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Outline

• Brief review of the genetic diagnostic odyssey 

• Impact of a diagnosis on the family

• Components to consider when giving difficult news

• Providing support after the diagnosis



Diagnostic Odyssey

• The diagnostic odyssey or journey, begins at the time 
that there is a suspicion of an underlying medical or 
developmental concern in the child, not just at the time 
of disclosure of a diagnosis.

• Providing information and support to parents as they 
navigate the diagnostic journey from before, during, 
and after receiving a genetic diagnosis is essential to 
parental satisfaction and adaption to difficult news.

DiagnosisSuspicion Adaptation



Background

• The realization that your child may have significant 
medical and/or developmental problems can cause 
significant stress and anxiety for parents.

• This can be associated with poorer parental 
psychosocial functioning, coping, and adaptation, 
which can in turn impact the child’s overall health, well-
being, and developmental and behavioral outcomes. 

• How that stress is managed in the initial phases of 
receiving a diagnosis can impact long-term coping and 
adaption to their child’s disability or diagnosis



"You get all this support...for their health, but 
you don't get any support...to go...'You might 
need to talk to a psychologist or a counsellor 
or a support network'...The emotional side of 

that's really difficult." 

Douglas et al 2016



Benefits of an early diagnosis

• Many studies have demonstrated the importance of 
having an early and confirmed genetic diagnosis in a 
child.

• Benefits include:

• Tailoring medical management, supervision, and referrals to 
other subspecialists based on the diagnosis

• Receiving prognostic information about what to expect 
developmentally and medically as the child gets older

• Obtaining access to social support networks and services

• Facilitating connections with other parents who have children 
with similar conditions



"...talking to other mums...with kids with 
disabilities is the best because then you just 

tell it like it is...you can be truthful and 
honest...because...you're on completely the 

same wave length." 

Douglas et al 2016



Parental needs and challenges

• Parents report the need for emotional support, 
information about the condition, and connections with 
other parents

• Additional challenges if the underlying genetic 
condition is very rare, there is little known about the 
condition, or if the condition is a newly discovered 
neurodevelopmental syndrome.

• "There wasn't a whole lot of information on it so it was 
still, kind of, hard to understand and there's no name 
for it, so it was hard to, like, how to explain it to people. 
What do I call it?" 

Inglese et al 2018



“Bad” vs “Difficult” news

• “Bad news” – defined by Buckman (1992) is any 
news that drastically and negatively alters the 
patient’s view of his or her future.

• The term “bad” invokes a negative connotation > 
“Difficult” news

• Breaking difficult news to a family is one of the 
most difficult, yet common, challenges for medical 
geneticists and genetic counselors.



Patients’ Reactions

• Families are grieving loss of healthy child.

• Mourning loss of dreams and future of family.

• Concurrently need to make care decisions etc.

• Allow parents control, dignity, and respect. This is a time at 
which parents feel a loss of control – conduct the discussion so 
that parents can maximize feelings of control.

• Consider family dynamics. Each individual in the couple will 
have different thoughts, reactions, etc. Try to help each as 
individuals, and the dyad as a unit to deal effectively with the 
situation. 



Reaction to difficult news

• Emotional reactions of patients, parents, families 
vary between and within individuals of the same 
family and are constantly changing.

• Grief reactions may consist of:

• Shock
• Isolation
• Anger
• Denial
• Resolution
• Sadness
• Guilt



"It was the diagnosis (at 4 years) that triggered 
me. Basically, once I got the diagnosis, I was 

able to get through it, the grieving process, and 
once that was done I was able to get 100% on 

board with what I needed to do, supporting her 
and motivating her." 

Makela et al 2009



Reaction to difficult news

• Some families may express relief if they’ve been 
searching for a diagnosis for years.

"And so it was just a relief and a confirmation, and I kind 
of felt like in one sense a door had closed - and I was glad 
that it had, you know, the quest of trying to find 
something out - the quest had stopped. And now a new 
door was open and it's kind of like okay, so now I know 
who our community is. Now I know, even though they're 
few and far between, I kind of know who we belong to 
now." 

Inglese et al 2018.



Breaking difficult news

• How difficult news is discussed can affect the patient’s 
comprehension of information, satisfaction with 
medical care, level of hopefulness, and subsequent 
psychological adjustment.

• Yet studies show that many individuals are still 
dissatisfied with their interaction with their healthcare 
professional when given bad news.  

• The families may not remember all of the medical details, but 
they often are able to recall their emotions and feelings at 
time of diagnosis.

• They will still carry with them memories of how you regarded 
their baby. 



"...and this is what I remember, blah blah blah it is 
not fragile X blah blah at least now there will be 

funding blah blah blah and that is all I heard. I felt 
drunk and disoriented. The room elongated and the 

colors exploded. I stumbled out of there with a 
cytogenetic report and I spent 3 days on the 

computer, straight with no sleep, to try and get 
information. It was a horrible thing and OK I have 

this and now I have to find others. If I had gotten two 
pieces of paper, the cytogenetics report and a page 
with support groups and information, I think people 

can educate themselves." 

Makela et al 2009



Increased parental satisfaction

• Factors that have been identified as being related 
to increased parental satisfaction include: 

• Having the healthcare provider show empathy and 
compassion when giving difficult news

• The certainty of the diagnosis

• Being provided written information on the condition

• Offering to connect with other parents of children with 
similar conditions

• Outlining steps for further follow-up.



Goals

• Help the family comprehend the medical facts.

• Facilitate decision making

• Provide grief counseling

• Provide supportive counseling



Important Details

• Confirm the diagnosis

• Never discuss results without a written report!

• Clarify any ambiguous results 



Breaking the news (Guttmacher)

• Just do it. 
• You are starting a process, not completing a one-time task. 
• If possible, have baby and both parents present. 
• Touch the baby; treat the child as an individual, not a 
diagnosis.

• Minimize interruptions and unnecessary individuals. 
• Be knowledgeable, but do not overwhelm with facts. 
• Be appropriately certain but allow parents to take time to 
believe. 
• Silences are appropriate. 



Breaking the news (Guttmacher)

• Discuss others' reactions and how one might deal with 
them. This can help prepare parents for how they will deal 
with grandparents, neighbors, coworkers, etc. 
• Explain causation. Ask parents what they think caused their 
child's problems. 

• Express confidence in parents' abilities. 
• Let them know they are not alone. 
• Summarize and restate key information. 
• Come back or provide further access. 
• Provide the family time alone to be a family. 



SPIKES: 6-step protocol

• Baile et al (2000): Group of oncologists developed a 
protocol for breaking difficult news.

• Stress key communication techniques that facilitate 
the flow of information, while addressing patient’s 
emotions and reactions.



SPIKES

S: Setting up the interview

P: Assessing the patient’s Perception

I: Obtaining the patient’s Invitation

K: Giving Knowledge and information to the patient

E: Addressing the patient’s Emotions with empathic 
responses

S: Strategy and Summary



Step 1 – The set up

• Mental rehearsal – review plan and how you will respond to 
patients’ emotional reactions or difficult questions.

• Arrange for some privacy – interview or consultation room

• Involve significant others – try to have both parents present

• Sit down- relaxes patient; sign that you are not in a rush; 
non-patronizing

• Establish rapport – make eye contact

• Manage time constraints and interruptions 



Step 2 – Assess their perception

• “Before you tell, ask”

• Use open-ended questions to see how the patient 
perceives the medical picture

• i.e: “What have you been told about ___”; “What is your 
understanding of why we ordered chromosomes?”

• You can correct misinformation and tailor the news 
to what the patient understands. 



Step 3 – Get an invite

• Try to get an understanding of how much 
information the patient/family would like at the 
time. 

• Can always follow-up with another visit or phone 
call to explain things in more detail and for further 
discussions. 



Step 4 – Share knowledge

• “Warning” the patient that difficult news is coming 
may lessen the shock

• i.e. “I have some difficult news to tell you…”

• Start at the level of comprehension and vocabulary 
of the patients

• Try to use non-technical words

• Avoid excessive bluntness

• Make it a dialogue, not a lecture.



Step 4 – cont.

• Give information in small chunks and check 
periodically to assess understanding 

• “Am I making sense?”

• “This may be overwhelming, but do you have questions 
right now?”

• Ask patient to repeat information

• Avoid excessively reassuring statements, yet 
provide a sense of hope.

• Present a positive view



Step 5 – Empathize 

• Responding to patient’s emotions is often very 
difficult for healthcare professionals.

• We may not be comfortable or confident in our 
ability to help the individual.

• Patients may interpret discomfort as lack of warmth 
or ‘not caring’



Step 5 – Empathize, cont.

• Sharp et al (1992) surveyed 189 parents of children 
with disabilities on receiving news.

• Parents overall preferences included the following:

• More communication of information

• Display of feeling from their physician

• More time allowed for parents to discuss the information 
and ask questions

• More expression of confidence in delivery 

• Parent-to-parent referral 



Step 5: Empathize, cont.

• Do not react defensively or personally to patient’s reactions

• Acknowledge strong emotions

• Look for the cause of anger/hostility

• Ask open ended questions

• “What concerns you most about this news?”

• Use  empathic statements:

• “I know this isn’t what you were hoping to hear”

• “Many other parents/patients have similar feelings and reactions”



Step 6 – Strategy and Summary 

• Patients who have a clear plan for the future are 
less likely to feel anxious and uncertain.

• Summarize clinical information and make a plan for 
next step – check understanding 

• Closing the session

• Ask about support system 

• Have patient repeat back information

• Make a follow up plan in agreement with family



Dent KM and Carey JC (2006) Am J Med Genet 142C: 173-179.



Components of a Result Disclosure 
Session

Setting  Have ample seating for everyone present. Standing may give the impression 
that the provider does not have time or is in a rush

 Identify a quiet, private location
 Minimize distractions (i.e. cell phones, pagers) and physical barriers (such as 

desks and tables) between the parents and providers
 Have both parents present if possible 

Information 
giving

 Review test(s) that were ordered and results
 Provide verbal and up-to-date written information regarding the diagnosis 

including:
o Genetic cause and inheritance (recurrence risk can be discussed at a 

later date pending parental discretion and/or family-planning)
o Prognosis
o Management/treatment options 
o Consensus or management guidelines (if available)

 Focus on abilities and what the child can and will be able to do, not just 
disabilities or anticipated medical/developmental problems that may occur

* Note that parents may vary in the amount of information they want at the 
initial disclosure session, so this should be tailored to their individual needs. 

Magoulas PL (in press)



Components of a Result Disclosure 
Session

Language  Limit use of medical terminology and jargon; use simple terminology
 Use child’s name 
 Use person first language (i.e. “Children with Down syndrome” rather than 

“Down’s children.”) 
 Show warmth, compassion, and empathy 
 Do not rush the disclosure - take time and pause for questions and understanding

Support 
and 
resources

 Provide support group information (if available)
 If newly described syndrome/very rare, review social media sites or encourage 

parents to connect with support groups related to a pertinent feature within the 
syndrome (i.e. epilepsy, heart defect, brain malformation, autism) or local Parent-
to-Parent organizations.

 Offer connections with other parents 
 Review research options or clinical trials (if available)

Next steps  Outline the next steps and follow-up plan (i.e. referrals, recommendations, 
additional tests, imaging, etc.)

 Provide resources on services that may be available (i.e. early childhood 
intervention, disability services, educational planning)

 Summarize the information provided and solicit additional questions or provide 
clarification

 Offer to follow-up via phone or electronic communication within 1-2 weeks for 
informal check-in with family. 



After the diagnosis

• During the disclosure session, the amount of 
information provided to parents may be welcome 
to some but overwhelming to others. 

• It may take time for parents to absorb and process 
the information as it pertains to their child, their 
health, and their future. 

• We need to be aware of this next phase as parents 
transition from seeking a diagnosis to now caring 
for a child with a genetic condition. 



Parental Connections

• Connecting with other parents has consistently 
been recognized by parents as something they 
desire that is beneficial to their adaptation. 

• It can improve parental well-being by providing 
emotional support, receiving helpful advice, and 
alleviating feelings of isolation.

• Practical information with regards to disability, 
education, and therapeutic services that may be 
available to their children based on state/school 
district.



"You always have good friends and neighbors 
who will listen and are there but they don't 
walk in your shoes. You need someone who 

has walked in your shoes." 

Makela et al 2009



Supporting parents throughout the 
genetic testing process

Magoulas (in press)



Non-diagnostic results

• A majority of the patients that receive genetic testing 
may not receive a genetic diagnosis despite a clinical 
suspicion for an underlying genetic etiology.

• Since parents have stated that they prefer certainty in 
the diagnosis which helps them gather information, 
connect with other parents, and start the path towards 
coping and acceptance, if a diagnosis is unknown, this 
process may be delayed. 

• In one study that assessed the parental responses to 
non-diagnostic exome sequencing, parents reported 
initial disappointment, frustration, and fear, yet 
eventually moved towards acceptance and satisfaction.

Werner-Lin et al, 2018



Ethno-cultural sensitivities

• Many of the studies have evaluated parental reactions 
to receiving a genetic diagnosis and the psychosocial 
and emotional needs in parents or caregivers who were 
English-speaking. 

• Without having data on the experience, emotional, 
coping, and support needs of parents who speak other 
languages, we are left to extrapolate and generalize 
information to other cultures, ethnicities, and 
ancestries who may not speak English fluently. 

• This is a disservice to these families whose needs may 
or may not be similar to those of primarily English-
speaking families. 



Other family members

• The impact of a genetic diagnosis does not just affect 
the patient and parents, but also extended family 
members. 

• Awareness by providers of how the genetic diagnostic 
experience and receipt of a new diagnosis can impact 
siblings, grandparents, and other family members 
should be acknowledged and addressed. 

• Syndrome-specific resources, other types of written 
materials, such as children’s books or disorder guides, 
and social support resources exist for siblings and 
grandparents of children who have a genetic condition.



Closing thoughts

• Receiving a diagnosis is a life-changing event for all family 
members.

• Supporting families throughout the process is a dynamic 
process between provider and parents that begins as soon 
as there is a concern in the child that warrants a genetics 
referral and continues long after the diagnosis has been 
made.

• Giving a genetic diagnosis requires a special skill set that 
should take into account the setting, language used, 
provider empathy, dissemination of balanced information, 
and facilitation of parent-to-parent connections.

• Parents have stated that they specifically want more 
information that presents a more positive or hopeful view of 
their child and diagnosis. 



Closing thoughts, cont.

• Give parents the time and space to express their 
emotions, validate their feelings, and provide support 
and guidance as they navigate this process.

• There may be times when the clinician suspects that 
one or both parents may benefit from formal 
counseling or therapy outside of their scope. If so, then 
referrals to external counselors or therapists may be 
indicated.   

• There may be fear and uncertainty as they navigate this 
new territory, thus, having providers who are able to 
provide hope and ongoing emotional and informational 
support can help ease this transition and positively 
impact the parental diagnostic experience.  



"You always hoped she would get better and 
now we can move on from that - now we 
know it is all about care and not repair. It 

makes a big difference in my focus and worry 
and stress." 

Makela et al 2009



Thank 
You!

Email: 
magoulas@bcm.edu

mailto:magoulas@bcm.edu

