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SUMMARY 

Neonatal screening for inborn errors of metabolism: ethical issues, public 
perspective, and patient, parent and caregiver perspective 

Mandate 

The Ministère de la Santé et des Services sociaux (MSSS) asked the Institut national 
d'excellence en santé et en services sociaux (INESSS) to assess the advisability of 
adding nine inborn errors of metabolism (IEMs) to Québec’s Newborn Blood Screening 
Program (PQDNS). Some of the evaluation aspects chosen for the purpose of carrying 
out this request are the ethical issues associated with neonatal screening. This report 
therefore presents the ethical issues identified in the literature and the experiential data 
that INESSS gathered from patients, parents, caregivers and members of the public 
during consultations. 

Review of the ethics literature 

A systematic review published in 2014 looked at the ethical, social and legal issues 
associated with expanding a neonatal screening program for inborn errors of metabolism. 
A summary of the issues discussed in the review was prepared, and an update was 
carried out to gather data published after the review. The ethical issues identified can be 
divided into four main themes. First, there are the populational issues, including the 
opportunity cost of neonatal screening and the influence of advocacy groups on decision-
making regarding which diseases to screen for. Then there are the issues relating to the 
communication of screening information and results, which include informed consent 
from parents. There are also issues pertaining to the disclosure of certain specific results, 
such as results of uncertain significance and healthy carrier status. Lastly, the summary 
presents issues associated with the individual and familial repercussions of neonatal 
screening, including untoward consequences that certain individuals who participate in 
screening might experience. 

Patient, parent and caregiver perspective 

A total of 21 patients, parents and caregivers participated in the consultations on 
neonatal IEM screening, which were held in the form of a focus group and individual 
telephone interviews. The consultations concerned three themes: the challenges faced 
by IEM patients and their families, the advantages and drawbacks of neonatal screening, 
and the particularities of rare diseases.   

For patients, parents and caregivers, the lack of psychological and other support is an 
unmet need. Such support is considered essential both when the screening result and 
the diagnosis are announced and in the longer term. Improvements could also be made 
to the methods used to communicate screening results in Québec. Access to valid and 
plain language information is considered essential both before screening and when the 
results of the screening and the diagnosis are communicated. The opportunity to share 
with other families in a similar situation is highly valued. 
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The services provided at the referral centres are generally very much appreciated. The 
lack of knowledge of rare diseases by health professionals who are not specialized in 
metabolic diseases is a source of stress and frustration for parents who must assume 
extensive responsibilities in terms of care, sometimes when there is a lack of 
understanding and collaboration. For diseases that are not screened for, diagnostic 
wandering is experienced as a challenge with potentially serious consequences if 
irreversible damage occurs before a diagnosis is made.  

Support for neonatal IEM screening is strong given, and the existence of benefits is 
generally not questioned by the patients, families and caregivers who were consulted. 
They spontaneously perceived few disadvantages to neonatal IEM screening but 
recognized the potential psychosocial impact of the different screening results and 
announcing the diagnosis. 

Public perspective 

A total of ten people participated in the consultation, which was conducted in the form of 
a focus group. The consultation was facilitated using a guide written in the form of a 
deliberative multi-criteria grid. Subsequently, a questionnaire was sent to the participants 
for the purpose of exploring certain aspects that had not been discussed during the 
consultation.  

In the opinion of the members of the public consulted, the rarity of a disease is not in 
itself a sufficient criterion for not screening for it. The value of social solidarity was 
mentioned. For them, the relevance of screening depends mainly on its ability to improve 
patients' prognosis. However, they understood the difficulty of evaluating the efficacy of 
screening, given the rarity of IEMs and the variability in their clinical presentations and 
treatments. In this connection, they were surprised to learn that there is no registry for 
collecting clinical data on Québec IEM patients and consider this a shortcoming. 

The participants agreed with the notion of proportionality between tolerated risks and the 
extent of the expected benefits. In their view, improving quality of life and preventing 
cognitive delays are particularly important benefits. They also felt that the benefits to the 
child should be given priority over other benefits that might arise from neonatal screening, 
such as information for parents for making reproductive choices. 

In the opinion of the members of the public consulted, the implementation of a screening 
test is not justified unless it is accompanied by the services and resources needed to 
adequately care for families grappling with a positive result. 

Conclusion 

The elements identified in the literature were the same as those raised by the patients 
and members of the public consulted. The data gathered during the consultations were 
submitted to the members of the Comité d’excellence clinique en dépistage des maladies 
chroniques together with the scientific and contextual data on the nine EIMs evaluated to 
support the development of the recommendation. 
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