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Aim: The aim of this study was to explore the parental experiences of raising a child without a diagnosis.Method:
Qualitative semistructured interviews were conducted with 14 parents recruited through a large Regional Ge-
netics Centre in the United Kingdom. The interview guide was designed to examine issues such as when and
why parents started searching for a diagnosis, whether they were still searching, and what psychosocial issues
had arisen as a result of not having a diagnosis. Data were analyzed using the Grounded Theory method.
Results: The parental experience can be viewed as a journey, which comprises of two distinct components: the
inner, emotional experience, and the outer, sociological experience. Issues that comprise the emotional journey
include the realization that there is a problem, the experience of testing, reasons for wanting a diagnosis, the
emotional impact, and active coping mechanisms. Social issues include the experience with professionals, the
various support networks accessed by parents, and issues such as education and housing. The issue of frus-
tration was one that occurred throughout the journey. Conclusion: Although some of the experiences cited by
parents are common to families raising a child with a diagnosed condition, lack of diagnosis adds a layer of
complexity.

Introduction

I
t is estimated that in 30%–50% of cases of children with
severe learning disability (Hodgson, 1998; Daily et al., 2000)

and 60% of cases of children with multiple congenital anom-
alies (Cohen, 1997), it is not possible to provide parents with a
certain diagnosis or etiological explanation. The psychological
and social implications of raising a child with a known dis-
ability are well documented (Carmichael et al., 1999; Fanos
andMackintosh, 1999; Sari et al., 2006;Wiedebusch et al., 2008;
Wong and Heriot, 2008), but there are only few studies de-
tailing the psychological and social experience of parenting a
child without a diagnosis.

Studies investigating the psychosocial experience of raising
a child with a known condition have highlighted a variety of
experiences encountered by parents. In a qualitative study
investigating the experience of parents of children with Down
syndrome, parents expressed anxiety about the future, in-
cluding whether their children would be able to look after
themselves independently in later years (Sari et al., 2006).
Parents of children with ataxia telangiectasia were found to
experience multiple mourning processes including mourning
the loss of the child they thought they had and the child they
used to have (Fanos and Mackintosh, 1999). In a study fo-
cusing on parents of children with fragile X syndrome, par-
ents felt there was a lack of support from clinicians after they
had received a diagnosis (Carmichael et al., 1999), and self-

blame, behavioral disengagement, and information seeking
were found to be some of the coping mechanisms used by
parents of children with cystic fibrosis (Wong and Heriot,
2008) and Turner syndrome (Starke and Moller, 2002).

A review of the literature identified two studies in which
the parental experience of diagnostic uncertainty was inves-
tigated. In one study (Rosenthal et al., 2001) conducted in the
United States, researchers identified six areas inwhich parents
claimed a diagnosis would have an impact. These included
providing a label, informing treatment, and enabling social
support. Results from a study conducted in Denmark
(Graungaard and Skov, 2006) showed that parental satisfac-
tion with the diagnostic process was strongly related to the
certainty of the diagnosis and that parents found it difficult
coping with an uncertain future. Our review of the literature,
however, did not identify any studies conducted in the United
Kingdom investigating the experience of parenting a child
without a diagnosis.

It is important to investigate this issue from a United
Kingdom perspective as differences in healthcare systems
across these countries may have an impact on psychosocial
outcome for parents. In 1997, the provision of genetic services
in the European countries was evaluated by the Concerted
Action on Genetic Service in Europe (CAGSE). This evalua-
tion revealed that practices, resources, as well as traditions in
the different countries varied considerably. Access to genetic
services will also vary. Denmark, like the United Kingdom,
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regulates genetic testing through the national healthcare
system, whereas in the United States, it is provided by state
and private sector organizations (Godard et al., 2003). Further,
across Europe and the United States there exists a diversity of
cultures and opinions about a number of issues relevant to
genetics, including human reproduction issues and commu-
nity and individual approaches to the significance of dis-
abilities (Godard et al., 2003).

The aims of this qualitative study were therefore to (1) as-
sess the psychosocial parental impact of having a non-
diagnosed child in the United Kingdom, (2) identify whether
the psychosocial implications were similar to findings from
studies in which parents did have a diagnosis, and (3) iden-
tify whether there were any issues that were unique to this
situation.

Methods

This was an exploratory study of parents’ feelings and ex-
periences, and therefore, we chose a qualitative method (Pope
and Mays, 2006). A Grounded Theory approach enables the
researcher to draw appropriate themes from the data and to
develop explanatory theories in connection with the topic
being studied (Strauss and Corbin, 1998). Ethical approval for
the study was obtained from the NHS Ethics Committee.

Participants were recruited through staff at a large Re-
gional Genetics Centre in the United Kingdom. Eligible
parents had a child who had been seen at the genetic clinic,
but who did not, at the time of recruitment, have a diagnosis
of an identified syndrome. To achieve maximum variation in
the sample, the inclusion criteria consisted of (1) parents who
were still actively searching for a diagnosis and those for
whom it was not a priority; (2) children who varied in age;
(3) parents of children where the nondiagnosed child was an
only child and parents of children where there was more
than one child in the family; (4) parents who had a ‘‘working
diagnosis’’ (a diagnosis given by the clinician that was so-
cially enabling, but did not provide an etiological explana-
tion) such as autism or bilateral cataract, and parents
without; and (5) parents who found out there was an undi-
agnosed condition during pregnancy and parents who
found out after the child was born.

Parents of children considered suitable were invited to
participate in the study via a letter that included a participant
information sheet. They were asked to return the reply slip if
they were interested in participating, and face-to-face inter-
viewswere then arranged. All participants stated a preference
to be interviewed in their own homes. The interviews were
conducted by the lead researcher (C.L.) and permission was
given by all interviewees for the interview to be audiotaped.
Interviews took place between December 2008 and August
2009 and lasted from 30min to 1 h. Recruitment occurred in
stages to enable the researcher to identify specific character-
istics of potential participants, to recruit purposively.

Consent was recorded in writing before each semi-
structured interview.Where both parents were available, they
were asked whether they would prefer to be interviewed to-
gether or separately. All couples preferred to be interviewed
together. The interview guide was designed to examine issues
including when and why parents started searching for a di-
agnosis, whether they were still searching for a diagnosis and
what information they hoped a diagnosis would provide, and

what had been the main issues, both practical and emotional,
that had arisen as a result of not having a diagnosis.

Interviews were transcribed by the researcher and data
were analyzed using the Grounded Theory method (Strauss
and Corbin, 1998). The process of interviewing, coding, and
categorizing was fluid and continuous. As analysis of the in-
terviews continued, data were coded into either preexisting
codes or new codes. Coding and sorting was done using the
qualitative research software NVIVO (QSR International Pty
Ltd.) and interview questions were amended to take into ac-
count the emerging concepts. Categories were continuously
checked and compared against segments of the text (constant
comparison) to determine their properties and dimensions.
During this process, codes and categories were revised, re-
organized, split, or merged. A second researcher also coded
and categorized parts of the interviews to ensure trustwor-
thiness of the findings. Any disagreements were discussed
and amended. At the point when no new codes or categories
were emerging, examination of categories was carried out to
identify links and relationships between them (axial coding).
Finally, as greater insight was achieved, more theoretical and
abstract accounts were developed (selective coding). The re-
sults of this analysis, including proposed theoretical expla-
nations about the data and their implications for health
service provision, are discussed below. All identifying details
have been changed to protect confidentiality.

Results

Sample characteristics

The parents of 20 children were invited to participate and
parents of 9 children agreed to be interviewed (45% response
rate). During five interviews, both parentswere present. In the
other four interviews, only themother was present (in three of
these cases the parents had separated), resulting in a total of 14
participants. All participants were living in Southern Eng-
land. Three mothers had given up work either for financial
reasons or because it was too difficult to work and look after
their children. Two mothers had recently returned to work
because their child had turned five, one mother was working
part time, onemother was still onmaternity leave, onemother
chose not to work, and one worked full time. Of the five fa-
thers involved in the study, all worked full time. The ages of
undiagnosed children ranged from 3months to 9 years. Table 1
shows further characteristics of the parents and affected
children, including a range of problems as described by the
parents. Many of the children had some form of learning
difficulty, but the range of physical manifestations was broad.
There was a range of activity level concerning the search for a
diagnosis. This ranged from ‘‘still persevering with all the
different channels’’ to ‘‘no longer actively searching.’’ Even
thoughmany of the parents described their children as having
‘‘developmental delay,’’ two had been given a working di-
agnosis to describe their child’s condition, in one case this was
autism and in the other, bilateral cataracts. Another woman
had been told her child had a chromosome translocation;
however, because the diagnosis was so rare, she regarded it as
a nondiagnosis as there was no prognosis.

The overriding theme that emergedwas that the experience
of having an undiagnosed child was a ‘‘journey’’ encountered
by parents. The journey began with the identification of
a medical problem and was still ongoing at the time of the
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interview. This journey comprises two distinct components:
the ‘‘inner world’’ experience, comprising emotions and cog-
nitions, and the ‘‘outer world’’ sociological experience.

The ‘‘inner’’ journey.

The initial emergence of the problem: There was a noticeable
difference in the experiences described by parents depending
on whether the problem was identified during pregnancy or
not. For those who found out during pregnancy, the infor-
mation came as a shock and was devastating.

‘‘It was like being hit with a truck. I was sobbing, sitting
outside sobbing in the garden and it was awful. It’s a real
shock because you don’t anticipate it. It was horrible, it was
really, really horrible.’’ (Alison)

When problems became apparent after birth, the realiza-
tion that there was a problem was more gradual. It often be-
gan when parents started to notice that the child was not
reaching certain milestones.

‘‘We realized after six or seven months he wasn’t reaching
his milestone. He wasn’t sitting up, his head in particular, he
was always quite floppy.’’ ( Julia)

Statements such as ‘‘there has been a lot of anxiety’’ (Macy)
and ‘‘it was very stressful’’ (Laura) were used to describe the
experience.

Experience of testing: An integral part of the journey was the
testing that children underwent during the search for a di-
agnosis. Most participants named a variety of procedures
including blood tests andMRI scans, but other tests such as X-
rays were mentioned. Many of the children had undergone
testing over prolonged periods. The experience of testing
varied for parents. Some were happy for their child to con-
tinue testing if it might lead to a diagnosis, whereas for others
the experience was traumatic and upsetting. Comments from
three parents suggested a certain level of trust with their
health professionals.

‘‘If there is an issue and theywant to carry on and dig a little
further then ok lets just go with it.’’ ( Julia)

For other parents, however, the experience was more
negative. One had a particularly bad experience because of a
number of mistakes being made with blood samples.

‘‘And I think that last time it upset me somuch that I said to
everyone ‘take the bloods you need, store them, and there are
nomore bloods being taken because I can’t put Claire through
this’.’’ (Sally)

For those women who were pregnant at the time of testing,
the experience was particularly traumatic because it was at a
late stage in the pregnancy.

Reasons for wanting a diagnosis: ‘‘Helpwith care and treatment’’
and ‘‘to know about the future’’ were the two most common
reasons given for wanting a diagnosis. Parents felt that if they
had a diagnosis it would enable them to make more accurate
decisions regarding their child’s care and treatment and
provide information about the prognosis.

‘‘I’d just like to know how we treat it really. If it’s Russell
Silver syndrome it can be treated by growth hormones which
is a positive thing.’’ (Sophie)

Without a diagnosis, parents were unsure how their child
would progress over time, and this was a great source of
frustration. One parent described it as being ‘‘blind.’’ During
three interviews, participants also commented that they

wanted a diagnosis just to have ‘‘a reason.’’ This desire for a
reason implies that having a diagnosis would, for some par-
ents, provide psychological relief, even if it would not change
the situation.

‘‘ . . . because even if we had a diagnosis he’s still Charlie to
me, its not going to change him . . . its just on a personal
emotional level I hate not knowing . . . .’’ (Samantha)

A diagnosis was seen as a social tool by parents of affected
children. Three parents raised the point that it would
be helpful to have a term that could help summarize what
was wrong with their child when asked by friends or other
parents.

‘‘ . . . it would be nice to sort of say oh yes, Laura has got
rather than we don’t know.’’ (Rachel)

Two mothers explained how they had decided to use the
terms ‘‘severe special needs’’ and ‘‘developmental delay’’ to
describe their child’s condition. This ‘‘social diagnosis’’ made
it much easier when asked (by nonmedical people) as it meant
they did not have to go into the specific details. One mother
had decided upon the term ‘‘developmental delay’’ in a key
worker meeting attended by members of her support team
(including her health visitor and occupational therapist
amongst others). This had been a very useful exercise that she
recommended to other parents. Other reasons cited for
wanting a diagnosis included concern about recurrent risk in
future pregnancies, to help with schooling, and to have an
explanation to give to their child.

Feelings about getting a diagnosis:Although parents all said that
they would like a diagnosis, when probed further many said
that getting a diagnosis was no longer a priority. This was
either because they were more concerned with dealing with
the day-to-day issues related to the condition, they felt that
their child was happy, and therefore, a diagnosis was not
vital, or they had come to accept their child’s condition and
wanted to move on.

‘‘If you worry about having a name for something, if your
child is happy and your child isn’t in and out of hospital then
does it really matter?’’ (Donna)

Two parents commented that a diagnosis was just a name
and would not ‘‘change’’ their child. For one mother, the
actual problems, including a hole in the heart, were more
important than a name. Three parents mentioned that
they would still have to explain what the diagnosis meant to
others.

For one woman who had been told her child had a trans-
location, she still felt that this ‘‘diagnosis’’ did not provide any
useful information about the condition or the future.

‘‘So when they told you it was a translocation was that a
relief?’’ (interviewer)

‘‘Well it’s like being told something in a foreign language
really. It wasn’t a relief because I didn’t understand it. I’d
never heard of a translocation . . . . It was still a meaningless
diagnosis. You need to knowwhat it means. I don’t care what
it’s called. I just want to knowwhat it means, or what I can do,
or what I can do to help.’’ (Alison)

However, for one couple who had been given a working
diagnosis of autism while testing was ongoing, the diagnosis
was a relief as it proved to others that there was something
wrong. Many of their emotional difficulties had been con-
nected with the fact that no one believed there was anything
wrong with their children, other than bad behavior.
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‘‘We got a lot of relief out of our diagnosis because at last
somebody believed and somebody could see we were not
imagining these problems, they were actually there. The girls
were actually having difficulties and up until our diagnosis
nobody seemed to accept that.’’ (Abe)

Emotional impact: Parents commonly experienced anxiety
when they first found out that there was a medical problem,
especially if this occurred early in the child’s life, before cer-
tain possible syndromes could be ruled out. However, most
parents did not report feeling anxious over the long term. The
emotional issues with a long-term impact related to the lack of
control parents felt, particularly regarding their child’s future.
Issues raised included whether they would have to care for
their child for the rest of their lives, whether their child might
eventually die from their condition, recurrence risk in future
pregnancies, the emotional difficulties of being unable to
make ‘‘life-plans’’ for their child, and not knowing how to deal
with aspects of their child’s development such as the onset of
puberty.6

‘‘I do not knowwhat is going to happen to him in the future
and that is the worst thing I think, it is just not knowing
because as far as I am concerned I now have to be his carer for
the rest of his life.’’ (Donna)

Three participants described their experience as being
stressful. Reasons cited included the lack of sleep coupled
with a full-time job, the constant visits to hospital, and looking
after a special needs child as a single mother. Two parents
described the sense of helplessness they felt in trying to find a
diagnosis, one father felt that it was ‘‘just a case of waiting to
see if they do the things that a child with those syndromes
would do’’ (Anthony). A number of parents expressed a sense
of guilt relating to their nonaffected children. One woman
explained that she felt guilt toward her other child ‘‘because
we can’t go out and do the things that a normal eight-year-old
girl would love to be doing’’ (Donna). Other emotions ex-
pressed by parents included the strain on relationships, the
lack of psychological help available, and the difficulty in
coming to terms with the fact that their child did not look
‘‘normal.’’

However, not all the emotions described by parents were
negative in nature. A number of parents commented that the
experience was an ‘‘emotional rollercoaster.’’ There were
‘‘lows,’’ but there were also ‘‘highs.’’ For one mother, even
though the experience had at times been difficult, it had been
‘‘positive overall’’ (Sophie). Many of the parents were also
keen to express how rewarding and loving their child was.
Comments including ‘‘I love her to death’’ (Sally) and ‘‘he’s
inspiring sometimes as to how loving and gorgeous he is’’
(Samantha) were made during the interviews.

Coping mechanisms: The majority of participants used termi-
nology during interviews that implied they were actively
coping with their situation and trying to remain positive.
Many of these coping statements related to accepting the sit-
uation, getting on with life, and just enjoying their children.
Parents were also aware of the need to focus their energy on
being optimistic, as highlighted by comments such as ‘‘you
have to keep positive thinking’’ and ‘‘when you focus on the
positive your life becomes so much easier.’’ One particular
coping mechanism that four parents engaged in was to
compare their own situation to others:

‘‘ . . . .you realize there are children there that are far worse
off than Nick. Children with severe cerebral palsy, spina bi-
fida, all sorts of problems . . . .’’ ( Julia)

Father: ‘‘It puts it in perspective’’
Mother: ‘‘ . . . and you kind of think, what am I complaining

about . . . .’’ ( Julia)
Looking for information, either online or by speaking with

other parents, was another coping strategy parents employed.
One mother who was given a high risk of Down syndrome
after a 20-week scan described how she ‘‘spent that weekend
talking to colleagues that worked with kinds with Down’s,
talking to my friend who is a social worker, reading about
Down syndrome, getting as informed as I could’’ (Alison).
Another means by which parents coped was by playing an
active role in ensuring appropriate care, treatment, and ser-
vices were met by service providers. Many parents were keen
to take control of the situation and, in essence, act as the
‘‘gatekeeper’’ for their child’s care. However, there weremany
examples of parents having to push or fight for services and
appointments.

‘‘You have to push, you have to say what’s happening and
you have to chase people . . . and you end up getting to a
point where you’re like ‘I don’t care if I upset you now, my
children matter and you don’t’ . . . I’ve had to learn to be that
sort of person.’’ (Laura)

The sociological journey.

Experience with professionals: Communication and support
between medical professionals and parents was on the whole
positive, with most parents feeling that there was a good line
of communication maintained and support provided. In ad-
dition, parents wanted to be active participants in the diag-
nostic process and felt the medical team acknowledged them
as experts on their child’s condition, as highlighted by one
woman who felt she was free to ‘‘ring up and say ‘can you
check this on the database’.’’ The experience was less positive
when it came to communication between health profession-
als. Two parents found that there was a lack of communica-
tion between specialists, and often it was up to them to keep
the medical team informed of test results and any specialists
seen since the last appointment. A further issue that was
particularly frustrating for parents was the need to constantly
repeat their child’s ‘‘life story’’ because of the numerous dif-
ferent specialists involved in their child’s care, and the lack of
communication between them.

‘‘ . . . you are always telling everything again and you just
think why can’t you just open your notes and read what is in
front of you because I have told at least a 100 people this,
please I do not want to tell anybody again and this is quite
frustrating.’’ (Donna)

The importance of support and advice from professionals
such as health visitors, social support workers, and housing
officers was evident from interviewees’ comments. The
health visitor seemed to be a particularly important person
along the parental journey, who provided information and
support about issues including local nurseries and
playgroups, and disability benefits. In some cases the health
visitor had adopted a ‘‘key worker’’ role by ensuring all
health professionals were kept up-to-date with tests and
appointments and by helping facilitate access to services.
They also provided psychological support to parents, par-
ticularly mothers.
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‘‘Pammy health visitor has been an absolute rock because I
mean I’ve had other problems not just with Charlie but with
Leah, his elder sister, eating disorders and things like that. So
she has been really involved in my whole family network.’’
(Samantha)

Other specialists who were seen to play an important role
included the support worker, the housing officer, and staff at
local nurseries and playgroups.

One negative aspect concerning professionals that was
mentioned was the high turnover of staff. One woman com-
mented that ‘‘You hardly ever see the same person’’ (Sally).
Another parent was also very fearful of the transition to a new
team of professionals that would inevitably happen soon, as
her son was about to turn 5 years old.

Other support networks: Parents found that having a child with
a disability placed a strain on their relationship. One couple
found that because they were constantly tired, they rarely
went out and spent time together. Two couples acknowl-
edged that they argued more as a result of the stress and
worry of looking after a child with special needs. On the
whole, parents found that their family members were very
supportive; however, there were examples of familymembers
being unsupportive and insensitive. One mother described
her sister as treating her son ‘‘as a second-class citizen.’’

Twomothers commented that over the years they had built
up a network of friends who also had children with special
needs. Onemother commented that ‘‘you findwhen you have
special needs children most of your friends have got special
needs children because they are more understanding’’
(Laura). She had also found that there was a certain stigma
attached to having a child with special needs, and that most of
her other friends did not ‘‘want to know. You don’t get invited
to parties or things like that.’’ Parents had made friends
through nurseries, schools, and patient support groups.

Support groups, chat forums, and the Internet were further
places where parents had found information and support.
One father commented that chat forums were good places to
retrieve information concerning the important day-to-day is-
sues one might not receive from specialists, and support
groups and other charitable organizations helped in some
cases by providing respite care and funding equipment
and travel. A number of parents, however, commented on
the lack of support groups specifically for families without a
diagnosis.

Although it was natural for parents to want as much in-
formation as possible, many parents spoke of how easy it was
to scare yourself while searching for information online.
Comments such as ‘‘you end up petrified,’’ ‘‘it freaks you out,’’
and ‘‘I went on line which is a dangerous thing to do’’ were
made about searching on the Internet.

Education, employment, housing, and insurance: Schooling was
an important and, sometimes, problematic issue for parents,
with some parents unsure whether their child would be better
off in a special needs or mainstream school. For two parents,
the concept of ‘‘dual placement’’ was particularly appealing,
whereby the child spends part of the time in a mainstream
school and part of the time in a special needs school. Getting
access to appropriate schooling was another hurdle for some
parents. The difficulties associated with getting a statement
were mentioned during two interviews. The process was so

long and laborious for onemother that by the end of it she had
‘‘hit rock bottom.’’

The issue of employment was frequently raised during
interviews. For mothers in particular, having a child with a
disability had an impact on their ability to work. Five mothers
had to give up work as a result of their child’s condition,
although two had gone back to work as their children had
entered full-time education.

‘‘I’ve tried 2 or 3 times to go back to work but its beaten me
in the end and it’s like OK I can’t do this.’’ (Sally)

One mother found that her son’s constant appointments
meant it was very difficult for her to commit to an employer.
Another had decided to go part time so that she would have
the free time needed to take her son to hospital appointments.

A number of participants discussed issues related to
housing, particularly the lack of suitable housing made
available by the council, which was particularly frustrating
for parents. One mother remarked that her council was un-
willing to spend money adapting the house because she had
no diagnosis.

‘‘He is coming up to 4 now and he is still not walking or
anything. The bedroom is upstairs and he is sharing a bed-
roomwith his sister, and they are saying that theywon’t grant
any funds because they say ‘well if we do that and spend
£50,000 then in 6 months he might be walking and it will be a
waste of money’.’’ (Samantha)

Discussion

The findings from this analysis highlight the main emo-
tional and social issues that occur throughout the journey
undertaken by parents on their search for a diagnosis. This
journey can be viewed as a series of waves, or ‘‘highs’’ and
‘‘lows.’’ There were the associated difficulties that raising a
child with a nondiagnosed condition posed, such as the lack
of information about the future and problems in acquiring
appropriate housing and education, but there were also pos-
itive experiences, such as the supportiveness of professionals
and the joy their child had brought to them. This journey, or
‘‘emotional rollercoaster’’ as some parents described it, was a
unifying feature of all the experiences documented.

One of the main issues that weaves its way throughout the
findings is the issue of frustration. In fact, the issue of frus-
tration was also found to be an issue experienced by parents
with undiagnosed syndromes in a similar study conducted in
the United States (Rosenthal et al., 2001). Yet, frustration is not
an issue experienced only by those without a diagnosis. Other
studies have shown that frustration also occurs when parents
do have a diagnosis (Russ et al., 2004; Wennick andHallstrom,
2007; Doig et al., 2009; Henderson et al., 2009). Further, a
number of other findings from this study, including the rea-
sons given for wanting a diagnosis, the active role that parents
play in managing care and treatment for their child, and the
maternal difficulties in meeting employment expectations,
were experienced in other studies inwhich the child did have a
diagnosis (Young et al., 2002; Hummelinck and Pollock, 2006;
Green, 2007). Yet, there does appear to be one key difference.
The difficulties described in studies where parents did have a
diagnosis are primarily sociological constraints. However,
many of the difficulties in this study are emotional stresses, or
asGreen (2007) refers to them, ‘‘subjective burdens.’’ Aswell as
experiencing sociological burdens, parents in this study ex-
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perienced ongoing psychological issues, particularly the dif-
ficulty of coming to terms with not having a reason why,
which perpetuated a feeling of being out of control. This
emotional distress in particular may make the experience of
raising a child without a diagnosis uniquely different.

Parents used a number of different coping methods during
their journey. One commonly used was ‘‘information seek-
ing,’’ a proactive engagement that is consistent with the
‘‘monitoring’’ style of coping described by Miller (1987).
Further, many of the parents in this study took an active role
in ensuring their child received appropriate care and support,
tried to remain in a positive mindset, and accept the situation
[coping behaviors echoed in the findings of Rosenthal et al.
(2001)]. These strategies are similar to the ‘‘problem-focused
coping’’ and ‘‘emotional-focused coping’’ strategies used by
people to cope with a particular situation, as described by
Lazarus and Folkman (1984). Parents appeared to use both
these strategies, suggesting they were successfully coping
with their situation, yet further quantitative research would
be needed to test this theory.

Although all parents were still searching for a diagnosis,
the importance placed on finding a diagnosis varied, with five
parents indicating that for them it was no longer their main
priority. Yet, for three parents, the psychological burden of
living in a state of uncertainty and the lack of control they had
over their situation was very much apparent. These par-
ents appeared to be more motivated to search for certainty,
and they had a lower tolerance for ambiguity, a cognitive-
motivational factor described in the theory of the need for
cognitive closure (Webster and Kruglanski, 1994). However,
although the majority of parents who attend genetic services,
because their child has learning needs and developmental
delay, will be searching for a diagnosis, between 30% and 50%
do not receive one (Daily et al., 2000). The need for, and lack of
certainty, is therefore an issue for many parents seen by ge-
netic specialists. Specialists may, therefore, want to highlight
to parents at the beginning of the diagnostic process that a
diagnosis is not always achievable if parents do not have
unrealistic expectations. It may be helpful, therefore, to dis-
cuss other areas where increased certainty may be possible, to
give parents an expectation that is more realistic and more
likely to be satisfied (Skirton, 2006). Parents should also be
reassured that even without a diagnosis, their child should
receive care, treatment, and services that are tailored to their
needs, and not having a diagnosis should not stop their child
from reaching their full potential.

Parents who had found a professional (such as a health
visitor) who coordinated care, facilitated access to specific
services, and provided emotional and social support found
this assistance to be extremely valuable. In addition, their
experience was noticeably less traumatic, with fewer in-
stances in which they had to ‘‘push’’ or ‘‘fight’’ for services or
appointments. A number of other United Kingdom studies
and reports assessing the impact of a key worker have re-
ported similar findings (Liabo et al., 2001; Rahi et al., 2004;
Greco et al., 2006; Allford and Hillier, 2008), highlight-
ing the need for and importance of a key worker program for
all families of children with disabilities, particularly those
with multiple syndromes. In the United Kingdom, studies
evaluating the impact of a key worker program found
that parents benefited from the important information, espe-
cially about education and social services, and emotional

support provided by the community link team. Coordinating
care and supporting families with care planning and review,
speaking on behalf of the family when dealing with services,
mediating between schools and families to tackle problems
and to resolve sensitive or contentious issues, and providing
help and support in a crisis are further areas where the role of
the key worker could be expanded. If health visitors are the
most appropriate professionals to provide this service, it is
important that they receive the appropriate training to enable
them to understand service users’ needs, provide psycho-
logical and informational support, and access relevant ser-
vices in a timely manner. Further, community health workers
exist in many settings, but the background and actual role
may differ from country to country or even state to state. The
keyworker in each case should be the professional who is best
placed to be effective and most acceptable to the family, re-
gardless of actual title. A further finding from this study was
that without a diagnosis many parents felt there was no ap-
propriate support group to contact. However, a number of
organizations in the United Kingdom, such as Unique and
Contact a Family, do cater for parents without a diagnosis.
Clinicians and health workers need to be aware of these
organizations so that they can effectively signpost parents
toward them.

Numerous similarities in methods and findings were
identified between this study and the Danish (Graungaard
and Skov, 2006) and American (Rosenthal et al., 2001) studies.
All three were qualitative studies based on semistructured in-
depth interviews with parents. However, in the Danish study,
half the parents did have a diagnosis for their child’s condi-
tion. Similar reasons for wanting a diagnosis were found in
this study and that conducted in the United States. These in-
cluded wanting information about their child’s prognosis and
wanting a ‘‘label’’ as a way to help other people understand
their child’s condition.However, parents in the Rosenthal et al.
study seemed more concerned with the issue of reproductive
risk than was evident in our findings. This may be attributed
to the fact that some of the siblings of the affected children in
the American study were at or reaching reproductive age.
Parents in all three studies found it emotionally difficult
coping with an uncertain future; however, like this study,
some of the participants in the study by Rosenthal et al. felt
that their interest in a diagnosis had diminished over time.
Therewas an acknowledgment that evenwith a diagnosis, the
situation would not substantially change. Similar to our
findings, Rosenthal et al. found that parents had to fight to
access services, including services from school districts, ther-
apeutic services, or assistive equipment. This issue was not
evident in the Danish study, possibly because this area was
not explored or perhaps because services and equipment are
more easily accessible and available in Denmark. This is an
area that would benefit from further research. Use of problem-
focused and emotional-focused coping strategies by parents
was evident across all three studies. Like our study, Graun-
gaard and Skov highlighted that parents sought information,
learnt new skills, sought social support, and tried to focus on
the positive. Similarly, Rosenthal et al. found that parents
were active in ensuring their child received appropriate ser-
vices, wanted as much information as possible, had come to
accept the way their child was, and wanted to meet other
parents whose children were similar to their own. Interest-
ingly, the term ‘‘frustration,’’ a common theme in our findings,
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was also used on a number of occasions by Graungaard and
Skov and Rosental et al. to describe the experience of parent-
ing a child without a diagnosis. These findings highlight that
even across countries with very different healthcare systems
and cultures, many parents living without a diagnosis expe-
rience very similar psychological and day-to-day difficulties
and challenges.

Parents suggested a number of useful measures that other
parents could employ, to minimize the difficulties frequently
encountered in accessing services, communicating with
health professionals, and remaining positive:

� Be aware of all the services and benefits that are avail-
able to you. Ask the professional team around you to
provide you with this information.

� Other organizations such as patient support groups,
charities, your council’s Family Information Service, the
Citizens Advice Bureau (CAB), and other parents are
also a good source of information.

� Not having a ‘‘name’’ for your child’s condition can
make it difficult when filling out forms. You find you
end up writing ‘‘undiagnosed condition.’’ Having a let-
ter from your consultant that explains what this means
can be helpful.

� It is a good idea to find a term such as ‘‘developmental
delay’’ or ‘‘SWAN child’’ (syndrome without a name)
that describes your child’s condition. This can be helpful
when explaining your child’s disability to other people
(such as friends and other parents). Ask your healthcare
specialists to help you come up with a term that best
describes your child’s disability.

� Keep a record of your child’s progress. Keep a diary; take
photos and videos if possible. As well as being a useful
record to show to doctors, it can also be comforting to
look back and see the progress your child has made.

� Create a ‘‘passport’’ for your child. This can be a series of
flashcards that explain things such as what your child
can and cannot do, what they like/dislike, any health
problems they have, etc. These can be taken to ap-
pointments and are a quick way of passing on infor-
mation about your child.

� Do not compare your child to other children of the same
age, or how your other children were at that age, as this
can be upsetting. Every child is different.

� Try to enjoy your child. It is easy to focus on all their
problems and to forget to enjoy watching them grow up.

The rapid advancements that are currently taking place in
genomic medicine and diagnostic testing (Miller et al., 2010)
offer hope to those patients who are currently living without a
diagnosis. Advances in diagnostic capacity through new
technologies such as chromosomal microarrays (which are
increasingly being used for genetic testing of individuals with
unexplained developmental delay or multiple congenital
anomalies) offer much higher diagnostic yields for various
types of chromosomal aberrations, with testing techniques
more efficient at finding submicroscopic deletions and du-
plications (Miller et al., 2010). This, in theory, is promising for
those currently living without a diagnosis. However, the
clinical significance of much of the genomic information de-
rived from these tests is not yet certain. The challenge will lie
in ensuring that this technology has clinical utility and patient

benefit (Ali-Khan et al., 2009). Further, genetic practitioners
will need to determine best practices for effective communi-
cation of this genetic information, particularly with respect to
incomplete knowledge and diagnostic uncertainty if they are
to ensure a service that is useful, informative, and appropriate
for patients and families.

Limitations

The participants in this study were self-selecting, and
therefore, these results will not necessarily be a true reflection
for all parents of children without a diagnosis. In addition, all
the participantswere living in Southern England and had been
seen by staff at one regional genetics service. Further research
is needed to see if the psychosocial experience of parenting a
child without a diagnosis differs for parents in different geo-
graphical locations across the United Kingdom who access
different regional genetic centers, primary care trusts, and lo-
cal educational authorities. In addition, it would be interesting
to explore how ethnic background, socioeconomic factors, and
personal coping styles affect the parental experience.

Conclusion

The findings from this study highlight some of the
main psychosocial issues experienced by parents living
without a diagnosis. Although a lack of diagnosis may
add a further layer of complexity to an already difficult
situation, a number of experiences cited are common to
families raising a child with a known disability. Genetic
professionals may find it useful to highlight that with or
without a diagnosis, families still face similar challenges,
uncertainties, and joys.
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