis (MPS).

Orphanet J Rare Dis. 2016;11(1):138. https://doi.org/10.1186/s13023-016-

0521-0.

35. Dudding-Byth, Tracy. A powerful team: The family physician advocating for

patients with a rare disease [online]. Australian Family Physician. 2015;44(9):

634–8. Availability: https://www.ncbi.nlm.nih.gov/pubmed/26488040. ISSN:

0300–8495. [cited 15 Nov 18].

36. October TW, Hinds PS, Wang J, Dizon ZB, Cheng YI, Roter DL. Parent

satisfaction with communication is associated with physician patient-

centered communication patterns during family conferences. Pediatr Crit

Care Med. 2016;17(6):490–7. https://doi.org/10.1097/PCC.0000000000000719.

37. Metcalfe A, Plumridge G, Coad J, Shanks A, Gill P. Parents’ and children’s

communication about genetic risk: a qualitative study, learning from

families’ experiences. Eur J Hum Genet. 2011;19(6):64064–6. https://doi.org/

10.1038/ejhg.2010.258.

38. Metcalfe A, Coad J, Plumridge GM, Gill P, Farndon P. Family communication

between children and their parents about inherited genetic conditions: a

meta-synthesis of the research. Eur J Hum Genet. 2008;16(10):1193–200.

https://doi.org/10.1038/ejhg.2008.84.

39. Schaffer R, Kuczynski K, Skinne D. Producing genetic knowledge and

citizenship through the internet: mothers, pediatric genetics, and

cybermedicine. Sociol Health Illn. 2008;30(1):145–59. https://doi.org/10.1111/

j.1467-9566.2007.01042.x.

40. Skinner D, Schaffer R. Families and genetic diagnoses in the genomic and

internet age. Infants Young Child. 2006;19:16–24. https://doi.org/10.1097/

00001163-200601000-00003.

41. Gundersen T. ‘One wants to know what a chromosome is’: the internet as a

coping resource when adjusting to life parenting a child with a rare genetic

disorder. Sociol Health Illn. 2011;33(1):81–95. https://doi.org/10.1111/j.1467-

9566.2010.01277.x.

42. Tozzi AE, Mingarelli R, Agricola E, Gonfiantini M, Pandolfi E, Carloni E, et al.

The internet user profile of Italian families of patients with rare diseases: a

web survey. Orphanet J Rare Dis. 2013;8:76. https://doi.org/10.1186/1750-

1172-8-76.

43. Glenn AD. Using online health communication to manage chronic sorrow:

mothers of children with rare diseases speak. J Pediatr Nurs. 2015;30(1):17–

24. https://doi.org/10.1016/j.pedn.2014.09.013.

44. Meert KL, Eggly S, Pollack M, Anand KJ, Zimmerman J, Carcillo J, et al.

Parents’ perspectives on physician-parent communication near the time of

a child’s death in the pediatric intensive care unit. Pediatr Crit Care Med.

2008;9(1):2–7. https://doi.org/10.1097/01.PCC.0000298644.13882.88.

45. Dellve L, Samuelsson L, Tallborn A, Fasth A, Hallberg LR. Stress and well-

being among parents of children with rare diseases: a prospective

intervention study. J Adv Nurs. 2006;53(4):392–402. https://doi.org/10.1111/j.

1365-2648.2006.03736.x.

46. Dessy E. Effective communication in difficult situations: preventing stress

and burnout in the NICU. Early Hum Dev. 2009;85:S39–41. https://doi.org/10.

1016/j.earlhumdev.2009.08.012.

47. Budych K, Helms TM, Schultz C. How do patients with rare diseases

experience the medical encounter? Exploring role behavior and its impact

on patient-physician interaction. Health Policy. 2012;105:154–64.

48. Leonard H, et al. How can the internet help parents of children with rare

neurologic disorders? J Child Neurol. 2004;19(11):902–7.

49. Resendez M, Quist R, Matshazi A. Longitudinal analysis of family

empowerment and client outcomes. J Child Fam Stud. 2000;9(4):449–60.

Publisher’s Note
Springer Nature remains neutral with regard to jurisdictional claims in

published maps and institutional affiliations.

Gómez-Zúñiga et al. Orphanet Journal of Rare Diseases          (2019) 14:159 Page 14 of 14

https://doi.org/10.1111/dmcn.12091
https://doi.org/10.1007/s10803-012-1714-6.
http://www.ncbi.nlm.nih.gov/pmc/articles/PMC1050494/%20
https://doi.org/10.1136/medethics-2013-101648
https://doi.org/10.1007/s12687-013-0145-1
https://doi.org/10.1111/j.1365-2834.2012.01457
https://doi.org/10.1146/annurev-genom-091212-153425
https://doi.org/10.1146/annurev-genom-091212-153425
https://doi.org/10.1080/17482620701705523
https://doi.org/10.1080/17482620701705523
https://doi.org/10.1046/j.1365-2648.1998.00608.x
https://doi.org/10.1046/j.1365-2648.1998.00608.x
https://doi.org/10.1034/j.1600-0722.2003.00001.x
https://doi.org/10.1186/s13023-016-0521-0
https://doi.org/10.1186/s13023-016-0521-0
https://www.ncbi.nlm.nih.gov/pubmed/26488040
https://doi.org/10.1097/PCC.0000000000000719
https://doi.org/10.1038/ejhg.2010.258
https://doi.org/10.1038/ejhg.2010.258
https://doi.org/10.1038/ejhg.2008.84
https://doi.org/10.1111/j.1467-9566.2007.01042.x
https://doi.org/10.1111/j.1467-9566.2007.01042.x
https://doi.org/10.1097/00001163-200601000-00003
https://doi.org/10.1097/00001163-200601000-00003
https://doi.org/10.1111/j.1467-9566.2010.01277.x
https://doi.org/10.1111/j.1467-9566.2010.01277.x
https://doi.org/10.1186/1750-1172-8-76
https://doi.org/10.1186/1750-1172-8-76
https://doi.org/10.1016/j.pedn.2014.09.013
https://doi.org/10.1097/01.PCC.0000298644.13882.88
https://doi.org/10.1111/j.1365-2648.2006.03736.x
https://doi.org/10.1111/j.1365-2648.2006.03736.x
https://doi.org/10.1016/j.earlhumdev.2009.08.012
https://doi.org/10.1016/j.earlhumdev.2009.08.012

	Abstract
	Background
	Results
	Conclusions

	Background
	Method
	Study design
	Participants
	Data collection
	Data analysis

	Results
	Trusting those appearing human, sensitive and empathetic
	Trusting those displaying transparency and communicative openness
	Trusting those appearing in favour of parental proactivity
	Trusting professionals whose door is always open

	Discussion
	Conclusions
	Additional files
	Acknowledgements
	Authors’ contributions
	Funding
	Availability of data and materials
	Ethics approval and consent to participate
	Consent for publication
	Competing interests
	Author details
	References
	Publisher’s Note

