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ABSTRACT

Objective Research is needed to determine best practice
for genomic testing in the context of child interstitial or
diffuse lung disease (chILD). We explored parent’s and
child’s health-related quality of life (HRQoL), parents’
perceived understanding of a genomic testing study,
satisfaction with information and the study and decisional
regret to undertake genomic testing.

Methods Parents of children with diagnosed or suspected
chILD who were enrolled in a genomic sequencing study
were invited to complete questionnaires pretesting (T1)
and after receiving the result (T2).

Results Parents’ (T1,n=19; T2, n=17) HRQoL was

lower than population norms. Study satisfaction (T1) and
perceived understanding (T2) were positively correlated
(r,=0.68, p=0.014). Satisfaction with information (T1 and
T2) and decisional regret (T2) were negatively correlated
(T r=-0.71,p=0.01; T2 r =-0.56, p=0.03). Parents
reported wanting more frequent communication with staff
throughout the genomic sequencing study, and greater
information about the confidentiality of test results.
Conclusions Understanding of genomic testing,
satisfaction with information and participation and
decisional regret are inter-related. Pretest consultations
are important and can allow researchers to explain
confidentiality of data and the variable turnaround times
for receiving a test result. Staff can also update parents
when there will be delays to receiving a result.

Infant and child interstitial or diffuse lung
disease (chILD) comprises a heterogeneous
group of approximately 200 rare, chronic
respiratory disorders characterised by abnor-
malities in the respiratory and immune
systems." The estimated incidence of chILD
is 0.13-16.2 cases per 100 000 children/year,
although exact incidence rates are difficult
to determine.”> chILD commonly presents
as breathlessness, hypoxaemia and growth

What is already known on this topic

» Parental regret for undergoing genomic testing for
their child’s illness is generally low and may be
linked to poor understanding of testing.

What this study adds

» This study shows that parents of children undergo-
ing genomic testing for child interstitial or diffuse
lung disease need more information about confiden-
tiality and privacy of data, and updates throughout
the process when there will be delays to receiving
aresult.

How this study might affect research, practice

or policy

» This research provides clinicians and genetic coun-
sellors important information to support parents of
children undergoing genomic testing for respiratory
conditions.

abnormalities in children.® Morbidity can
vary depending on the specific diagnosis and
the severity of the respiratory compromise,
but children with chILD may require care
throughout their lifetime.? > The mortality
rate in high-income countries has been found
to range from 6% to 30% for young people
under 18 years.2

chILD presents many challenges for patients
and their parents. For instance, children
with chILD may be regularly hospitalised,
frequently absent from school, restricted in
their functional or recreational activities and
experience disrupted psychosocial develop-
ment.*® Families may also experience uncer-
tainty regarding treatments and prognosis.4
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Previous research has shown that children with chILD

have lower health-related quality of life (HRQoL) than

their peers without chILD.” Clinical factors related to

poorer HRQoL among children with chILD include a

higher Fan severity score, extrapulmonary involvement,

need for long-term oxygen therapy, use of enteral nutri-
tional support and higher number of oral therapies.”

The burden of disease and treatment may also impact
parents’ HRQoL, however, research assessing the impact
of chILD on families is lacking.? Research in other illness
groups has shown that parents’ poor mental health and
well-being is associated with lower satisfaction with their
child’s care, and lower understanding of the illness and
treatments.®” As such, satisfaction with clinical care may
therefore help buffer the impact of chILD on parents,
although further research is needed to confirm this.

The aetiology of chILD is unknown in approximately
8%—27% of cases.*!! Genomic testing may help clini-
cians and families to better understand the aetiology
of chILD and may be used to recommend personalised
treatment plans and avoid unnecessary biopsies.' '*
Nevertheless, managing parents’ expectations regarding
genomic testing is important'® given that only 25%-50%
of children will receive a diagnosis after testing for any
condition."”* '* While regret for undergoing genomic
testing is generally low, regret may be linked to parental
confusion regarding the test and test result."* This points
to the importance of parental understanding of, and
satisfaction with, the information provided to the family
about genomic testing. Ensuring that parents are fully
informed prior to consenting to genomic testing is there-
fore essential.'”

Little is known about parents’ satisfaction with, and
understanding of, genomic testing for children with
chILD. By examining parents’ experiences with genomic
testing for chILD, we can better determine areas for
improvement to provision of emotional support and
information during genetic consults.'® 17

We aimed to explore:

1. HRQoL among parents and children enrolled in a ge-
nomic testing study for chILD, and whether parent’s
and child’s HRQoL are related.

2. Parents’ (i) understanding of information provided to
them about the genomic testing study, (ii) satisfaction
with information provided to them about the genomic
testing study, (iii) satisfaction with their participation
in the study and (iv) their regret in deciding to partic-
ipate in the study.

3. Factors related to parent’s and child’s HRQoL, and
parent understanding, satisfaction and regret over the
course of the genomic testing study.

METHODS

This study was part of a larger evaluation of whole exome
sequencing for children with chILD, titled chILDRANZ.
The larger study aimed to understand the value of
genomic sequencing for children with chILD and the

impact on patient healthcare. The current study focuses
on the psychosocial aspects of genomic sequencing from
parents’ perspectives. Parents/Guardians (parents used
hereafter) could opt-in to genomic sequencing for their
child without having to complete the psychosocial ques-
tionnaires.

Participants

Children were eligible for the genomic test if they had

either diagnosed or suspected interstitial or diffuse lung

disease (chILD). Diagnostic labels are provided in online
supplemental table 1. Suspected chILD included the
following:

> Respiratory symptoms (eg, cough, tachypnoea or
dyspnoea) at rest or with exercise, crackles, retrac-
tions, clubbing, failure to thrive, respiratory failure,
systemic arterial hypoxaemia.

» Diffuse infiltrates on CT scanning.

» Abnormal pulmonary function tests with evidence of
restrictive ventilatory defect, and persistence of these
findings for >4 weeks or when the condition is clini-
cally suspected in the case of acute neonatal respira-
tory distress.'®

Children were not eligible for the genomic test if they
had cystic fibrosis, primary ciliary dyskinesia or other

‘common causes’ of diffuse lung disease. Children were

also not eligible if they exhibited ‘masqueraders’ (eg,

congenital heart failure) g9

In addition to these inclusion and exclusion criteria,
parents were eligible for the psychosocial study if they
were able to speak and read conversational English.

Patient and public involvement
Patients were not involved in the development or design
of this research.

Procedure

Potentially eligible children were identified by the child’s
treating specialist during clinical care, through specialist
clinical units or as inpatients at 19 Australian hospitals as
part of the chILDRANZ network. The project manager
provided the study genetic counsellor with the contact
details of parents of eligible children. The study genetic
counsellor then contacted the parents to discuss the
study and consent procedure and to provide an informa-
tion booklet and consent form. The information booklet
provided to parents was 16 pages (including the consent
form), and contained information about the purpose of
the research, what would happen to their child’s data
including DNA samples, what genomic testing is and the
risks, benefits and potential outcomes of genomic testing
(online supplemental file 2) (The information booklets
at each site contained the same content, with site-specific
logos and contact details; an example booklet from one
site is provided in online supplemental file 2). The study
genetic counsellor’s contact details were also provided on
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the information booklet in the event that a parent was
distressed or if they wanted to discuss any of the infor-
mation in the booklet. The project manager emailed
parents a link to a baseline questionnaire within 1 month
of consenting to the genomic test (T1) and a follow-up
questionnaire 3—-6 months after receiving the test result
(T2). Parents completed the questionnaires online,
which took approximately 20 min.

Measures

Parents completed a baseline questionnaire (T1) and a
follow-up questionnaire (T2), which contained validated
scales and purposively designed questions.

Sociodemographics
Parents recorded their sex, highest level of education,
employment status, whether they have private health
insurance and the age and sex of their child undergoing
genomic testing.

Parents’ HRQoL

We used the 12-Item Short Form Survey version 2 (SF-
12v2) to asses parents’ HRQoL.*" Respondents complete
12 items, with different rating scales. The SF-12v2 contains
two subscales: the mental composite score (assessing
mental functioning) and the physical composite score
(assessing physical functioning). Scores are standard-
ised,21 so that scores range from 1 to 100, with a mean
of 50 and SD of 10. Higher scores indicate better mental
and physical functioning. The SF-12v2 displays strong
validity and test-rest reliability.*’

Parent-reported HRQoL of the affected child

We used a measure of HRQoL designed specifically for
children with chILD (chILD-QoL).* We used the parent-
proxy reports for the current study. The measure has
six versions adapted according to the child’s age: 0-12
months (5 items), 13-24 months (8 items), 2—4 years
(11 items), 5-7 years (11 items), 8-12 years (11 items),
13-18 years (11 items). Parents were asked how often
over the previous month their child experienced a range
of symptoms or issues (eg, ‘getting out of breath’), which
parents rated on a scale from 1 (‘never’) to b (‘always’).
Items were reverse-scored, linearly transformed to a scale
of 0-100 and combined to form a total score including
all age groups. Higher scores indicate higher HRQoL.
The chILD-QoL has demonstrated strong internal reli-
ability and convergent validity." In the current sample,
Cronbach’s o ranged from 0.66 to 0.92 for the different
versions.

Perceived understanding

We assessed parents’ perceived understanding of the
genomic sequencing study using purposively designed
questions. Ten items (figure 1) asked parents to rate how
well they understood different aspects of the chILDRANZ
study on a scale from 1 (“I did not understand this at
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T2
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Figure 1
elements.

Parents’ perceived understanding of key study

all”) to 5 (“I understood this very well”). Item responses
were added together to create a total score (ranging from
10 to 50), with higher scores indicating higher parent-
perceived understanding. The scale demonstrated strong
internal reliability in the current study at both timepoints:
T1 Cronbach’s 0=0.85, T2 Cronbach’s 0=0.94.

Satisfaction with information

We assessed parents’ satisfaction with the information
provided to them about the study using purposively
designed questions. The question stem stated: ‘The infor-
mation sheet and consent form was...’. Parents were then
presented with six descriptors (clearly presented, inform-
ative, easy to read, useful to make a decision, visually
appealing, easy to navigate) and asked to rate their agree-
ment with each on a scale from 1 (‘very’) to 5 (‘not at
all’). Responses were then reverse-scored and summed
to create a total score. Higher scores indicated greater
satisfaction with the information. Internal reliability was
adequate-to-strong with the current sample: T1 Cron-
bach’s 0=0.69; T2 Cronbach’s 0=0.90.

Parents also completed open-ended questions and
single items about their satisfaction with the information.
Single items enquired whether parents were satisfied with
the length of the information provided to them (l=too
long; 2=just right; 3=too short), whether they needed
help reading the information (1=yes, 2=no), if yes, who
helped them read the information (open-ended) and
how thoroughly they read the information (1=from cover
to cover; 2=quite thoroughly; 3=just the parts I thought
were relevant; 4=briefly; 5=I did not read the informa-
tion). For this last question, we recoded the responses
as l=read thoroughly (answers 1-2) and 2=did not read
thoroughly (answers 3-4) during analysis. Two scale
items asked parents how worried and reassured the infor-
mation made them feel, respectively, on a scale from 1
(‘notatall’) to 5 (‘very much’). Parents then completed
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two open-ended questions about what made them feel
worried and/or reassured.

Satisfaction with participation

Parents also reported their overall satisfaction with their
involvement in the study on a scale from 0 (“I had a
very poor experience”) to 10 (“I had a very good experi-
ence”). One open-ended question enquired about areas
for improvement.

Regret with decision to participate

We measured parents’ regret about participating in the
genomic sequencing study with the Decision Regret Scale
(DRS).?? The DRS consists of five statements of distress or
remorse after making a healthcare decision (eg, “I would
go for the same choice if I had to do it over again”).
Parents rated how much they agreed with each statement
on a b5-point Likert scale from 1 (‘strongly agree’) to 5
(‘strongly disagree’). Scores were then converted to a
scale of 0 (no regret) to 100 (high regret).23 The DRS is
validated, widely used and displays strong internal reli-
ability and convergent validity.”* ** The DRS had strong
internal reliability at both timepoints: T1 Cronbach’s
0=0.92; T2 Cronbach’s 0=0.72.

Data analysis

We used SPSS V.24.0 to analyse the data. We used descrip-
tive statistics to assess parent’s sociodemographic status.
We used Pearson’s correlation to assess the relationship
between parent’s and child’s HRQolL, and Spearman’s
Rho correlations to examine the relationships between
understanding of the study, satisfaction with information,
satisfaction with the study, decisional regret, parent’s
HRQoL and child’s HRQoL. Mann-Whitney U tests
were used to determine whether these factors differed
according to parent level of education and how thor-
oughly they read the information.

We analysed parents’ responses to the open-ended
questions using directed qualitative content analysis,
whereby we used the qualitative data to extend and vali-
date the quantitative data.” We present illustrative quotes
to supplement the quantitative findings.

RESULTS

We sent the baseline survey (T1) to 34 parents whose chil-
dren were enrolled in the larger genomic testing study,
and 19 parents (58.8%) returned a completed question-
naire. After the genomic testing results were completed,
we invited the 34 parents to complete a follow-up ques-
tionnaire (T2), and 17 parents (50.0%) returned a
completed questionnaire. Fourteen parents completed
the questionnaire at both T1 and T2.

At T1, 84% of parents were mothers (n=16). Affected
children were mostly male (n=11, 58%) and aged 0-12
months (n=10, 53%). Sociodemographics are reported
in table 1.

Table 1 Sociodemographics of parent and their affected
child
Time 1 Time 2
(n=19) (n=17)
Parent sex
Female 16 (84.2%) 13 (76.5%)
Male 3 (15.8%) 3(17.6%)
Prefer not to say - 1 (5.9%)
Parent highest level of
education
High school 5 (26.3%) 1 (5.9%)
Beyond high school 14 (73.7%) 16 (94.1%)
Employment
Employed: full-time/part- 10 (52.6%) 10 (58.8%)
time/casual
Not employed: actively 8 (42.1%) 7 (41.2%)
seeking work/not seeking
work/retired/student/home
duties
Private health insurance
Yes 9 (47.4%) 9 (52.9%)
No (Medicare only) 9 (47.4%) 8 (47.1%)
Child age
0-12 months 10 (52.6%) 7 (41.2%)
13-24 months 6 (31.6%) 5 (29.4%)
2-4 years 2 (10.5%) 4 (28.5%)
5-7 years 1(5.3%) 1 (5.9%)
Child sex
Female 7 (36.8%) 6 (35.3%)
Male 11 (57.9%) 11 (64.7%)

Fourteen parents completed questionnaires at both timepoints.

Parents report of satisfaction with the study, under-
standing of information provided to them, satisfaction
with information and decisional regret were all inter-
related as depicted in figure 2. Figure 2 outlines the
correlations between these variables.

Parent’s and child’s HRQoL

At T1 (M=36.50, SD=7.30) and T2 (M=37.44, SD=5.91),
mean parent mental functioning scores as measured
by the SF-12 were >1 SD lower than population norms
(M=50 and SD=10; figure 3).

Parentreported child’s HRQoL was also low, with
parents reporting M=38.45, SD=21.82 at T1, and M=44.08,
SD=24.86 at T2.

Parent mental functioning at Tl was positively
correlated with their report of their child’s HRQoL at T1
(r=0.62, p=0.01) and T2 (r=0.61, p=0.03). Parent’s and
child’s HRQoL did not appear to be related to parents’
ratings of their understanding, satisfaction or decisional
regret.
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Satisfaction with the
| genomic sequencing study |

a —
Understanding of information Satisfaction with information about
about genomic sequencing ‘ the genomic sequencing study

Decisional regret to participate in
the genomic sequencing study

Parent thoroughly reading
information about the genomic
sequencing study

Figure 2 Relationships between parent satisfaction,
perceived understanding and decisional regret.

Understanding of the study

Parents reported overall high understanding of the study,
with a median total score of 40/50 (IQR=39, 46) at T1
and 41/50 at T2 (IQR=30.5, 44.75).

Figure 1 shows how well parents reported under-
standing each aspect of the study. The percentage of
parents reporting that they understood each aspect of the
study ‘well’ or ‘very well’ appeared to decrease from T1
to T2. Parents particularly reported not understanding
the alternatives to chILDRANZ at T2, with 79% at T1 and
41% at T2 reporting understanding this ‘well’/‘very well’.

At T1, parents with a high school level education
reported higher perceived understanding of the infor-
mation about the study than parents who were educated
beyond high school: Mann-Whitney U test=11.50,
SE=9.94, p=0.035.

Satisfaction with information

Parents were generally satisfied with the information
provided to them about the study, with a median total
score of 26/30 for both T1 (IQR=25, 29) and T2 (IQR=23,
29). At T1, most parents felt the length of the informa-
tion was ‘just right’ (n=12, 63%) while 6 (32%) felt it was
too long. Just one parent reported they needed help to
read the information from a genetic counsellor. Eleven

SF-12 scores compared with norms

6000

00| mmmm—m e —————— e e —— -
40.00 I I
30.00

2000

Mean

1000

PCS_T1 PCS_T2

Figure 3 Parents’ physical and mental functioning
compared with norms. Dashed line, population mean;
MCS_T1, mental composite score time 1; MCS_T2, mental
composite score time 2; PCS_T1, physical composite score
time 1; PCS_T2, physical composite score time 2; SF-12,
12-ltem Short Form Survey.

MCS_T1 MCS_T2

parents (58%) reported thoroughly reading the informa-
tion provided about the study, while eight parents (42%)
briefly read the information.

Parents who read the information thoroughly at T1
reported greater satisfaction with the information they
received than parents who briefly read the information:
Mann-Whitney U test=18.00, SE=11.92, p=0.033.

Most parents reported the information helped them
feel at least ‘a little’ reassured (T1=17,90%; T2=13, 77%).
Parent comments showed they felt reassured because they
were able to ask professionals questions (“7he fact that we
had a genetic counsellor to speak it over with”), they could
receive an explanation for their child’s illness (“7he possi-
bility of finding a diagnosis”) and could help other families
(“That we were making the right decision for our family and to
hopefully help future families”).

Several parents revealed that the information made
them feel at least ‘a little’ worried (T1=8, 42%; T2=7,
41%). Parents’ comments revealed that they were worried
about the test result (“The thought that my child may have
a lifelong condition”). Parents were also worried that the
test results may impact their child in the future (“May
affect insurance later in life’) and about the privacy of their
child’s genetic information.

Making sure that information about my son was only
used in this research, I would hate to think at some
later point having his genetic information on ‘file’
may have a negative impact on some aspect of his life.

Satisfaction with participation

Parents were generally satisfied with their participation,
with parents reporting a median score of 8/10 at both
T1 (IQR=7, 10) and T2 (IQR=6, 10). Higher satisfaction
was related to lower decisional regret at T1 (r=-0.43,
p=0.038).

Eight parents (42%) at T1 and five parents (29%) at
T2 reported no regret at all regarding their participa-
tion in the genomic sequencing study. Levels of regret
in the remaining parents were low with a median score
of 12.5/100 at T1 (IQR=0, 25) and 10/100 at T2 (IQR=0,
23.75).

Parents’ higher perceived understanding of the study at
T2 was correlated with higher satisfaction with the study
at T1 (r=0.68, p=0.014), and lower decisional regret at
Tl (r=-0.60, p=0.038). Higher decisional regret at T2
was correlated with lower satisfaction with information at
T1 (r=-0.71, p=0.01) and T2 (r=-0.56, p=0.03).

Parents’ comments regarding dissatisfaction with the
study revealed that lack of communication was the most
frequent complaint. Parents wanted to be kept updated
about delays to receiving the test result.

There was a disconnectin communication from when
we were discharged [from the hospital] to when we
started the trial...The genetics team were extremely
hard to get a hold of or communicate with. From all
the teams we dealt with they were the most difficult
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and stressful in regards to receiving information
about the process of this trial...On numerous
occasions the genetics team said they would come
back to the ward to update us on [my daughter’s]
next steps, however they never did.

The time it takes to get results or be updated on
where the results are at. This took a lot of follow up.

DISCUSSION AND CONCLUSION

Discussion

In this study, we aimed to explore (1) the HRQoL of
parents and children enrolled in a genomic sequencing
study for chILD, (2) parents’ understanding, satisfaction
and decisional regret regarding their participation in the
genomic testing study and (3) factors related to HRQoL,
parent understanding, satisfaction and decisional regret.

Parents reported a mean mental functioning score >1
SD below population norms. Research on the mental
health of parents of children with chILD is limited,”
so the current study adds to our understanding of the
potential psychosocial toll of chILD on parents. Parent-
reported child’s HRQolL was also lower than what has
been reported in previous literature.* ** Parents in the
current study may have been more likely to complete the
psychosocial questionnaire if their child was particularly
unwell. Consistent with previous findings from other
illness groups, parent mental functioning was lower when
their perception of their child’s HRQoL was also low.””

In general, parents’ perceived understanding of, and
satisfaction with, the study was high, and decisional
regret was low. Parents’ satisfaction with having partici-
pated in the genomic testing study was related to having
a greater understanding of the study, higher satisfaction
with the information provided about the study and lower
decisional regret about taking part in the study. A unique
finding from this study was how study satisfaction, under-
standing, satisfaction with information and decisional
regret were all inter-related (figure 2). Previous genomic
testing studies have found that simple, clear information
about testing can facilitate understanding and informa-
tion retention.”®*

Parents reported that the alternatives to partici-
pating in the study was the least understood aspect
of the information provided to them. Confidentiality
of medical records was also quantitatively one of the
least understood aspects of the study, according to
parents. Qualitatively, parents reported being worried
about the privacy of their child’s genetic information,
and the future insurance implications of their child’s
test result, which has been found among other clinical
populations.29 % These findings suggest that parents
require further information about what would happen
to their child’s care if they chose not to have genomic
testing, and confidentiality and privacy of test results.
This information could be discussed with genetic coun-
sellors, and also provided in writing so that parents can
refer back to this information at later points.*

We found that, at baseline, parents with a high school
level education reported greater perceived under-
standing of the study than parents who were educated
beyond high school. Parents’ median self-rated under-
standing of the study was generally quite high (40/50).
As such, lower scores on ‘understanding’ may not reflect
a lack of understanding of the study, but perhaps that
they had more unanswered questions. Previous research
has shown that patients with higher health literacy ask
more questions in medical consultations, and are more
likely to seek out further information than patients with
low literacy.” ** Considering that higher health literacy is
related to higher formal education,” this could explain
our finding.

Parents” open-ended responses revealed that
communication between families and clinicians may
be an important contributor to parent satisfaction
with genomic sequencing. Previous research has
also found that parents are less satisfied with clinical
services related to their child’s genetic testing when
the parent-clinician communication is inconsistent
and sporadic.” Parents in our study especially wanted
delays in receiving the result of their child’s genomic
test to be communicated to them, which has been
found previously.”

Practice implications

Our findings have key implications for clinical prac-
tice and research regarding communication between
clinicians and parents of children with chILD under-
going genomic testing. First, genetic counsellors (or
in the case of a research project, the study team) may
ensure the parents understand how and where their
child’s results will be stored, who can access these data
and whether the results will affect their child’s insur-
ance during the pretest consultation. Genetic counsel-
lors may discuss with parents the variable turnaround
times to receiving a result of a genomic test during
the pretest consultation.” Genetic counsellors or the
study team may also encourage parents to fully read the
information provided to them prior to making a deci-
sion. The use of visual aids in these information book-
lets may be an important way to make the information
more digestible.” * Genetic counsellors or the study
team may also briefly assess parents’ satisfaction with
information after initial genetic consultation. Parents
with low satisfaction may require further information
and consultation.

Communication between parents and genetic counsel-
lors or the study team while waiting for the test results
could also be an important way to help parents feel satis-
fied with their decision to participate in genomic testing.
Genetic counsellors or the study team could consider
keeping parents updated about delays to help manage
their expectations and associated distress.
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Limitations

The small sample size means further research is needed
in order to confirm our findings. Research is particu-
larly needed to assess the generalisability of our find-
ings among families undergoing genetic evaluation in
a clinical setting. The small sample precluded us from
statistically assessing whether parents’ understanding,
satisfaction and HRQoL changed over the course of the
study, or whether these factors are related to the child’s
test result.'? Larger longitudinal research is needed given
that a greater percentage of participants appeared to
report understanding aspects of the study ‘well” or ‘very
well” at T1 than T2 (figure 1). Nevertheless, chILD are
rare conditions, and as such any data on this topic are
valuable. Another limitation of the study was that we used
a subjective measure of parent understanding. An objec-
tive measure would have helped elucidate further how
well parents understood important aspects of the study.
We also did not assess parent understanding of the test
result, which may have shed further light on parent under-
standing of genomic testing for chILD. Our sample may
have been biased, with 59% of parents of children under-
going genomic testing choosing to complete the ques-
tionnaire. Similarly, our sample was limited to English-
speaking parents and fathers were underrepresented.
Finally, including a comparison group of caregivers of
children with other chronic childhood conditions would
have helped to contextualise our findings.

CONCLUSION

The current study provides novel insights regarding
families undergoing genomic testing for diagnosed or
suspected chILD. We found that perceived understanding
of the genomic testing study, satisfaction with the infor-
mation they received, satisfaction with participation and
decisional regret were inter-related. Clear, concise infor-
mation about genomic testing—including what happens
to genomic data, possible wait times and implications for
insurance— may help parents to feel more satisfied with
their decision to enrol their child in a genomic testing
study. Information about privacy and confidentiality
could also be discussed during pretest consultation with
genetic counsellors. Genetic counsellors or the study
team could also keep parents updated when there will be
delays to receiving a result from the genomic test.
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