Synthesis of findings from three parallel studies of disclosing carrier results following newborn screening

	Parents’ screening journey
	Source of data

	
	Survey of Sickle Cell screening communication policy
	Survey of CF screening communication policy
	Systematic review of disclosing carrier status
	Qualitative study

	
	
	Six laboratories screening for CF in England, all using a different protocol.
	Exhaustive search for studies of the impact of disclosing carrier status and raised IRT results, and for studies of parents’ and professionals’ views led to seven studies of parents’ views (5 CF screening, 1 sickle cell screening)
	Parents from 24 families with the following screening ‘results’ : requests for repeat blood samples (4); sickle cell carrier (5), CF carrier (5), ‘all clear’ following a single heel prick (3); cystic fibrosis carrier with 3-monthly checks (1); or no screening results given to parents (6). Three health professionals also interviewed.

	
	Findings

	
	Variations in communication policy:
	Aspects of the screening pathway that may make parents vulnerable, and deserve further investigation are:
	Findings from four sufficiently rigorous studies of parents views are:
	Findings from qualitative analysis of in-depth semi structured in-depth interviews are:

	Pre-screening
	
	Incomplete information provision and consent procedures.


	Parents would like some forewarning of possible results, but not to have ‘too much’ information. 
	


	
	Survey of Sickle Cell screening communication policy
	Survey of CF screening communication policy
	Systematic review of disclosing carrier status
	Qualitative study

	Screening


	No policy for screening. Blood taken at birth from umbilical cord or at 5-8 days with heel prick.
	Repeated contact with the NHS service by ultimately healthy newborns, which may medicalise early life and parenthood.

Waiting times following the initial heel prick for the test results of unaffected and carrier babies to parents, which range between 10 days and 6 weeks, with most parents never being told the result.

Waiting time between the second heel-prick test and subsequent contact, which is currently 2 – 21 days if a sweat test is required, otherwise parents may not receive results at all.

Different health care providers communicating with parents along the screening pathway, which might undermine establishing and maintaining relationships
	Raised IRT test results began a roller coaster of emotion for parents; this could also be difficult for the wider family who were simultaneously trying to be supportive. For some parents, false positive results could be a continuing cause for concern.

Parents favoured having familiar, non-specialists report test results to them; with these non-specialists being sufficiently briefed and not alarmist.

The presence of cystic fibrosis specialists to discuss raised IRT results alarmed parents, as did being giving information about cystic fibrosis at that stage.


	At the time of a request for a second blood sample, three aspects of this communication influenced parents either positively or negatively: the method of communication and the behaviour of the health professional; the level of information provided, whether verbal or written; and compounding factors relating to parent’s experience or aspects of services. 

Health professionals believed that parents require health professionals to be: trustworthy, knowledgeable and reliable listeners with an ability to help parents maintain a sense of normality in the absence of a confirmed health problem.




	
	Survey of Sickle Cell screening communication policy
	Survey of CF screening communication policy
	Systematic review of disclosing carrier status
	Qualitative study

	Reporting carrier results
	Normal and/or carrier results reported/ not reported to parents.

Some specify that sickle cell disorders are not suspected but there is still a possibility of the child having Beta thalassaemia. 

Carrier results not reported to parents even if one of the parents was identified as a carrier through antenatal screening (and therefore may have been alerted to their baby’s results). 

Normal results and/or carrier results are only reported to parents if both the parents’ status is known. 

Policies vary in terms of who tells the parents of their baby’s carrier result (the health visitor, a specialist nurse counsellor, a consultant haemotologist, the GP, the laboratory, the midwife, or a paediatrician), how (by letter or a home visit) and whether parents are only given literature or are also offered counselling.
	Non-reporting of carrier results to parents when this information is held on Child Health Records and may be subsequently accessed and disclosed by health professionals unaware that parents do not already have this information

Reporting the test results of carrier newborns, as this has implications for other family members


	Parents of cystic fibrosis carriers favoured newborn screening and knowing the carrier status, and anticipated telling their child in due course.


	Parents of babies who had been through diagnostic sweat testing had received clear test results as well as genetic counselling and appeared to have come to terms with their baby’s health status.

Parents of babies who had had a repeat request in a screening area where normal results are not routinely communicated, grappled with understanding their baby’s health status in light of a screening result ‘scare’.


	
	Survey of Sickle Cell screening communication policy
	Survey of CF screening communication policy
	Systematic review of disclosing carrier status
	Qualitative study

	After screening
	At least one area issues parents with a haemoglobinopathy card.

In some areas carrier newborns are rescreened between 2 and 6 months. Some are also tested again at one year.
	Inconsistent terminology for reporting results, which may cause confusion if parents records are accessed and discussed with them by different health professionals


	Cystic Fibrosis carrier status led to problems with insurance companies with some families in the USA. 

A minority of parents used carrier status to inform reproductive planning, although when results were withheld parents were angry at being denied the opportunity to do so. 

Discovering their own carrier status could also be an emotional event for parents. Few parents appeared to change their behaviour towards their carrier child. Discussing carrier status with the wider family was perceived as difficult, but necessary.

There is little or no evidence about how outcomes are influenced by: parents’ previous knowledge of the screened conditions; the methods of communicating test results; or follow-up support. There is no reliable evidence about the implications for parents of an unclear diagnosis for cystic fibrosis.
	Parents emphasised three issues in relation to knowing their baby’s genetic status: retaining the knowledge of genetic status for future information; their own status, whether known or not known, in relation to reproductive planning; discussing screening results with the wider family, particularly close family members expecting a baby


	
	What this study adds

	
	Survey of Sickle Cell screening communication policy
	Survey of CF screening communication policy
	Systematic review of disclosing carrier status
	Qualitative study

	
	This survey provides a context for interviews with parents.
	This survey provides a context for interviews with parents and health professionals.

It is the only UK survey of CF screening. It focuses not only on counselling for parents after carrier identification, but also identifies aspects of the whole screening pathway that may make parents vulnerable, and deserve further attention from research and policy.
	This is the first systematic review of this area. It identified studies not identified by a review of psychosocial aspects of genetic testing for pregnant women and newborns.

Accepting the small numbers of participants, and their higher than average education, this review found that parents support newborn screening despite uncertainties and anxieties; and that they support carrier identification.

Parents favoured having familiar, non-specialists report test results to them; with these non-specialists being sufficiently briefed and not alarmist.

The review documented the difficulties some parents have discovering their own carrier status, and discussing carrier issues with their wider family.
	Against a serious lack of research evidence about disclosing sickle cell carrier status, this small study addresses the issues raised by carrier status amongst Afro-Caribbean, Caucasian and mixed families.

In contrast to the systematic review, parents often reported communication with familiar health professionals negatively.

This study fills other gaps in our knowledge by providing evidence about how outcomes are influenced by: parents’ previous knowledge of the screened conditions; the methods of communicating test results; or follow-up support; and the implications for parents of an unclear diagnosis for cystic fibrosis.
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