PERSPECTIVES

When a child is diagnosed with a life-shortening disease, this has a profound effect on the entire family. How
do parents react to receiving such news? What can we as health professionals do to support them when their
child is diagnosed with a rare progressive degenerative condition?

Torun Marie Vatne
tva@frambu.no

A disorder is regarded as rare when it
affects fewer than 500 of the general popu-
lation (1:10 000). More than 30 000 people
in Norway live with a rare disorder, many
of whom are children. Several of these dis-
eases show a progressive course where the
child develops normally early in life. These
diseases may be muscular, for example
Duchenne muscular dystrophy; neurolog-
ical, for example neuronal ceroid lipofus-
cinosis; or metabolic, for example adreno-
leukodystrophy (1).

The search for a diagnosis

Although the interval between the parents
suspecting that something is wrong and the
diagnosis of a rare disorder may be short
and brutal, it can also be long and chal-
lenging. Since rare disorders are exactly
that, most doctors will never have met a
patient with the diagnosis in question. Often
no suspicion will have been aroused, and
consequently the necessary tests will not
have been carried out (2). The parents may
feel they are dismissed as «over-anxious
parents», and a fair number say that their
concerns about their child’s first symptoms
were disregarded (3).

Trying to establish a diagnosis can be
very stressful for the parents (4), but the
parents can also make helpful contributions
through their searches on the internet (2).
The information they find should be taken
seriously, and should be included in the
dialogue with the doctor (5). Clinical expe-
rience indicates that if the parents are to
continue to have trust in the health care
services, it is important to listen to their
suspicions and to take them seriously.

In the course of the diagnostic process,
the doctor may perhaps suspect a particular
disorder and may decide to carry out a spe-
cific diagnostic test. It is then important
to consider whether to inform the parents
about the reason for conducting the test.
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Often parents have not heard of the disorder
prior to its diagnosis (3), but when asked,
they often want information about the dis-
order before tests are carried out and to

be able to influence when and how much
information they are given. Parents say that
it is crucial that they are met with empathy,
hope and friendliness when such informa-
tion is given. We know that the need for
information and emotional support at the
time of diagnosis is closely linked to the
parents’ prior knowledge and emotional
state (6).

Communication

«They said nothing in the news about the
world falling apart today» (7). How a
child’s diagnosis is communicated, and
how the shock affects those concerned
represent an event and a memory that may
influence how the family copes with its new
everyday life (8). It is vital that the parents
get the information they want, that they
understand it and that they remember it
afterwards (3). However, the triggering of
acute stress reactions may challenge the
flow of information. The use of particular
approaches may improve the handling of
the situation.

Based on a review of the research in the
field, Boyd (9) developed the following
guidelines for delivering diagnoses in
children’s neurology departments: Have
a meeting with the parents as soon as pos-
sible after the diagnosis has been confirmed
—in a private and friendly setting. Ask
both parents to be present or in the case of
single parents, that they are accompanied
by someone who can support them. The
person in charge of the meeting should
know the family and be an expert on the
disorder. All attending personnel should
have played a part in the diagnostic process.
Communicate the diagnosis early on
in the meeting, and then ask the parents
about their knowledge of the disorder. Give
appropriate information about the progno-
sis, development, treatment and services.
Build hope by referring to experience and
research. Listen to the parents when they

express their feelings. Give them informa-
tion about relevant services they can be
referred to, and mediate contact with user
associations if so desired. Offer the parents
a written summary of the information given
during the meeting as well as the opportu-
nity to have a further conversation at a later
date. At the end of the meeting, the parents
should be given the opportunity to be alone
in a private room.

Health professionals have a duty to
ensure that children receive good informa-
tion about their diagnosis (Patients’ Rights
Act sections 3—4 and 3—5). An assessment
should be made of whether the child should
be present when the diagnosis is delivered.
A doctor who is well prepared can help to
establish mutual understanding and open-
ness by communicating the diagnosis to the
family together. If the child accompanies
the family to the hospital but is not present
during the consultation, plans for how the
child is to be looked after should have been
made. Parents who have to go to their child
immediately after a serious diagnosis has
been delivered often find this very difficult
(3). It is therefore important that the depart-
ment has resources available to look after
the child if required.

It is essential to provide guidance for
parents about how they can talk to the child
(also siblings) about the disorder. This is
particularly important if the child is not
present when the diagnosis is delivered.
Many parents are uncertain, and need
advice. Children know that they have been
examined by the doctor, and they often
notice that their parents are upset. The first
step in informing the child may therefore
be to say that the doctor has found out that
he/she has a disorder, and that naturally the
parents are sad because of this. The most
important information parents give is linked
to the symptoms or restrictions the child
experiences in daily life and how these are
dealt with (10).

Giving information is a process in which
health professionals must help the parents
to make choices that are right for the family
at various stages of life. There are many
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options between «telling ally» and «keeping
quiety, and most families learn as they go.
If the child has a rare disorder, parents can
contact the Norwegian National Advisory
Unit on Rare Disorders (NKSD) for advice
and guidance (11).

Training can enhance the doctor’s skills
in talking to parents and children about
progressive disorders (12). It is vital that
the department prioritises this. When a
diagnosis is to be communicated, the doctor
must prepare what to say and consider how
their own and others’ reactions can be dealt
with (13). As a health professional, it is
not unusual to deal with difficult emotions
by giving more information (14), but the
parents need a doctor who listens and
shows empathy (15). In order to be able to
do this, support from colleagues is needed.
If the doctor suppresses the difficult emo-
tions that arise in challenging meetings
with patients, there is a greater risk of sub-
sequent emotional exhaustion than when
he/she seeks support (16).

Support for parents
The crisis reactions that parents experience

at the time of diagnosis can feel frightening.
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Information about normal reactions may
help to prevent the extra burden of worrying
about one’s own reactions (17), and this is
recommended in the national guidelines for
crisis management (18). The doctor should
focus on the significance of routines, food
and sleep in everyday life going forward,
and how family or friends can perhaps pro-
vide practical help. The immediate reactions
of some parents will be so strong that the
mental health services may need to be con-
tacted. In my experience, the emergency
team in both the primary and the specialist
health services can be on standby if they
receive sufficient information regarding

the traumatic nature of the diagnosis.

In the further follow-up of the child,
attention should be paid to the parents’
adaptation. Common physical reactions
include greater activity, muscle tension,
sleep problems, abdominal problems and
impaired immunity. Common mental reac-
tions include intrusive memories, concen-
tration and memory difficulties, a feeling
of unreality and obsessive thought patterns.
The natural course of a crisis is that indivi-
duals are partly protected at the start and
that strong emotional reactions follow only

after a period of time (19). Those who had
no need of psychological support and guid-
ance at the start may well need this later on.

Anticipatory grief is a term that has been
used to describe the process that the parents
of a child with a shorter life expectancy
embark on, and which can entail many of the
same thoughts, emotions and reactions that
are experienced after a death has occurred
(20). For a parent, being in this situation
is a major strain but parents also describe
how time assumes a different value, that
the experience of life becomes stronger
and that the days can also be experienced
as good (21).

The parents’ perception of coping is
keyed to the resources they have access to,
but many have a high threshold for seeking
help (21). Health professionals should also
help provide information and advice to
the network around the family, if necessary
in cooperation with the centre for rare dis-
orders that has responsibility for the dia-
gnosis (11). Supportive dialogue provided
by the primary health care services (see
mental health care on the municipality’s
website) may provide useful assistance to
parents, children and siblings. In the case
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of psychological problems that affect
everyday functioning, the specialist health
service is the correct instance. It may be
appropriate for the specialist to provide a
statement about the nature of the diagnosis
in their referral to the GP.

Conclusion

Taking good care of the parents is an
investment in the shared future of the child
and the family. Those of us who work with
families who are thrust into the nightmare
of their life know how wise and robust
both parents and children can be. Good
communication of the diagnosis, focus on
the family in the follow-up, involvement
of the mental health service and a sound
inter-agency collaboration is crucial in sup-
porting these families.

Torun Marie Vatne (born 1978)

Clinical psychologist, PhD and a member of
staff at the Frambu Centre for Rare Disorders.
The author has completed the ICMJE form
and reports no conflicts of interest.

812

References

1. Frambu kompetansesenter for sjeldne diagnoser.
http://frambu.no/diagnoser (3.4.2017).

2. Bouwman MG, Teunissen QG, Wijburg FA et al.
‘Doctor Google" ending the diagnostic odyssey in
lysosomal storage disorders: parents using internet
search engines as an efficient diagnostic strategy
in rare diseases. Arch Dis Child 2010; 95: 642-4.

3. Green JM, Murton FE. Diagnosis of Duchenne
muscular dystrophy: parents’ experiences and
satisfaction. Child Care Health Dev 1996; 22:
113-28.

4. Firth MA. Diagnosis of Duchenne muscular dys-
trophy: experiences of parents of sufferers. Br
Med J (Clin Res Ed) 1983; 286: 700-1.

5. Tang H, Ng JH. Googling for a diagnosis-use of
Google as a diagnostic aid: internet based study.
BMJ 2006; 333: 1143-5.

6. Tluczek A, Koscik RL, Modaff P et al. Newborn
screening for cystic fibrosis: parents’ preferences
regarding counseling at the time of infants’ sweat
test. J Genet Couns 2006; 15: 277-91.

7. Boge ATN. De sa ikke pa nyhetene. | Haug M,
Hoem B, red. Annerledeslandet. Dikt om liv som
tok uventede veier. Siggerud: Frambu, 2012: 7.

8. Krahn GL, Hallum A, Kime C. Are there good ways
to give 'bad news'? Pediatrics 1993; 91: 578-82.

9. Boyd JR. A process for delivering bad news: sup-
porting families when a child is diagnosed. J Neuro-
sci Nurs 2001; 33: 14-20.

10. Vatne TM, Helmen 1@, Bahr D et al. «<She came out
of mum's tummy the wrong way». [Mis]conceptions
among siblings of children with rare disorders.

J Genet Couns 2015; 24: 247-58.

11. Nasjonal kompetansetjeneste for sjeldne diagnoser
[NKSD) https://helsenorge.no/sjeldne-diagnoser
(5.1.2017).

12. Greenberg LW, Ochsenschlager D, O'Donnell R
et al. Communicating bad news: a pediatric depart-
ment's evaluation of a simulated intervention.
Pediatrics 1999; 103: 1210-7.

13. Baile WF, Buckman R, Lenzi R et al. SPIKES-A six-
step protocol for delivering bad news: application to
the patient with cancer. Oncologist 2000; 5: 302-11.

14. Andree M. Facing death: physicians’ difficulties and
coping strategies in cancer care. Ume8 university
medical dissertations, new series no 395 ISSN
0346-6612. Department of psychiatry Umed uni-
versity and Department of Education, Uppsala Uni-
versity, Sweden,1994.

15. VandeKieft GK. Breaking bad news. Am Fam Phy-
sician 2001; 64: 1975-8.

16. Wallace JE, Lemaire J. Physician coping styles and

emotional exhaustion. Ind Relat 2013; 68: 187-209.

. McNally RJ. Psychological mechanisms in acute

response to trauma. Biol Psychiatry 2003; 53:
779-88.

18. Helsedirektoratet. Veileder for psykososiale tiltak
ved kriser, ulykker og katastrofer. Oslo: Helse-
direktoratet, 2011.

19. Traumer. Bergen: Senter for krisepsykologi, 2017.
https://krisepsyk.no/tema/traumer/
#vanligereaksjoner (5.2.2017).

20. Sweeting HN, Gilhooly ML. Anticipatory grief:

a review. Soc Sci Med 1990; 30: 1073-80.

21. Grasaasen A. Hverdagsliv og ventesorg. Hvordan
leves livet pd l&nt tid? Et foreldreperspektiv. Mas-
teroppgave. Oslo: Diakonhjemmet Hggskole, 2015.

3

Received 5 January 2017, first revision submitted
4 April 2017, accepted 5 April 2017. Editor: Ketil
Slagstad.

Tidsskr Nor Legeforen nr. 11, 2017; 137




<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /None
  /Binding /Left
  /CalGrayProfile (Dot Gain 20%)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /OK
  /CompatibilityLevel 1.6
  /CompressObjects /Tags
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.0000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType true
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments true
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 300
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 150
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50000
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages true
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 300
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 150
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50000
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages true
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile (None)
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /CreateJDFFile false
  /Description <<
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000410064006f006200650020005000440046002065876863900275284e8e9ad88d2891cf76845370524d53705237300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef69069752865bc9ad854c18cea76845370524d5370523786557406300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /DAN <>
    /DEU <>
    /ESP <>
    /FRA <>
    /ITA <>
    /JPN <FEFF9ad854c18cea306a30d730ea30d730ec30b951fa529b7528002000410064006f0062006500200050004400460020658766f8306e4f5c6210306b4f7f75283057307e305930023053306e8a2d5b9a30674f5c62103055308c305f0020005000440046002030d530a130a430eb306f3001004100630072006f0062006100740020304a30883073002000410064006f00620065002000520065006100640065007200200035002e003000204ee5964d3067958b304f30533068304c3067304d307e305930023053306e8a2d5b9a306b306f30d530a930f330c8306e57cb30818fbc307f304c5fc59808306730593002>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020ace0d488c9c80020c2dcd5d80020c778c1c4c5d00020ac00c7a50020c801d569d55c002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken die zijn geoptimaliseerd voor prepress-afdrukken van hoge kwaliteit. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /PTB <>
    /SUO <>
    /SVE <>
    /ENU (Use these settings to create Adobe PDF documents best suited for high-quality prepress printing.  Created PDF documents can be opened with Acrobat and Adobe Reader 5.0 and later.)
  >>
  /Namespace [
    (Adobe)
    (Common)
    (1.0)
  ]
  /OtherNamespaces [
    <<
      /AsReaderSpreads false
      /CropImagesToFrames true
      /ErrorControl /WarnAndContinue
      /FlattenerIgnoreSpreadOverrides false
      /IncludeGuidesGrids false
      /IncludeNonPrinting false
      /IncludeSlug false
      /Namespace [
        (Adobe)
        (InDesign)
        (4.0)
      ]
      /OmitPlacedBitmaps false
      /OmitPlacedEPS false
      /OmitPlacedPDF false
      /SimulateOverprint /Legacy
    >>
    <<
      /AddBleedMarks false
      /AddColorBars false
      /AddCropMarks false
      /AddPageInfo false
      /AddRegMarks false
      /ConvertColors /ConvertToCMYK
      /DestinationProfileName ()
      /DestinationProfileSelector /DocumentCMYK
      /Downsample16BitImages true
      /FlattenerPreset <<
        /PresetSelector /MediumResolution
      >>
      /FormElements false
      /GenerateStructure false
      /IncludeBookmarks false
      /IncludeHyperlinks false
      /IncludeInteractive false
      /IncludeLayers false
      /IncludeProfiles false
      /MultimediaHandling /UseObjectSettings
      /Namespace [
        (Adobe)
        (CreativeSuite)
        (2.0)
      ]
      /PDFXOutputIntentProfileSelector /DocumentCMYK
      /PreserveEditing true
      /UntaggedCMYKHandling /LeaveUntagged
      /UntaggedRGBHandling /UseDocumentProfile
      /UseDocumentBleed false
    >>
  ]
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [612.000 792.000]
>> setpagedevice


