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Abstract

Objective—To develop and pilot test a palliative care intervention for family caregivers of 

children with rare diseases (FAmily-CEntered pediatric Advance Care Planning-Rare (FACE-

Rare)).

Methods—FACE-Rare development involved an iterative, family-guided process including 

review by a Patient and Family Advisory Council, semistructured family interviews and adaptation 

of two evidence-based person-centred approaches and pilot testing their integration. Eligible 

families were enrolled in FACE-Rare (the Carer Support Needs Assessment Tool (CSNAT) 
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Approach Paediatric sessions 1 and 2; plus Respecting Choices Next Steps pACP intervention 

sessions 3 and 4). Satisfaction, quality of communication and caregiver appraisal were assessed.

Results—Parents were mean age 40 years, and children 7 years. Children’s diseases were 

rare enough that description would identify patients. All children were technology dependent. 

Telemedicine, used with four of seven families, was an effective engagement strategy and 

decreased subject burden. Families found FACE-Rare valuable following a strategy that first 
elicited palliative care needs and a support plan. Eight families were approached for pilot testing. 

Of the seven mothers who agreed to participate, six began session 1, and of those, 100% 

completed: all four FACE-Rare sessions, baseline and 2-week postintervention assessments, and a 

written pACP which described their preferences for medical decision-making to share with their 

providers. 100% reported FACE-Rare was helpful. The top three CSNAT concerns were: knowing 

what to expect in the future, having enough time for yourself and financial issues. Benchmarks 

were achieved and questionnaires were acceptable to parents and thus feasible to use in a larger 

trial.

Conclusions—FACE-Rare provides an innovative, structured approach for clinicians to deliver 

person-centred care.

INTRODUCTION

Paediatric patients with rare diseases represent a significant proportion of those with life-

limiting illnesses in paediatric hospitals.1 Family caregivers (herein referred to as ‘families’) 

are expected to provide a level of care once reserved for hospitals.2 Due to the uncertainty 

surrounding a rare disease prognosis, including the likelihood of parents being asked 

to make complex medical decisions for their child during medical crises, rare diseases 

exact a severe emotional toll on families.2 Pediatric Advance Care Planning (pACP), a 

key component of paediatric palliative care, is a person-centred decision-making process 

which involves reflection, understanding and discussion about goals of care and future 

medical care choices, before a medical crisis.3 As with all complex chronic conditions,4 

children with rare diseases have less predictable clinical trajectories, which may contribute 

to disparities in intensity of inpatient end-of-life care for these conditions. The gap in pACP 

and end-of-life care conversations may be contributing to higher intensity end-of-life care.5 

Furthermore, children with rare diseases have been excluded from palliative care research 

due to their heterogeneity and comorbidities,6 thereby contributing to health disparities. 

Available research lacks scientific rigour.7–18 Few interventions exist to ease the suffering 

of these families19 or to support communication about end-of-life treatment preferences. 

Only one empirically validated intervention exists to address these challenges: a 5-day 

government-supported residential Swedish intervention which empowers parents to manage 

their child’s rare disability,19 but does not address pACP.

To determine if families wanted to participate in a pACP process, and, if so, how, two 

models were considered. The first model, tailored for the population of adolescents living 

with HIV and cancer, the Family-Centered (FACE) pACP, incorporates Respecting Choices 
Next Steps (NS) pACP conversation.20 FACE pACP demonstrated increased communication 

about end-of-life treatment preferences; decreased disease-specific symptoms21; and 

improved patient and family satisfaction, even as conversations elicited strong emotions.22 
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The second model is the Carer Support Needs Assessment Tool (CSNAT) Approach, tailored 

for adult family caregivers.23–25 This person-centred/family-guided approach facilitates 

families’ prioritisation of their needs in the caregiving role. Adult trials demonstrated 

significant reductions in family strain,23–25 initiation of ACP conversations,26 adequacy of 

end-of-life support and achievement of preferred place of death.27 However, clinicians may 

be reluctant to introduce pACP for children with life-limiting conditions, fearing families 

will not be comfortable talking about pACP.28

For a number of reasons, the FACE pACP model needed further development. First, 

the proposed adaptation targets family caregivers, not adolescent patients. Second, this 

adaptation is for children with ultrarare diseases who are unable to communicate their 

treatment preferences. Third, there are legal protections in the USA on the completion 

of advance directives by parents of physically disabled persons and associated ethical 

challenges.29 Fourth, as will be discussed, families indicated they did not want to participate 

in pACP until after prioritised palliative care needs were met. Fifth, families of children with 

rare diseases often have extensive experience making decisions for their children, unlike 

families from our previous studies. Sixth, the ultimate goal is family-caregiver outcomes, 

particularly the effect of the intervention on family caregiver strain, given high caregiver 

strain is associated with higher overall mortality for family caregivers of older adults.30

Objectives were: (1) to develop/adapt a pACP intervention for families of children with rare 

diseases through a community-based participatory process; (2) to elucidate family-identified 

palliative care needs; and (3) to pilot test the feasibility and acceptability of an integrated 

FACE-Rare pACP intervention.

METHOD

Phase I: consultation with key stakeholders

The adaptation and development of the FACE-Rare intervention began by using an iterative 

process which included a review of the scientific literature, interviews with key stakeholders 

and adaptation and integration of two existing evidence-based programmes (the CSNAT 

Approach and the Respecting Choices NS pACP conversation) to meet the family-identified 

needs.

Patient and Family Advisory Council—In October 2016, the first author (MEL) 

requested permission to present and discuss a proposal to study pACP with families 

of children with rare diseases at the Patient and Family Advisory Council (P-FAC) at 

Children’s National’s monthly meeting. P-FAC members included families whose children 

have been or are being treated at Children’s National, as well as staff members who 

partner to provide patient and family-centred care. P-FAC members were asked if pACP 

was appropriate for this patient population and families. They were particularly interested in 

the impact on access to pACP for all children and families. Three parents of children with 

a rare disease from P-FAC volunteered to meet with the first author to complete open-ended 

interviews conducted at a later date.
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National Organization for Rare Diseases—Next, the Director for National 

Organization for Rare Diseases was contacted and connected us with two members who 

volunteered to provide feedback about adapting FACE pACP. An open-ended telephone 

conference call was conducted; the participants were enthusiastic about the value of 

proactive, non-crisis-driven pACP and goals of care conversations, and offered to assist 

with the creation of information tools.

Myelin Disorders Clinic at Children’s National—A convenience sample of two 

consecutive families whose child met eligibility criteria were asked by their physician 

during a clinic visit if they would be interested in meeting with the first author about a 

research project. Both families agreed to be interviewed that day. Face-to-face unrecorded, 

semistructured interviews indicated resistance to participating in pACP, until other palliative 

care needs were met. Families were visibly overwhelmed and appeared terrified about their 

child’s future quality of life. These consultations revealed the importance of addressing 

family-prioritised needs prior to pACP. Consistent with findings in the literature, families 

wanted a gradual approach to pACP, which keeps all options open.31 Semistructured 

interviews with three P-FAC families confirmed these findings.

Phase II: programme development

Family palliative care needs assessment—A literature review identified only one 

evidence-based caregiver needs assessment process, the CSNAT Approach for adult family 

caregivers.23–27 CSNAT adopts a screening format structured around 14 broad support 

domains. These domains fall into two distinct groups: those that enable the caregiver to care; 

and those that enable more direct support for caregivers. Four response options indicate the 

extent of support requirements, from ‘no more’ to ‘very much more.’ The CSNAT Approach 

has five stages outlined in table 1, sessions 1 and 2. We invited four families who have 

a child with a rare disease, two patient care advocates and two employees, and a clinical 

psychologist with expertise in the field to review the CSNAT for its appropriateness for 

paediatrics. Each was sent a copy of the tool by email for review. A conference call was 

scheduled to discuss the recommended changes. Two modifications were made. The word 

‘relative’ was changed to ‘child’; and two items were added: ‘…taking care of others in 

the home (eg, siblings, aging parents and grandparents)’ and ‘strengthening/ preserving your 

relationship with your spouse or partner’. This increased the number of items from 14 to 16. 

On stakeholder revision approval, the changes were discussed with the CSNAT developers 

who approved the changes. Investigators received a license to test the CSNAT Paediatric, a 

pretraining materials and a 5-hour webinar training led by the CSNAT developers.24

Goals of care conversations and pACP—These same four families and two rare 

disease physicians reviewed the Respecting Choices NS pACP conversation, which was 

developed, pilot tested and implemented at a large mid-western health system with 

parents of children with life-limiting illnesses.20 This new application resulted in updated 

conversation guide language and the use of a pACP document which maintains the original 

five stages outlined in table 1, sessions 3 and 4. The pACP document and conversation 

guide have not been empirically tested. Due to the complexities surrounding the protection 

of disabled children,29 this pACP document was reviewed and approved by legal counsel 
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and clinical experts. Modifications made to the pACP document by families included: 

adding instructions for providers; replacing the term ‘in the event of a serious complication’ 

with ‘medical crisis’; adding goal statements to each option with additional space to write 

instructions specific to their child; and adding an option to include preferred place of death. 

Lastly, the pACP conversation was divided into two sessions to give the families a chance to 

reflect on the pACP document.

The adapted FACE-Rare model—Implemented either in person or via telemedicine, the 

goals and processes of the integrated four-session FACE-Rare intervention are outlined in 

table 1. Sessions 1 and 2 focused on caregiver needs, using the CSNAT Paediatric. In session 

1, caregivers rated their needs across 16 domains, ranked the three highest priority needs 

and developed a shared action plan to address those needs with the facilitator. In session 

2, caregivers debriefed with the facilitator to discuss the process and barriers. Session 3 

used the Respecting Choices NS pACP conversation to discuss caregivers’ life experiences, 

values and beliefs, and goals of care for future healthcare decisions. Session 4 provided the 

opportunity to create a written plan for their child, which could be shared with the primary 

care team and included in the child’s medical record. Sessions 3 and 4 were videotaped for 

fidelity purposes and transcribed by volunteer graduate students for qualitative analysis.

We then tested the combined integration of these two validated interventions. FACE-Rare 

families participated in four 45–60 min sessions scheduled approximately 1 week apart. 

Attendance was recorded. Enrolled participants did not receive any monetary or other 

compensation.

Phase III: feasibility and acceptability

Pilot testing of FACE-Rare was conducted from October 2017 to January 2018 by trained 

facilitators using a pre-post test design. We identified eight potential families from the 

Complex Care Program of Children’s National who met the initial eligibility criteria. Child 

inclusion criteria were: diagnosed with a rare disease; ages ≥1 year ≤21 years; not in foster 

care; unable to participate in healthcare decision-making; waiver of assent; consent from 

legal guardian; and not diagnosed with autism, cancer, cystic fibrosis, Down syndrome, 

HIV, Duchenne muscular dystrophy, sickle cell disease and rare paediatric cancers. The 

latter disorders were excluded because disease-specific interventions are available. Inclusion 

criteria for families were: legal guardian and family caregiver of child with rare disease as 

defined above; aged 18 years or older; ability to speak and understand English; absence 

of severe depression,32 33 active homicidality,33 suicidality,33 or psychosis33 determined at 

baseline screening; not known to be developmentally delayed; signed waiver of assent for 

their child; and consent to participate. Families were encouraged to bring a support person 

with them.

Measures

Immediately following each session, satisfaction and quality of communication 

questionnaires were administered by an investigator, who was not a facilitator. Outcome 

measures were administered at baseline and approximately 2 weeks after intervention.
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Demographic data form was administered by a trained investigator to obtain family-reported 

sociodemographic information. Medical data were obtained from data abstraction of the 

electronic health record.

Primary outcome—Family Appraisal of Caregiving Questionnaire for Palliative Care.34 

Family caregiver’s self-report of caring for the child/patient in the past 2 weeks. There 

are four subscales. Two subscales, Caregiver Strain and Caregiver Distress, have proven 

sensitive to the CSNAT intervention in adults.25 26 Scores on this subscale have excellent 

internal consistency (Cronbach’s alpha=0.86). Twenty-five items.

Process outcomes—Satisfaction Questionnaire was developed for the FACE study22 and 

was administered immediately after all four sessions. Items rated responses to each session, 

such as ‘hurtful’ or ‘worthwhile’ on a 5-point Likert scale from ‘Strongly Disagree’ to 

‘Strongly Agree’. Higher scores indicate higher satisfaction. Thirteen items.

Curtis’s Quality of EOL Communication Questionnaire35 evaluated the quality of 

communication regarding FACE-Rare between the family and the facilitator. The revised 

5-item questionnaire was used.36 Four items determine the quality of family–facilitator 

communication, rated on a 3-point Likert scale from ‘No’ to ‘Definitely Yes’. The fifth 

item asks for an overall evaluation of the participant’s satisfaction with the quality of 

communication with the facilitator. Higher scores indicate higher quality of communication. 

Good internal reliability has been reported (Cronbach’s α=0.81).36 Five items.

Analysis—Data were entered into a REDCap data base. Data were summarised 

using descriptive statistics, as significance testing was not feasible. These characterised 

demographic data, per cent enrolment, attendance, retention and completeness of data. 

Means and range for study questionnaires were calculated at baseline, immediately after 

session and approximately 2 weeks after intervention. Family-identified primary palliative 

care needs collected during session 1 were written down at the time of the interview by the 

facilitator onto a standardised CSNAT form. A support action plan was then created by the 

family and written down by the interviewer onto a standardised form to be reviewed during 

session 2. Interview data from sessions 3 and 4 were videotaped, transcribed, deidentified 

and are currently being analysed qualitatively for future publication.

RESULTS

Participants

All initially eligible families were approached (n=8). Target enrolment was 10, but we 

stopped enrolment for lack of time and resources. One mother declined and one was lost 

to follow-up after baseline assessment. No one was excluded from participation because 

of ineligibility. Six families completed the four-session intervention and follow-up session. 

Two mothers brought the child’s father as a support person for the completion of goals of 

care conversation and pACP document, and their child was present for most of the interview. 

In two cases sessions 3 and 4 were combined into one study visit, per family request.
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Parents were aged 30–50 years with a mean age of 40.4 (SD=7.7), 100% female, 57% 

Caucasian, 43% income equal to or lower than the federal poverty level and 71% married. 

Children were aged 2–12 years with a mean age of 6.7 years (SD=4.0). Children’s diseases 

were rare enough that description would identify patients. Six of the seven children had 

seizure-related disorders. See table 2 for technology dependency details.

Benchmarks

We achieved the predetermined benchmarks: ≥50% enrolment of eligible families, 86% 

enrolled; ≥80% attendance, 100% of those who started session 1 completed all four sessions; 

and ≥85% retention, 86% of families completed the 2-week follow-up assessments. All 

six families also completed a written pACP, describing in detail their current preferences 

for medical decision-making should their child have a critical health event. Families were 

encouraged to share the written pACP with their child’s healthcare team.

Palliative care needs and family-initiated support plan—Priority palliative care 

needs were rank ordered from highest to lowest on the CSNAT. The top three concerns were: 

knowing what to expect in the future, having time to yourself and financial issues (see figure 

1). Numbers are too small to explain meaningfully by other criteria. During the CSNAT 

session, the facilitator provided support and information, and discussed the family-identified 

concerns. Families were asked to prioritise two to three domains and create an action plan. 

Approximately 2 weeks later, families returned, or were contacted through telemedicine, to 

review their action plan. See table 3 which describes the family-identified priorities, action 

plan and plan review. Qualitative data were also captured. Families stated they were ‘living 

on the precipice’ and in a state of ‘perpetual grief’. They were isolated from earlier social 

supports, such as their church, as their child lived years longer than the original prognosis, 

and the level of social supports initially provided could not be sustained. All regarded 

themselves as experts in the care of their children.

Satisfaction and quality of communication—Ratings of each session (n=26 ratings) 

indicated sessions were helpful (100%) and useful (100%) for all families. Sessions were 

also emotionally intense for some, for example, scary (8%) or sad (27%). None reported 

finding any of the sessions harmful. See table 4. Quality of communication ratings between 

the facilitator and the family caregiver were very high for all sessions. All felt the facilitator 

cared about them, although not necessarily that their attitudes were known by the facilitator 

(see table 4). An exemplar quote following session 2: ‘I felt she [facilitator] was encouraging 

and validated work I started to reach my goals. It’s not often you hear the encouragement.’

Caregiver appraisal—Mean positive caregiver appraisal increased from 4.5 (range 3.6–

5.0) to 4.7 (range 3.9–5.0). Family well-being increased from 3.9 (range 2.5–4.7) to 4.1 

(range 3.2–5.0). Mean caregiver strain increased from 3.1 (range 1.4–4.3) to 3.6 (range 

2.8–4.3). Mean caregiver distress increased from 2.5 (range 1.3–4.0) to 2.9 (1.8–4.3) at 2 

weeks after intervention. The sample size is too small to interpret.

Future iteration—Families recommended combining sessions 3 and 4 into one visit with a 

short break, especially if this coincided with their child’s medical visit.

Lyon et al. Page 7

BMJ Support Palliat Care. Author manuscript; available in PMC 2023 November 01.

A
uthor M

anuscript
A

uthor M
anuscript

A
uthor M

anuscript
A

uthor M
anuscript



DISCUSSION

The development of the FACE-Rare intervention is the first step in providing a structured 

and individualised approach for family caregivers of children living with rare diseases. This 

meets the recommendations of the National Alliance for Caregiving2 to provide accessible 

and understandable information and to empower families in research development and 

adaptation to best meet self-identified needs. Families took the time and reliably completed 

the baseline and follow-up questionnaires, in addition to attending all FACE-Rare sessions. 

Study participation was not too burdensome, despite interruptions by alarms from the 

children’s technology. The adaptation of the sessions to be culturally sensitive through an 

iterative process of community review and involvement of consumers, key stakeholders and 

experts was successful. Training and certification were successful. pCSNAT results were 

consistent with findings in the adult motor neuron disease setting,25 where family caregivers 

reported gaining a sense of empowerment and a high priority for ‘knowing what to expect 

in the future.’ Future clinical trials will benefit from innovative data analytical techniques, 

which make it feasible37 to study this heterogeneous group of children. Such a seemingly 

difficult topic to broach was facilitated by the CSNAT process of regular conversations in the 

present study as well, as all families completed pACP following the CSNAT Approach.

One facilitator experienced a sense of powerlessness during the interviews and another was 

moved to tears, because of the depth of unmet needs and the difficult circumstances. Yet, 

families reported the experience useful and helpful, suggesting the FACE-Rare intervention 

provided families with visibility of support needs and gave legitimacy and permission 

to ask for help. Families felt cared about as assessed by the quality of communication 

questionnaire. This process likely increased readiness to participate in pACP, which itself 

provided some control in a low-control situation (empowerment), consistent with the 

studies’ conceptual framework of transactional stress and coping through problem solving.38 

Support for clinicians to cope with the emotional intensity of this work needs to be 

integrated into the model.

Study outcomes include a structured curriculum and training protocol. High medical care 

needs, frequent appointments and demanding family caregiving make it difficult to make 

the time for these discussions. Telemedicine, used with four of seven families, served as 

an effective engagement strategy and decreased subject burden. African-American fathers 

participated in creation of pACP. This is significant, as African-American male caregivers 

are rarely studied.39 Future studies should identify additional ways to encourage fathers or 

other support persons to be present for goals of care conversations and creation of pACPs.

FACE-Rare may fill the gap in pACP for families whose child has benefited from 

enhanced life-extending technology which has postponed the death of their ‘terminal’ child 

into adolescence. This is congruent with mortality data for non-cancer complex chronic 

condition-related deaths in the USA.40 This window provides the opportunity to explore 

the values and preferences of families during the interim to make decisions regarding goals 

and limits of care for their child40; and to communicate these plans to the healthcare 

team. FACE-Rare thus provides an innovative, structured approach for clinicians to deliver 

person-centred care.
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This study has limitations. The sample size is too small to make any inferences, but is 

appropriate for pilot testing. Selection bias existed by identifying families who might be 

interested in pACP, which can be addressed in a future randomised trial. The follow-up 

period for the CSNAT was too short to have enough time to put supports in place to 

alleviate the strain of parents. In clinical practice, clinicians can make the call about the 

best timing for follow-ups. Results are not generalisable. Target enrolment for pilot testing 

was 10 families, but resource limitations precluded this. Facilitators were expert nurses, 

so the facilitator skill set may not generalise. However, previous experience with training 

facilitators suggests it is realistic to certify interested facilitators to competency criteria.

CONCLUSIONS

Families found pACP conversations helpful, following a family-recommended strategy of 

first eliciting palliative care needs and creating a support plan. We are currently conducting 

research using the pCSNAT in a paediatric palliative care setting in Australia, which 

includes clinicians’ perspectives on the process. Research on FACE-Rare is needed (1) to 

assess the feasibility in a pilot randomised controlled trial (n=30 families); (2) to estimate 

the likely impact on caregiver outcomes; and (3) to study its value for strengthening 

clinician resiliency. If successful, an international randomised trial is planned. Concurrently, 

clinicians could use the pCSNAT as preparation for pACP conversations with parents about 

values and goals of care for their child when not in a medical crisis.
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Figure 1. 
The Carer Support Needs Assessment Tool (CSNAT) family caregiver/legal guardian: 

percentage of participants with needs (n=6).
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