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ABSTRACT 

The diagnosis of a rare disease has a significant psychological impact upon the family and 
caregivers of the affected child. Upon receiving a definitive diagnosis, parents often feel initial 
relief, which is soon replaced by overwhelming feelings of stress and guilt. Stress often manifests 
as anxiety, uncertainty, worry, fear, frustration, grief, powerlessness, shock, or denial. The purpose 
of psychological support is to reduce the mental and emotional burden that parents and caregivers 
experience when confronted with a diagnosis of a rare disease. Currently, there are no published 
consensus guidelines on the type and extent of psychological support needed by families and 
caregivers of children affected by a rare disease at the time of diagnosis. A comprehensive 
literature review was undertaken, and this statement was developed by experts from the UK and 
USA including clinical and mental health experts and parents of children with a rare disease. 
Recommendations were put forward for the delivery of a diagnosis, information provision, access 
to disease expertise and psychosocial support, facilitation of support networks, and co-ordination 
of care. 

  

INTRODUCTION 

Rare diseases affect approximately 6% of the population and are notoriously difficult to diagnose 
and treat [1]. Patients frequently experience diagnostic odyssey; a long and convoluted path to a 
definitive diagnosis. Families often wait years from the onset of first symptoms to diagnosis, 
causing significant delays in treatment, unnecessary tests, and psychological stress for the family 
[1,2]. Recent studies have provided valuable insights into patients living with rare and undiagnosed 
conditions, including the effect on their mental health [3,4]. Another newly published study 
explored the emotional impact of the diagnostic process on adult patients and their families [5]. 
However, the information and guidance available for parents and caregivers of children with rare 
diseases specifically around the time of diagnosis remains scarce. 

The impact of a rare disease diagnosis is psychologically complex, parents are often torn between 
feelings of relief, and feelings of sorrow, loss and/or guilt [6]. Families regularly reported initial 
relief at reaching a diagnosis, and these feelings are often intensified in those families that have 
endured a long diagnostic delay [7]. Parents and carers typically described the period surrounding 
diagnosis as a highly emotional time for them. Parents often feel overwhelmed with sadness, 
feelings of vulnerability and suffered from anticipatory loss, blame, confusion, disbelief, dismay, 
helplessness, insecurity, and perceive a lack of control [8]. 

Following diagnosis, there appears to be a substantial lack of knowledge to support those affected 
[9], and families and caregivers often take on the role under sudden and extreme circumstances, 
with minimal preparation and little guidance and support from healthcare systems [10]. Parents of 
a disabled child will have to cope with managing their child’s condition on a day-to-day basis, whilst 
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meeting their child’s normal developmental needs in addition to the developmental needs of other 
members of the family [11]. There is a risk that the caregiver burden may become too great, and 
their well-being compromised, meaning they will no longer be able to provide the vital care 
required by the child  [10]. Caregivers experience high levels of stress, depression, and anxiety [12], 
and there is a significant psychological impact on them, which in turn affects other members of the 
family [13]. The high levels of reported stress in parents and carers of those with rare and complex 
diseases suggest an unmet need for more formalised psychological support from mental health 
professionals, counsellors, or peer support groups [1]. 

Here, we propose a set of recommendations for the psychological support provisions necessary to 
improve longer-term outcomes by providing crucial psychological support at the time of diagnosis. 

 

SCOPE OF THE STATEMENT 

This statement is intended to address the unmet need for psychological support, by raising 
awareness and providing guidance for healthcare and other supporting professionals on the extent 
and nature of intervention and provision needed by parent and caregivers at the time of diagnosis. 
The scope is diagnoses of rare diseases made in infancy and early childhood, although the findings 
and their implications are likely to be more widely applicable. 

 

METHODS 

This statement is based on evidence generated from a review of the literature conducted 
systematically and the consensus of a group of experts. The literature review yielded 37 relevant 
published articles [1,2,7,8,11,14-45]. The expert group comprised of healthcare professionals, 
patient representatives, and those directly affected by a rare disease. 

Evidence to support the recommendations has been graded using the following definitions: 

• Strong evidence: consistent evidence and new evidence unlikely to change  recommendation 
and expert consensus 

• Moderate evidence: expert consensus or majority decision but with inconsistent evidence or 
significant new evidence expected 

•          Weak evidence: inconsistent evidence AND limited expert agreement 
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RECOMMENDATIONS 

The literature reviewed gave a clear and stark picture of the potential for adverse psychological 
and psychosocial impacts during the time of, and through the process of receiving a diagnosis for 
a rare and complex disease. How to correct this, however, appears to be less researched. Many 
examples of good practice have not yet made it into the published literature, so in addition to the 
explicit recommendations, it would be enormously beneficial to see the communities of 
researchers and practitioners share additional evidence of beneficial intervention around the time 
of diagnosis. 
 
It is also apparent that there are additional and specific needs for families as they journey and live 
without a diagnosis. There would be significant value in similar future investigations of the 
literature that draw together that evidence. There are additional and specific needs for families as 
they live following a diagnosis, and there are many rare and complex diseases for which there are 
unique adverse psychological and psychosocial impacts and associated needs. There would be 
great value in future research and specific examination of the literature to illuminate and develop 
evidence to enhance and guide support, care, and targeted interventions. The following practical 
recommendations are derived from the current published evidence. 
 

Delivery of the diagnosis 

There was often a long delay between the onset of first symptoms and diagnosis. Many parents 
described the period from the appearance of first symptoms to diagnosis as the most difficult and 
psychologically painful [7,41]. By the time of diagnosis, families affected by a rare and complex 
disease were best characterised as emotionally and financially stressed, with costs associated with 
caring for their child [30].  
 
The tone in which the diagnosis was delivered to the family had a heavy influence on their 
prospective journey. Some families have reported traumatic experiences at diagnosis, citing rushed 
delivery, lack of empathy, being left alone, or being left in a crowded room of professionals and of 
those professionals leaving mid-way through the diagnosis [1,2,27,37]. 
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Delivery of the diagnosis 

Recommendations Grading 

1. Diagnosis should be delivered by a health professional with substantial 
knowledge of the condition and with training in how to deliver difficult 
news 

Strong 

2. The healthcare professional should allow sufficient uninterrupted time to 
deliver the diagnosis in a sensitive and unhurried manner, allowing for the 
information to be processed 

Strong 

3. When more than one professional is involved in delivering the diagnosis, 
all professionals should remain with the family throughout the entire 
consultation 

Moderate 

4. A private, comfortable, quiet space with room for the family, and all the 
healthcare professionals involved to remain during the diagnosis should be 
provided 

Moderate 

 

A reliable source of curated information 

Parents described feeling overwhelmed immediately after diagnosis, with little information about 
the condition, prognosis, and therapy from health care providers [19,25]. Accurate information was 
difficult to find without guidance and families were often left to research this for themselves [46]. 
Information from unmanaged sources including social media often triggers chronic sorrow through 
negative information and information overload [19]. 
 

A reliable source of curated information 

Recommendations Grading  

1. Parents and caregivers should have access to a source of accurate 
information that is frequently and regularly reviewed and updated so it 
remains relevant and useful 

Strong 

2. Signposting for parents and caregivers to relevant and accessible financial 
and mental health support services 

Weak 

 

Access to expertise 

Reliable information is scarce and/or difficult to find [7] so healthcare professionals must actively 
bridge information to parents [27]. As healthcare professionals share knowledge, care must be 
taken to tailor it to impart understanding, rather than simply information [22]. Parents felt that a 
lack of information from healthcare professionals directly hindered their ability to cope and 
manage their child’s health when situations arose [8]. The need for managed (curated) information 
is not limited to patients. There is also a need for better education for health professionals [1]. 
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Access to expertise 

Recommendations Grading  

1. No single source alone can support the information needs of families 
affected by rare and complex diseases. Information needs 
contextualisation and interpretation to become useful knowledge. This 
interpretation and contextualisation are best done by people with 
substantial experience, knowledge and expertise surrounding the care, 
impact and prognosis of a given disease 

Strong 

 

Access to a psychological healthcare practitioner 

The psychosocial impact of a diagnosis was moderate to high for nearly all (90%) families [1]. 
Families were impacted by delay in diagnosis, lack of easy access to peer support groups and an 
absence of psychological support [1]. Few families were offered psychological support or 
counselling at the time of diagnosis [2], despite feeling ‘devastated’, ‘confused’, ‘heart-broken’ and 
‘in shock’ when given the diagnosis [1]. The vast majority believe that psychological support should 
always be provided; yet even when psychological support is offered, it is rarely provided by 
specialists [2]. 
 

Access to a psychosocial healthcare practitioner 

Recommendations Grading  

1. Psychological assessment and support delivered by a trained, experienced 
healthcare practitioner should be readily available to all families from the 
time of diagnosis onwards 

Strong 

 
A single (or named) professional with  clear responsibility for co-ordination of care 

Families often encountered fragmented communication between healthcare providers, with 
incidents such as repeated loss of medical notes in clinics [46]. These difficulties with navigating 
the social and healthcare systems lead to feelings of disbelief, frustration, and exhaustion as they 
show little understanding of what challenges parents of children with rare and complex diseases 
experience in their day-to-day life [38]. Often families find that each professional looks at specific 
elements rather than the condition as a whole, leading to families having to repeatedly tell their 
story to each professional involved in their care [41,46].   
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A single (or named) professional with clear responsibility for co-ordination of care 

Recommendations  

1. Most health systems have a professional (e.g., General Practitioner) who 
implicitly or explicitly co-ordinates care. In rare and complex disease, that 
professional needs additional support to gain sufficient disease and 
service knowledge to effectively co-ordinate care 

Moderate 

2. Experts need to actively share disease knowledge with the co-ordinating 
professional 

Strong 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



 

 9    
 

REFERENCES 

1. Anderson M, Elliott EJ, Zurynski YA. Australian families living with rare disease: experiences of 
diagnosis, health services use and needs for psychosocial support. Orphanet J Rare Dis 2013;8:22. 

2. Zurynski Y, Deverell M, Dalkeith T, Johnson S, Christodoulou J, et al. Australian children living 
with rare diseases: experiences of diagnosis and perceived consequences of diagnostic delays. 
Orphanet Journal of Rare Diseases 2017;12:68. 

3. Rare Experience 2020: The lived experiences of people affected by genetic, rare and undiagnosed 
conditions [Online]. Available at: https://rareexperience2020.geneticalliance.org.uk/wp-
content/uploads/2020/12/Rare-Experience-2020-Report-.pdf [Accessed 5 January 2022].  

4. UK RD. Living with a rare condition: The effect on mental health 2018 [Online]. Available at: 
https://www.raredisease.org.uk/wp-content/uploads/sites/7/2018/07/living-with-a-rare-
condition-the-effect-on-mental-health-pdf.pdf [Accessed 5 January 2022].  

5. Llubes-Arrià L, Sanromà-Ortíz M, Torné-Ruiz A, Carillo-Álvarez E, García-Expósito J, et al. 
Emotional experience of the diagnostic process of a rare disease and the perception of support 
systems: A scoping review. Journal of Clinical Nursing 2022;31:20-31. 

6. Houdayer F, Gargiulo M, Frischmann M, Labalme A, Decullier E, et al. The psychological impact 
of cryptic chromosomal abnormalities diagnosis announcement. European journal of medical 
genetics 2013;56:585-90. 

7. Germeni E, Vallini I, Bianchetti MG, Schulz PJ. Reconstructing normality following the diagnosis 
of a childhood chronic disease: does "rare" make a difference? European journal of pediatrics 
2018;177:489-95. 

8. 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. 

9. Alsmeier G, Rath D. [Self-help for a rare, chronic disease]. Ophthalmologe 2007;104:127-31. 

10. Ahanotu C, Ibikunle P, Adebisi H. Burden of caregiving, social support and quality of life of 
informal caregivers of patients with cerebral palsy. Turkish Journal of Kinesiology 2018;4:58-64. 

11. 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;53:392-402. 

12. Guarany NR, Vanz AP, Wilke MVMB, Bender DD, Borges MD, et al. Mucopolysaccharidosis: 
caregiver quality of life. Journal of Inborn Errors of Metabolism and Screening 2019;3. 

13. Manuel J, Naughton MJ, Balkrishnan R, Paterson Smith B, Koman LA. Stress and adaptation in 
mothers of children with cerebral palsy. J Pediatr Psychol 2003;28:197-201. 

14. Atasoy R, Sevim C. Evaluation of Coping Strategies with Stress of Parents Who Have Mentally 
Disabled Children in Northern Cyprus. . Universal Journal of Educational Research 2018;6:1129-
40. 



 

 10    
 

15. Berrocoso S, Amayra I, Lázaro E, Martínez O, López-Paz JF, et al. Coping with Wolf-Hirschhorn 
syndrome: quality of life and psychosocial features of family carers. Orphanet Journal of Rare 
Diseases 2020;15:293. 

16. Boettcher J, Denecke J, Barkmann C, Wiegand-Grefe S. Quality of Life and Mental Health in 
Mothers and Fathers Caring for Children and Adolescents with Rare Diseases Requiring Long-Term 
Mechanical Ventilation. Int J Environ Res Public Health 2020;17. 

17. Dellenmark-Blom M, Chaplin JE, Jönsson L, Gatzinsky V, Quitmann JH, et al. Coping strategies 
used by children and adolescents born with esophageal atresia - a focus group study obtaining the 
child and parent perspective. Child Care Health Dev 2016;42:759-67. 

18. Douma M, Bouman CP, van Oers HA, Maurice-Stam H, Haverman L, et al. Matching Psychosocial 
Support Needs of Parents of a Child with a Chronic Illness to a Feasible Intervention. Maternal and 
Child Health Journal 2020;24:1238-47. 

19. Glenn AD. Using online health communication to manage chronic sorrow: mothers of children 
with rare diseases speak. J Pediatr Nurs 2015;30:17-24. 

20. Heuyer T, Pavan S, Vicard C. The health and life path of rare disease patients: results of the 
2015 French barometer. Patient Relat Outcome Meas 2017;8:97-110. 

21. Hilliard ME, Tully C, Monaghan M, Wang J, Streisand R. Design and development of a stepped-
care behavioral intervention to support parents of young children newly diagnosed with type 1 
diabetes. Contemp Clin Trials 2017;62:1-10. 

22. Houdayer F, Gargiulo M, Frischmann M, Labalme A, Decullier E, et al. The psychological impact 
of cryptic chromosomal abnormalities diagnosis announcement. Eur J Med Genet 2013;56:585-90. 

23. Kole A, Faurisson F. The voice of 12,000 patients: experiences and expectations of rare disease 
patients on diagnosis and care in Europe 2009 [Online]. Available at: 
https://www.eurordis.org/publication/voice-12000-patients. [Accessed 5 January 2022].  

24. Kountz-Edwards S, Aoki C, Gannon C, Gomez R, Cordova M, et al. The family impact of caring 
for a child with juvenile dermatomyositis. Chronic Illn 2017;13:262-74. 

25. Krabbenborg L, Vissers LE, Schieving J, Kleefstra T, Kamsteeg EJ, et al. Understanding the 
Psychosocial Effects of WES Test Results on Parents of Children with Rare Diseases. J Genet Couns 
2016;25:1207-14. 

26. Lakshmanan A, Kubicek K, Williams R, Robles M, Vanderbilt DL, et al. Viewpoints from families 
for improving transition from NICU-to-home for infants with medical complexity at a safety net 
hospital: a qualitative study. BMC Pediatrics 2019;19:223. 

27. Lauder B, Sinclair PM, Maguire J. Mothers' experience of caring for a child with early onset 
scoliosis: A qualitative descriptive study. J Clin Nurs 2018;27:e1549-e60. 

28. McConkie-Rosell A, Hooper SR, Pena LDM, Schoch K, Spillmann RC, et al. Psychosocial Profiles 
of Parents of Children with Undiagnosed Diseases: Managing Well or Just Managing? Journal of 
genetic counseling 2018;27:935-46. 



 

 11    
 

29. Merker VL, Plotkin SR, Charns MP, Meterko M, Jordan JT, et al. Effective provider-patient 
communication of a rare disease diagnosis: A qualitative study of people diagnosed with 
schwannomatosis. Patient Educ Couns 2021;104:808-14. 

30. Pelentsov LJ, Fielder AL, Laws TA, Esterman AJ. The supportive care needs of parents with a 
child with a rare disease: results of an online survey. BMC Family Practice 2016;17:88. 

31. Picci R, Oliva F, Trivelli F, Carezana C, Zuffranieri M, et al. Emotional Burden and Coping 
Strategies of Parents of Children with Rare Diseases. Journal of Child and Family Studies 2013;24. 

32. Rice DB, Carboni-Jiménez A, Cañedo-Ayala M, Turner KA, Chiovitti M, et al. Perceived Benefits 
and Facilitators and Barriers to Providing Psychosocial Interventions for Informal Caregivers of 
People with Rare Diseases: A Scoping Review. Patient 2020;13:471-519. 

33. Senger BA, Ward LD, Barbosa-Leiker C, Bindler RC. Stress and coping of parents caring for a 
child with mitochondrial disease. Appl Nurs Res 2016;29:195-201. 

34. Shapiro E, Lourenço CM, Mungan NO, Muschol N, O’Neill C, et al. Analysis of the caregiver 
burden associated with Sanfilippo syndrome type B: panel recommendations based on qualitative 
and quantitative data. Orphanet Journal of Rare Diseases 2019;14:168. 

35. Siddiq S, Wilson BJ, Graham ID, Lamoureux M, Khangura SD, et al. Experiences of caregivers of 
children with inherited metabolic diseases: a qualitative study. Orphanet J Rare Dis 2016;11:168. 

36. Silibello G, Vizziello P, Gallucci M, Selicorni A, Milani D, et al. Daily life changes and adaptations 
investigated in 154 families with a child suffering from a rare disability at a public centre for rare 
diseases in Northern Italy. Ital J Pediatr 2016;42:76. 

37. Simpson A, Ross R, Porter J, Dixon S, Whitaker MJ, et al. Adrenal Insufficiency in Young 
Children: a Mixed Methods Study of Parents' Experiences. J Genet Couns 2018;27:1447-58. 

38. 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;11:138. 

39. Toledano-Toledano F, Luna D. The psychosocial profile of family caregivers of children with 
chronic diseases: a cross-sectional study. Biopsychosoc Med 2020;14:29. 

40. van de Loo KFE, Custers JAE, Koene S, Klein I-L, Janssen MCH, et al. Psychological functioning 
in children suspected for mitochondrial disease: the need for care. Orphanet Journal of Rare 
Diseases 2020;15:76. 

41. van der Kloot WA, Hamdy NAT, Hafkemeijer LCS, den Dulk FMC, Chotkan SA, et al. The 
psychological burden of an initially unexplained illness: patients with sternocostoclavicular 
hyperostosis before and after delayed diagnosis. Health and Quality of Life Outcomes 2010;8:97. 

42. Witt S, Dellenmark-Blom M, Dingemann J, Dingemann C, Ure BM, et al. Quality of Life in Parents 
of Children Born with Esophageal Atresia. Eur J Pediatr Surg 2019;29:371-7. 



 

 12    
 

43. Wu Y-H, Sun F-K, Lee P-Y. Family caregivers' lived experiences of caring for epidermolysis 
bullosa patients: A phenomenological study. Journal of Clinical Nursing 2020;29:1552-60. 

44. Yamaguchi K, Wakimizu R, Kubota M. Difficulties in Daily Life and Associated Factors, and QoL 
of Children with Inherited Metabolic Disease and Their Parents in Japan: A Literature Review. JIMD 
reports 2017;33:1-10. 

45. Zengin M, Yayan EH, Akıncı A. Difficulties Experienced by Turkish Parents and Their Coping 
Strategies: Children With Mucopolysaccharidosis. J Pediatr Nurs 2020;53:e142-e8. 

46. Limb LN, S. Experiences of Rare Diseases: An Insight from Patients and Families Rare Disease 
UK 2010 [Online]. Available at: https://www.raredisease.org.uk/media/1594/rduk-family-
report.pdf. [Accessed 5 January 2022]. 

47. Witt S, Dellenmark-Blom M, Kuckuck S, Dingemann J, Abrahamsson K, et al. Parent–child-
agreement on health-related quality of life and its determinants in patients born with Esophageal 
Atresia: a Swedish–German cross-sectional study. Orphanet Journal of Rare Diseases 2021;16:120. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



 

 13    
 

ACKNOWLEDGEMENTS 

Rare Disease Research Partners would like to thank the expert group for their invaluable insight 
and assistance during the development of this consensus statement of good practice 

This work was supported in full by a grant from RBW Consulting - a life sciences talent & strategic 
consultancy. For more information about RBW Consulting please visit: www.rbwconsulting.com 

 
 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

http://www.rbwconsulting.com/


 

 14    
 

MPS Commercial is a Private Limited Company Registered No 08621283. MPS Commercial trades 
as Rare Disease Research Partners and is a wholly owned, not for profit subsidiary of the Society 
for Mucopolysaccharide Diseases (the MPS Society), Registered Charity in England and Wales No 
1143472. Registered as a Charity in Scotland No. SCO41012. Rare Disease Research Partners social 
objectives are to reinvest any surplus to support the mission of the MPS Society to transform the 
lives of patients through specialist knowledge, support, advocacy and research. 

Rare Disease Research Partners 
MPS House, Repton Place, White Lion Road 
Amersham, Buckinghamshire, HP7 9LP, UK 
t: +44 (0) 345 260 1087 
e: info@rd-rp.com 

w: rd-rp.com 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Date of preparation: January 2022. 

Copyright© 2022 Rare Disease Research Partners and RBW Consulting. All rights reserved. 

https://rd-rp.com/
https://rd-rp.com/

