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What is PKU? 
• Phenylketonuria (PKU) is a rare inherited metabolic disorder which can cause 

neurological damage if left untreated.  

• PKU is identified through newborn screening in most European/Western countries 
and it has a prevalence of 1 in 10,000 births.  

• Parents find out about diagnosis when their child is asymptomatic.  

• People with PKU cannot metabolise phenylalanine, found in protein-rich foods. 

• Treatment= strict diet 

• Life-long adherence to this treatment regime has been                             
recommended (National Society for PKU 2014). 
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* This enzyme can accumulate in the brain and blood, causing damage to the brain and nervous system and this can cause intellectual disability and epilepsy. But neurological damage can be prevented if treatment is started immediately in the form of a strict phenylalanine restricted diet with amino acid supplements. This diet has to be adhered to throughout childhood 



The challenges of 
parenting a child with PKU 

• Parents have to supervise and monitor the nutritional intake 
of their child, attend regular appointments and submit regular 
blood tests.  

• Parents report significant emotional challenges early on in 
their child’s life, despite an absence of ill health, including 
grief and trauma reactions alongside caring for their baby 
(e.g., Lord, Ungerer & Wastell, 2008) 

• Challenges are ongoing as their child develops (e.g., 
Medford, Hare & Wittkowski, 2017) – weaning is one major 
challenge. 
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The weaning is a major challenge given the importance of dietary managementThe child’s increasing development and independence means parents have to entrust the care of their child to others (e.g.,  nursery, school, etc.). 



Parenting children with I.M.Ds 
Parents report: 

• Significant burden on the family  

• Time constraints including: 

• Stress related to preparing a special diet 

• Keeping records of blood results 

• Restricted social life  

• Coping with the ‘threat’ of metabolic crisis/the unknown 

• Difficulties in managing life transitions 

 



Impact on parents 
• Reports of parenting stress in parents of children with PKU have been 

mixed. 

• Parents report lower or similar levels of stress and quality of life 
compared to parents of healthy control children and parents of children 
with other IMDs (Kazak, Reber & Snitzer, 1988; ten Hoedt et al, 2011). 

• In our study (Medford et al. 2017), caregivers (59%) showed high levels 
of significant psychological distress on a questionnaire (GHQ-12). 
However, the results indicated that caregivers’ ability to adhere to 
treatment was not affected.  

 

 

 

 





Aims of our qualitative IPA study 
• Little is known about the experiences of parents caring for 

a child with PKU in the first two years of the child’s life. 

• The aims were to explore their lived experiences, the 
processes parents went through in adjusting to and coping 
with these challenges.  

• Interpretative Phenomenological Analysis (IPA) (Larkin, 
Smith & Clifton, 2006; Smith, 1999; Smith & Osborne, 
2008) allows researchers to explore how people make 
sense of their experiences and the significance they 
attach to their experiences.  

 

 

Presenter
Presentation Notes
We wanted to gain a better understanding of the subjective experience of these parents so that health care professionals could support these parents much better during this challenging time period. 



Interview  
Parents were interviewed in their own home using a semi-
structured interview schedule: 

1. Experience of the diagnostic process 

2. Processes of parenting 

3. Challenges and coping 

4. Support 
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The interview schedule was developed after consulting the literature and discussions with the clinical team. The schedule was approved by the NSPKU. In the paper we also acknowledged our own preconceptions and expectations etc as part of a statement on reflexive positioning. 



Participants 
• 18 packs were sent out, 1 person declined and 8 did not respond. 

Two parents consented but could not be contacted.  

• 6 mothers and 1 father consented to participate.  
• All were white British, married and living with their partner and 

child(ren). They were financially stable and educated, with high 
levels of family support. 

• All parents reported good treatment adherence.  
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A sample size of 7 appears to be small but is appropriate for IPA.Theoretical sufficiency was obtained within this sample. 



Themes 
Three superordinate (and 12 subordinate) themes were 
identified: 

1. Control 

2. Striving for normality 

3. Acceptance of PKU (as a continuum)  
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These three main themes were closely associated with each other
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First parents described a process of gaining control over the management of PKU to ensure their child was healthy and to prevent neurological damageThen establishing a ‘normal’ life for their child to minimise the impact of PKU on the childThe following stage  was of acceptance and this was described as a continuum with parents’ experiences falling into acceptance or non-acceptance depending on different aspects of PKU. We considered these themes in terms of how this impacts on the child’s adjustment and attitude towards PKU and its management in the future. 


 (
Diagnosis
CONTROL
 
STRIVING FOR NORMALITY
 
Potential future impact on child’s adjustment and attitude towards PKU and management?
ACCEPTANCE OF PKU
(As a continuum)
Acceptance
Positive attitude toward PKU and management – PKU accepted as part of child. Child seen as normal. PKU seen as manageable. 
Reduced parent stress
Allows flexible control of phe-levels.
Reduced pressure on parent to ‘make child normal’
Non acceptance
Negative attitude toward PKU and management – PKU seen as something that should be gotten rid of. Child seen as different, desire child to be normal. 
Maintains anxious control of phe-levels. Maintains pressure to ‘make child normal’.
Increased parent stress.
)



Theme 1: Control 
• Control =  1) Fears of the consequences of non-compliance 
  2) Increased parental responsibilities 
  3) Emotional and societal consequences of control 
 

• “Alice: Some days would be good because you’d think “It’s fine, it’s just a diet 
and blah de blah”… and then you have other days when you think, “Well what 
happens if she doesn’t stick to her diet… and what happens if we don’t…” and 
you know them things that go through your head… …… you don’t want your 
child to have any kind of brain damage, do you? 

•  Despite their own anxieties, parents adjusted to the requirements 
of managing their child’s PKU treatment and created family 
routines to facilitate this.  
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Irrespective of parental feelings and emotional reactions, all parents were aware that their child’s future development depended on their ability to manage PKU appropriately. Sometimes this required considerable effort by the parents  to make things as normal as possible for their child by changing the situation and so on. These experiences were similar to parents of children with diabetes or ASD. 



Theme 2: Triving for normality 

• Then parents tried to minimise the impact of PKU on their child and 
develop a ‘new normal’. 

• Normality:  1) A different, healthy child 
   2) Fear of child feeling different 
   3) Effortful creation of a normal life 
   4) Achievement 
 

•  Jemima: To watch him eat something I’ve cooked is great….. cause it’s such a 
major thing I think… erm… yeah.. Because it’s all I’m ever thinking about… 
trying to think of new things for him and… Things he might enjoy… then I 
make something and he really likes it, and I think “Yeah, I’ve cracked it. I’ve 
done it. I’m doing a good job. 
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Theme 3: Acceptance 
 1) Acceptance of diagnosis and management 
 2) Lack of knowledge, understanding and information 
 3) Support from others 
 4) Becoming an expert 
 5) Gratitude 
 
• Parents may experience denial, anger and depression (grief) first. 
• The dual model of grief (Stroebe & Schut, 2010) may apply: Parents are 

immediately forced into primarily ‘restorative’ coping  and then oscillate 
between restorative and loss-oriented coping 

• Past and present appraisals of threat or stress may influence parental 
acceptance of PKU.  

• Emma: If I’m out and about and I’m in a restaurant and there’s something I don’t know, I’ll put a question on 
Facebook, and whoever’s out there, out of the thousand people, because they’re from America and everywhere, 
they’ll jump in and answer my question for me. So, I’ve got constant 24-hour-support. 
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Which eventually contributes to the resolution of grief



Summary 
• Parent and child psychological factors play a role in treatment adherence.  

• Training of healthcare professionals to raise awareness of how differently 
parents cope and that parents may require further assistance with this 
(including psychological support) 

• Offer of peer support and clear post-diagnosis pathways 

• Psychosocial or psychological interventions to promote dietary compliance 
may be particularly important for parent of older children or those 
teenagers, as metabolic control worsens with age. 
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Parents suggested that information is delivered by somebody with a comprehensive understanding of PKU who can offer them a balanced view on it and who is aware emotional processes impacting on parentsParents also requested that professionals at newborn screening have adequate information, avoid jargon, listen carefully, encourage questions, and acknowledge their distress, as well realistic reassurance and refer to specialists Good quality information has been shown to provide a buffer against negative emotional reactions and facilitate better adjustment. 



Gratitude 

• As part of the process of acceptance 

• Jemima: Everything is so much more special when [child] does it… 
because of everything that was put against him you know… you can’t help 
but think, 60 years ago… how different my little boy would be… only 60 
years ago. 
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Questions?  
 

 

 

Email: Anja.wittkowski@manchester.ac.uk 

A big thank you to the HCU Network Australia for inviting me 
and allowing me to attend this conference! 

mailto:Anja.wittkowski@manchester.ac.uk


Relevant references 
• Carpenter, K., Wittkowski, A., Hare, D.J., Medford, E., Rust, S., Jones, 

A.S. & Smith, D.M. (2018). Parenting a child with phenylketonuria 
(PKU): an Interpretative Phenomenological Analysis (IPA) of the 
experience of parents. Journal of Genetic Counselling. 
Doi:10.1007/s10897-018-0227-7 

• Medford, E., Wittkowski, A., Carpenter, K., Rust, S., Jones, S., & Hare, 
D.J. (2017). Treatment adherence and psychological wellbeing in maternal 
carers of children with Phenylketonuria (PKU). JIMD Reports, 37, 107-
114. doi: 10.1007/8904_2017_23 

• Medford, E., Hare, D.J., & Wittkowski, A. (2017). Demographic and 
psychosocial influences on treatment adherence for children and 
adolescents with PKU: a systematic review. JIMD Reports. doi: 
10.1007/8904_2017_52 

• Research Gate- Anja Wittkowski or 
https://www.research.manchester.ac.uk/portal/anja.wittkowski.html 

 

 


	The challenges of parenting a child with phenylketonuria (PKU): Parents’ lived experiences
	Acknowledgements
	What is PKU?
	The challenges of parenting a child with PKU
	Parenting children with I.M.Ds
	Impact on parents
	Slide Number 7
	Aims of our qualitative IPA study
	Interview 
	Participants
	Themes
	Slide Number 12
	Theme 1: Control
	Theme 2: Triving for normality
	Theme 3: Acceptance
	Summary
	Gratitude
	��Questions? ���
	Relevant references

