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Abstract
Objective To develop a theoretical model to explain how parents think about the process of communicating with their affected 
child about the psychiatric manifestations of 22q11DS.
Methods Semi-structured interviews were conducted with parents of children with 22q11DS, who had all received psychi-
atric genetic counseling. Interviews were recorded, transcribed verbatim, and analyzed concurrently with data collection, 
using interpretive description. Identified themes were used to inductively develop a model of how parents think about com-
municating with their child about psychiatric risk in 22q11DS.
Results From interviews with 10 parents, we developed a model representing the communication of psychiatric risk in 
22q11DS as a process where various dynamic contextual factors (e.g., perception of risk, desire to normalize) act as either 
motivators or barriers to communication. Parents described challenges with the content, process, and outcome of these 
conversations. Parents wanted hands on, practical, personalized, and ongoing support from health professionals around 
communication about these issues.
Conclusion This model may help equip genetics professionals to support parents to communicate effectively with their 
children in order to improve health outcomes and family adaptation to 22q11DS.
Practice implications Our findings may apply not only to 22q11DS, but also to other genetic conditions where psychiatric 
manifestations occur.
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Introduction

When a genetic condition is diagnosed prenatally or during 
childhood, the information conveyed about the diagnosis is 
often primarily directed at parents or caregivers, who then 
face decisions about when and how to disclose the diagnosis 
to their child. Disclosure to children can be difficult (For-
rest et al. 2003; Metcalfe et al. 2011; Dennis et al. 2015): 
parents report feeling uncertain about the words to use, how 
to initiate the conversation and worry about their child’s 

understanding (Faux et al. 2012). These challenges may be 
particularly acute when considering conversations about 
manifestations of a genetic diagnosis that are stigmatized, 
like psychiatric disorders (Rössler 2016).

22q11.2 deletion syndrome (22q11DS) is a genetic condi-
tion associated with a wide range of physical clinical mani-
festations, as well as elevated rates of psychiatric disorders, 
including a ~25–30% chance to develop a psychotic disor-
der (Murphy and Owen 2001; Vorstman et al. 2006; Nikl-
asson et al. 2009; Stoddard et al. 2010; Monks et al. 2014; 
Campbell et al. 2018). For many parents of children with 
22q11DS, the risk of psychiatric illness is their main con-
cern regarding their child’s health (Hercher and Bruenner 
2008; Martin et al. 2012). Psychiatric genetic counseling for 
these families can be helpful; parents have expressed that the 
analogies used by the genetic counselor are useful commu-
nication tools in explaining mental illness to their children 
(Carrion et al. 2021). Despite this, genetics professionals 

 * Jehannine Austin 
 jehannine.austin@ubc.ca

1 Department of Medical Genetics, University of British 
Columbia, Vancouver, BC V5Z 4H4, Canada

2 Department of Psychiatry, University of British Columbia, 
Vancouver, BC V5Z 4H4, Canada

/ Published online: 16 November 2021

Journal of Community Genetics (2022) 13:91–101

http://orcid.org/0000-0003-0338-7055
http://crossmark.crossref.org/dialog/?doi=10.1007/s12687-021-00558-9&domain=pdf


1 3

are less likely to discuss psychiatric disorders than other 
features of 22q11DS, in part due to the stigma that surrounds 
psychiatric diagnoses (Martin et al. 2012; van den Bree et al. 
2013; Morris et al. 2013; Karas et al. 2014; Baughman et al. 
2015; Alugo et al. 2017; Cuthbert et al. 2019). These issues 
may present as additional barriers to parents discussing psy-
chiatric disorders with their child.

Within the published literature analyzing family commu-
nication about genetic risk, there are few studies evaluating 
parents’ experience with disclosing details of their child’s 
own diagnosis to the child (Metcalfe et al. 2008, 2011; Den-
nis et al. 2015), and aside from one as yet unpublished study 
(Filiaggi et al., in preparation) that used thematic analysis to 
examine communication about psychiatric risk in the context 
of 22q11DS, no other work in this specific area. In other 
contexts, genetic counseling has been shown to improve 
family communication of genetic information (Forrest 
et al. 2008a; Gaff and Hodgson 2014; Hodgson et al. 2016; 
Mendes et al. 2016); however, the role that genetic counse-
lors can play in facilitating parent-child communication has 
not been widely evaluated (Dennis et al. 2015). Thus, we 
sought to qualitatively explore how parents think about the 
process of communicating with their affected child about 
the psychiatric manifestations of 22q11DS, and to identify 
how genetics professionals could help equip parents for these 
conversations.

Methods

Participants

We recruited parents of children with a confirmed diagnosis 
of 22q11DS (i.e., by molecular/cytogenetic testing and/or 
clinical diagnosis by a clinical/medical geneticist) who were 
fluent in English and did not have a diagnosis of 22q11DS 
themselves. To ensure that all participants had received con-
sistent information about the psychiatric manifestations of 
22q11DS, as a foundation for the interviews, we recruited 
parents who had previously received psychiatric genetic 
counseling through (1) their participation in a previous 
study we conducted (Carrion et al. 2021); or (2) attending a 
specialist psychiatric genetic counseling clinic in Vancou-
ver, Canada (Inglis et al. 2015). The process of psychiatric 
genetic counseling has been described in detail elsewhere 
(Inglis et al. 2015) and involves the use of a visual analogy 
of a “mental illness jar,” as shown in Figure 1 in the context 
of 22q11DS. Eligible participants were initially contacted 
by email, with follow-up by phone.

Data collection

After collecting consent, interviews were conducted via 
BlueJeans, a secure online videoconferencing software using 
a semi-structured interview guide (see supplemental mate-
rial), comprising questions to elicit the parents’ thoughts and 
experiences with communicating with their child about psy-
chiatric risk. The initial version of the interview guide was 
informed by our group’s previous research and was revised 
over the course of the study based on preceding interviews. 
Demographic information was also collected to ensure that 
parents of children of varying ages, with and without psy-
chiatric diagnoses, were included.

Each participant completed a single one-on-one interview 
(mean 65 min, range 40–96 min) with CBC (female, who 
was at the time an MSc genetic counseling student) between 
October 2020 and January 2021. Participants were aware 
that CBC was completing this research in partial fulfilment 
of the requirements of their MSc. CBC had no prior relation-
ship with any of the participants and no personal experience 
with 22q11DS. Interviews were recorded, transcribed verba-
tim, and checked for accuracy. NVivo 12 was used to store, 
organize, and manage the data.

Data analysis

Transcripts were analyzed concurrently with data collection 
using interpretive description (Thorne 2016), which aims 
to understand and describe lived experience through a con-
structivist/inductive approach. It is an ideal methodology for 
understanding phenomena in a manner that informs clinical 
practice. To orient inquiry and make theoretical assumptions 
on which inductive reasoning in interpreting meaning within 
the data can be judged (Thorne et al. 1997), we used a family 
systems perspective on parenting and communication (which 
understands family processes and patterns as both influenc-
ing and being influenced by parent-child interaction as well 
as other individual and sociocultural factors) as our analytic 
framework (Socha and Stamp 2009; Socha 2013).

Analysis began with open coding—transcripts were 
analyzed line by line for basic conceptual units and to 
delineate the properties that characterize them (Thorne 
2016). CBC and CS independently coded the first three 
interviews, then came together to discuss codes and 
develop a coding framework, which CBC subsequently 
applied to the remaining interviews. The coding frame-
work was iteratively revised based on new findings from 
subsequent transcripts and applied to earlier interviews 
when relevant. Axial coding was then used to identify 
the main concepts from the coding framework, the condi-
tions that give rise to them and the relationships between 
them. These concepts were used to inductively develop 
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a model of the process through which parents consider 
communicating with their child about psychiatric risk 
in 22q11DS. CBC, CS, and JA met regularly to discuss 
concepts and theoretical linkages between them, until a 
cohesive theoretical model was formed. Throughout, writ-
ten memos were used to capture decisions regarding the 
data and to record salient themes. Transcripts, codes, and 
memos were iteratively reviewed to discuss and resolve 
discrepancies. Rather than aiming for “saturation,” which 

has been critiqued for a variety of reasons (Vasileiou 
et al. 2018), we employed the concept of theoretical suf-
ficiency, which asks whether the model constructed is 
adequate in terms of the use for which it was envisioned 
(Dey 1999). Transcripts were not returned to participants 
for comment, but two provided feedback on the draft the-
oretical model.

Fig. 1  Mental illness jar model. Various genetic and environmental 
factors work together to precipitate an episode of mental illness. In 
the context of 22q11DS, the 22q11 deletion is discussed as a “large 
ball in the jar.” Protective factors, such as sleep, nutrition, exercise, 
and social support, are discussed as ways to make a person's mental 
illness jar larger, increasing its capacity to accommodate environ-

mental stressors before becoming full. Images adapted by Ben Austin 
from How to Talk with Families About Genetics and Psychiatric Ill-
ness. Copyright (c) 2011 by Holly Peay and Jehannine Austin. Used 
with permission of the publisher, W. W. Norton & Company, Inc. All 
rights reserved.
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Results

Participants

Three eligible parents declined to participate, and ten parents (2 
fathers and 8 mothers) of 9 index children agreed to participate 
and were interviewed. Table 1 provides self-reported demo-
graphic information for both participants and their children.

Overview of the theoretical model

We developed a theoretical model of parents’ perspec-
tives on, and experiences of, talking with their children 
about the psychiatric manifestations of 22q11DS (Fig-
ure 2). The parents who provided feedback on the model 
indicated that it comprehensively represented their expe-
riences and perspectives and shared that the visual repre-
sentation was helpful for considering and processing their 
own feelings about this conversation.

Communication is represented as an ongoing, iterative pro-
cess. Parents felt that there was value in communicating in 
“small bites” so that it would not be as much of “a shock later 
on when [their child] is more aware of what we’re talking about.”

“It’s a journey, it’s a process, it’s not a one-time sit 
down, ‘here’s your 101 on genetics and by the way 

Table 1  Demographics of parent participants and their children with 
22q11DS

a N<10 as two participants are partners (i.e., parents of the same child)
b N>9 for mental illness diagnosis for children with multiple diagno-
ses

Participants (n = 10)
Gender
  Male 2
  Female 8
Age (years)
  Mean 44.9
  Range 38-52
Ancestry
  European 6
  Middle Eastern 1
  Mexican 1
  Mixed 2
History of mental illness
  Personal 2
  Personal and family 1
  Family 4
Location
  Canada 7
  United States 3

Children of partici-
pants (n=9)a

Gender
  Male 3
  Female 6
Age of (years)
  Mean 13.3
  Range 7-24
Mental illness  diagnosisb

  Anxiety 5
  ADHD 2
  Bipolar disorder with psychosis 1
  Bipolar disorder 1
  Depression 1
Ancestry
  European 4
  Mixed 5

Fig. 2.  A visual representation of the process parents go through 
when considering and initiating a conversation about mental ill-
ness with their child. The outmost circle contains contextual factors 
that act as motivators or barriers to communication. Motivators are 
indicated by blue arrows and barriers are indicated by red inhibition 
arrows. Two contextual factors were perceived as either a motiva-
tor or barrier, depending on the parent, and are thus placed between 
a blue arrow and a red inhibition arrow. In the way that one would 
have to physically pass through the outermost circle to reach the inner 
communication circle, parents too do not engage in communication 
with their child without being influenced by their own unique con-
texts. The fluid and ongoing nature of this process is represented by 
the arrows extending in and out of the circles. The innermost circle 
represents the communication itself, comprising three intersecting 
components: content, process, and outcome.
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you’re good, OK, woo, that’s done’…It’s going to be 
an ongoing thing.”
–Parent 3, father of an 11-year-old child

Context

Contextual factors had an important influence on parents’ 
consideration of communication—some were perceived as 
barriers, others as motivators and two could be perceived 
either way, depending on the parent.

Barrier: desire to protect child

Some parents wanted to protect their children from the 
knowledge that there were potential psychiatric manifesta-
tions of 22q11DS, which resulted in them not wanting to talk 
to their child about this topic.

“I don’t want to pre-prescribe him something that may 
never happen…or give him fears about something that 
may never happen.”
–Participant 9, mother of 9-year-old child

Other parents, though still planning to engage in these 
conversations, expressed that the desire to protect their child 
made the conversation more difficult and anxiety-provoking.

“You know, I think telling your kids that they're at risk 
for anything is a hard conversation. And sometimes 
as a parent you feel like somehow you let them down 
because they’re – you made them. And not so much 
let them down, but it’s you're worried about the reper-
cussions. You're worried about how they're going to 
feel about themselves. Are they going to still have that 
good positive self-image.”
–Participant 4, mother of 17-year-old child

Barrier: uncertainty

All parents described “navigating the uncertainty” as a major 
influence on the communication process, and for some it was 
their biggest challenge.

“It’s not like we can have the conversation and say, 
“This will happen,” or, “This won’t happen.” Nothing 
definitive in that conversation. And at her age now, like 
the world is very black and white. Something is right 
or wrong. It’s good or bad…It’s a very binary world 
when you’re seven. And so, 22q it’s not so black and 
white.”
–Participant 10, mother of 7-year-old child

Some parents stated that they would “absolutely not” 
be talking to their child about the possibility of develop-
ing a mental illness because their child would not be able 
to understand the nuances of what being at an “increased 
risk” meant.

Uncertainty was a direct barrier to the communication 
process but also indirectly affected communication through 
the emotional burden it placed on parents.

“It scares me of course, it’s probably one of the more 
concerning things on the list of possibilities. That 
might be because all the physiological things probably 
have presented themselves by now it’s just the mental 
health component that we don’t know.”
–Parent 6, father of 7-year-old child

Motivator: sense of control

Parents were motivated to consider communicating with 
their child about mental health in order to gain a sense of 
control. Many parents spoke of intentionally choosing to 
focus “on the things that [they] could influence.”

“It’s just a matter of recognizing that it’s still your 
child…there’s certain things you can control and cer-
tain things you can’t and so instead of fighting against 
the things you can’t control, embrace what you can 
control and do everything you can and put all of your 
efforts and focus into that because that’s where you can 
truly make a difference.”
–Parent 6, father of 7-year-old child

Deciding to focus on things that were within one’s 
control (e.g., the supports their child received) was 
a coping mechanism for some parents. These parents 
believed that “knowledge is power” and that by being 
proactive and making their child aware of their psychi-
atric risk, they could better protect their mental health 
together.

“I feel like sometimes when we’re proactive about 
things, it gives you a sense of control. To sort of get 
ahead of it and to feel like you can lay the groundwork 
for something…And being proactive about things, I 
think has, like has helped me…because it’s where – 
like you feel like you have some sense of control.”
–Parent 10, mother of 7-year-old child

Motivator: desire to normalize mental health

Parents wanted to normalize the possibility of developing a 
mental illness in order to be “open and honest” with their 
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child and to lessen the impact of a possible mental illness 
diagnosis.

“The truth is that she does have a higher risk for devel-
oping something…I think that if we can sort of instill 
that awareness in her, to recognize what’s happening in 
herself, to communicate it, to seek support, to under-
stand that she is supported. And just normalize it so 
that it’s not ever something that needs to be, you know 
secret.”
–Parent 10, mother of a 7-year-old child

Many parents used normalization to encourage their 
child’s self-acceptance. Parents wanted to “take that stigma 
away early on” so that their child didn’t feel “unique” or 
“different.”

Parents tried to normalize their child’s mental illness by 
drawing parallels between mental illness and other aspects 
of 22q11DS.

“The mental health piece is just another piece to her 
overall health picture, I get her to the cardiologist, I get 
her to the ENT, I also have to get her to counseling and 
that kind of thing.”
–Parent 5, mother of 8-year-old child

Motivator: sense of capability

Several parents felt more equipped for these conversations 
due to their career (e.g., education, allied health professions, 
psychology) or other experience working with people with 
disabilities. However, even these parents articulated that 
despite this experience, they would have benefitted from 
additional support.

“I'm an educator, so I think I’m in a different boat. 
So if I don’t know the answers, I’m going to find the 
answers. I think at times it would have been nice to 
say these are the things that could happen instead of 
looking and trying to find information.”
–Parent 4, mother of a 17-year-old child

Parents also expressed that certain personality traits—such as 
being “adaptable,” “proactive,” or a self-described “researcher”—
made them feel less overwhelmed and more capable of engaging 
in conversations about mental health with their child.

Barrier/motivator: perception of risk

A child’s current emotional or behavioral state affected their 
parent’s perception of the likelihood for them to develop a 
mental illness. Parents of young children who were display-
ing symptoms of anxiety or depression worried that their 
child would develop other mental illnesses.

“All the behavior manifestations she’s having now…I 
almost feel like it’s inevitable or like some sort of dramatic 
mental illness is coming if not already kind of here.”
–Participant 5, mother of 8-year-old child

Conversely, parents were somewhat reassured when their 
child was showing no symptoms.

“Oh my kid’s been doing well. Maybe he won’t be in 
that group.”
–Parent 9, mother of a 9-year-old child

Overall, parents’ perception of their child’s psychiat-
ric risk affected the immediacy with which they wished 
to talk to their children about mental health. The parents 
who described themselves as “in denial” about the psychi-
atric risk viewed this conversation as a remote possibility, 
whereas parents that were concerned about their child’s cur-
rent mental health wanted to address this possibility with 
their child more immediately.

Barrier/motivator: 22q11DS as a part of the child’s identity

The degree to which parents perceived 22q11DS to be a part 
of their child’s identity varied: some were “proud of being 
22q,” others did not want to “define” their child by their 
genetic condition. The degree of integration of 22q11DS into 
a child’s identity affected whether a parent wished to connect 
their conversation about mental health with 22q11DS or not.

“There’s a lot of things that we’re going to probably have 
to connect back to her diagnosis….And in fact, I think it’s 
important to have conversations with her about her condi-
tion. And then the implications for like mental health.”
–Parent 10, mother of 7-year-old child

“And so that’s kind of what our mental health conver-
sations are. I don’t know that we always connect it to 
22q, because it’s – that’s real for everyone. Everyone 
needs sleep. Everyone needs proper food.”
–Parent 9, mother of 9-year-old child

Communication

Communication—the act of talking about psychiatric manifesta-
tions of 22q11DS—seemed to be comprised of three intersecting 
components: content (what to say and the words to use), process 
(how to have the conversation), and outcome (what to do next).

Content

Parents felt that there was a “good way” or “a better way” to 
have these conversations and wanted health professionals to 
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provide more directive support or recommendations about 
“what words to use.” This belief that there were “better” 
or “right” words to use seem to originate from a desire to 
ensure that their child could understand the information in 
a constructive way.

“Like all the words that are used are just really tricky…. I 
really want to find some good positive language around it… 
It’s hard to talk about something like that without it sound-
ing negative, “Like you’re missing chromosomes,”and like, 
you know, it being a syndrome. And, I don’t know, it’s – the 
language is just problematic for me.”
–Participant 9, mother of 9-year-old child

“I often worry that she’s just confused…and that must 
feel so scary to her… that’s why I’m always trying to 
find like the words, the right words that will enter her 
mind and that she can process and it’s not going to be 
upsetting.”
–Parent 5, mother of 8-year-old child

Process

All parents expressed thoughts about when to initiate the con-
versation with their child; they described thinking about their 
child’s developmental (not chronological) age to guide when 
they wanted to initiate this conversation.

“I wouldn’t say it’s so much age, as it is just like her 
emotional maturity level to be able to cope with what, 
what we’re telling her.”
– Parent 10, mother of 7-year-old child

“Yeah she’s so young. She’s eight and she’s got diagno-
sis of mild intellectual disability so she’s not like, her 
comprehension is not like an eight year old it’s probably 
more like six, so I don’t think she would even understand 
the concept of mental illness.”
– Parent 5, mother of 8-year-old child

Several parents identified that a conversation about psychi-
atric manifestations of 22q11DS might easily be integrated 
with other important conversations that parents have with their 
children as they approach adolescence. Parents also recognized 
that there might be a greater need for their child to be aware of 
their increased risk at this point in their lives.

“I can see getting into the high school and tween years, 
when emotions are higher and they’re dealing with more, 
that it would be more important to like connect those dots 
and be like, “Hey, we have to be extra careful,”you know 
because…kids with 22q, jars are already a little full.”
– Parent 9, mother of 9-year-old child

Outcome

To feel prepared to talk to their child about mental illness, par-
ents needed a sense of what the outcome of the conversation 
would be; what next steps would need to be taken and what 
supports were available to their child. Ideally, these supports 
would be arranged prior to the conversation with their child, in 
order for the parent to feel at ease and more confident.

“I think being told that you could suffer from mental 
illness, and setting us up with someone that we could 
– you know, a psychiatrist, or giving us options. You 
know, you research this, and you say OK, your kid could 
suffer from this, but what do you do as a parent? Where 
do you go?...I think that’s the key is knowing and being 
set up to be successful as to what are the next steps.”
– Parent 4, mother of 17-year-old child

“Well it would just kind of take that off of my chest…
Just to know that that support is there and that I can 
access it without feeling the need or for it to get to 
the point where I'm just like really struggling.”
– Parent 7, mother of 9-year-old child

Recommendations from parents for desired support

While some parents reported receiving some degree of 
support regarding communicating with their child about 
their diagnosis of 22q11DS, none had received specific 
support around communicating with their child about 
psychiatric manifestations. Parents wanted support to be 
practical, ongoing, personalized, and provided by someone 
with expertise. See Box 1.

Box 1.  Recommendations from parents for desired support

Hands on and practical: Health professionals should discuss the 
specifics of what this conversation might look like and how to go 
about having it. Parents expressed interest in: an educational video 
showing a real engagement between a parent and child; a list of 
examples of communication dilemmas or miscommunications 
between a parent and child; and including the child with 22q11DS 
in conversations with health professionals

“I mean it’s one thing for mom and dad to say it but I think it’s more 
empowering if she goes and has her own conversation and has her 
own questions and gets her own answers. I think it gives her more 
control over what she wants to do and her perception of things.”

– Parent 6, father of 7-year-old child
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Consistent and ongoing: Parents received great support when their 
child was first diagnosed with 22q11DS but ongoing support as 
their child grew older was not readily available. Parents felt that 
ongoing support would allow them to be proactive in communi-
cating with their child rather than reactive and would remove the 
burden of initiating contact when in need of support.

“I think that there’s a real lack of support for parents to have these 
conversations…Because you know, you go through like coun-
seling and support early on… but then you know you have an 
appointment once a year, every two years, but then it comes up 
to a point where, well, this is something that would be nice to be 
able to sort of talk through.”

– Parent 3, father of 11-year-old child
Personalized: Support is most helpful when it is personalized to 

the parent’s context, child, and family. Many parents recalled the 
personalized psychiatric genetic counseling they had previously 
received, and wanted that same level of personalization when 
receiving support around communicating with their child about 
mental illness

I think we probably like sat there forever asking like all these ques-
tions that we had. [Chuckles] And [the genetic counselors] were 
really great about it. They sat and answered all the questions and 
took time with us and that was really helpful. And you don’t find 
that often with doctors. Like, you know especially with special-
ists. You’re in and out so quickly and they have patients to see and 
they’re on tight schedules and, yeah. But we were able to take our 
time with the genetic counselor and that was really, really helpful.

            –Parent 10, mother of a 7-year-old child
Someone with expertise: To provide effective support around 

communicating with their child, health professionals must 1) be 
knowledgeable about 22q11DS and 2) develop and maintain a 
trusting relationship with the parent(s). Nearly every parent had 
previously interacted with a health professional that “had no clue 
about 22q,” which eroded parents’ trust in the health professional 
and their ability to provide tailored, relevant support to their child.

“I know that I’m taking my daughter to somebody who understands 
the complexities and the multifaceted, not approach but the vari-
ous things that 22q affects as opposed to just the psychological 
aspect.”

             – Parent 6, father of 7-year-old child

Discussion and conclusion

Discussion

We developed a theoretical model that describes parents’ 
perspectives on the process of communicating with their 
child about the psychiatric manifestations of 22q11DS 
in which communication is an ongoing process where 
dynamic contextual factors act as motivators or barriers to 
communication.

Though we found no previously published work on this 
specific topic, most elements of our model are robustly sup-
ported by data from studies in related areas (as described 
below), and by an (as yet) unpublished thematic analysis 
study of communication in the context of 22q11DS (Filiaggi 
et al., in preparation). However, our model combines these 

elements together in a novel manner that describes the pro-
cess of communication in families.

Our finding that parents viewed communication with 
their children as an ongoing iterative process is supported 
by other studies examining parents’ experiences of com-
municating with their children about a genetic condition 
within the family (Metcalfe et al. 2008; Rowland and Met-
calfe 2013). Similarly, with regard to the contextual factors 
we identified: uncertainty has been cited as a barrier for 
parents of children with sex chromosome aneuploidies in 
disclosing these diagnoses to their children (Dennis et al. 
2015); parents’ desire to normalize their child’s psychiatric 
risk is supported by several pieces of other work (Forrest 
et al. 2008b; Plumridge et al. 2011; Metcalfe et al. 2011; 
Rowland and Metcalfe 2013), as is our related finding that 
parents’ reluctance to talk about psychiatric risk was often 
driven by desire to protect their children (Gallo et al. 2005; 
Forrest et al. 2008b; McConkie-Rosell et al. 2009; Metcalfe 
et al. 2011; Wiens et al. 2013; Suwannachat et al. 2020). 
Several elements of our model (sense of control, sense of 
capability) relate to empowerment—which is a core focus 
of clinical genetics services that aim to facilitate family 
communication (Mcallister et al. 2008, 2011a, b). While 
other work supports the concept that current symptomol-
ogy affects perception of risk (Smith et al. 2002; Stuttgen 
et al. 2018), our connection of this to impact communication 
is more novel. Similarly novel is the relationship we identi-
fied between the degree to which a condition is part of one’s 
identity and communication.

The three intersecting components of content, process, 
and outcome that comprised the act of talking about psy-
chiatric manifestations of 22q11DS also have support in the 
literature. The ideal timing for talking to their children about 
their genetic condition is a main consideration for parents, 
both in our study and in the literature as a whole (Gallo et al. 
2005; Metcalfe et al. 2008, 2011; Wiens et al. 2013; Dennis 
et al. 2015; Suwannachat et al. 2020). Parents considered 
both their child’s overall stage of cognitive development and 
their ability to comprehend the information discussed (Met-
calfe et al. 2008). Klitzman et al., referring to Huntington 
disease risk disclosure within families, claim that decisions 
to disclose genetic information are influenced by life cycle 
and medical course (Klitzman et al. 2007). This seems to 
also fit with our study population in that many parents con-
sidered the teen years, a time when a child might be gaining 
independence but also when their chances of developing a 
mental illness might be more imminent, was an appropri-
ate time to broach this topic with their child. The difficulty 
parents experience with the content of a conversation with 
their children about genetic risk is reported in other stud-
ies (Rowland and Metcalfe 2013; Suwannachat et al. 2020). 
Parents’ concerns about the outcome of a conversation with 
their child (i.e. what supports were available to their child) 
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are also supported by other pieces of work (Vo et al. 2018; 
Suwannachat et al. 2020).

As in previous studies, our participants identified an overall 
lack of support and guidance from health professionals to aid 
parents in the process of communicating with their children 
about genetic risk (Klitzman et al. 2007; Forrest et al. 2008b; 
Plumridge et al. 2011; Metcalfe et al. 2011; Mendes et al. 
2016), and wanted health professionals to be directive with 
regards to the words to use in these conversations(Dennis et al. 
2015; Suwannachat et al. 2020). As other authors have pointed 
out (Mendes et al. 2016), it would seem concrete examples of 
potentially useful language might be of great benefit to parents. 
It has also previously been acknowledged that families would 
benefit from ongoing support and genetic counseling through-
out their child’s life (Bassett et al. 2011; Hart et al. 2016; Rizzo 
et al. 2020) and that parents wished to have support from some-
one who was knowledgeable on the multi-faceted aspects of 
22q (Hart et al. 2016; Rizzo et al. 2020).

Conclusion

We generated a theoretical model which visually represents 
the process a parent might go through when considering 
initiating a conversation about the psychiatric manifestations 
of 22q11DS with their child. The individual elements of 
our model are robustly supported by data from other stud-
ies in related areas. However, the modeling of the way the 
elements interact is novel and potentially useful clinically.

Practice implications

This model may help equip genetics professionals to bet-
ter support families in communicating effectively about 
this issue with their children, in order to improve health 
outcomes and family adaptation to 22q11DS. Indeed, ado-
lescents who are at risk for psychosis have reported that 
discussion of their risk status acted to normalize pre-psy-
chotic experiences and self-perception, and left them feel-
ing reassured (Welsh and Brown 2013). Specifically, this 
model could help health professionals to better understand 
the experience of parents contemplating discussing their 
child’s diagnosis with their child. The model may also serve 
to assist parents in conceptualizing their own thoughts in a 
way that would facilitate further communication with their 
child.

Psychiatric disorders are commonly associated with 
genetic conditions (du Souich et  al. 2009); therefore, 
our findings may be generalizable beyond the context of 
22q11DS to other genetic conditions where psychiatric 
manifestations occur. Although an organizing model has 
value in that it acts as a parsimonious explanation of parent 
child communication and can act as a bridge to alterations 

in clinical practice, it is important to also focus on interven-
tion strategies that would be helpful and feasible from the 
parental perspective. The suggestions from parents provided 
in this study could be used to help inform clinical practice 
in this area.
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