










What information do you want from the family history?

ⓘ Start presenting to display the poll results on this slide.
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What is the underlying etiology?

ⓘ Start presenting to display the poll results on this slide.









Rank the order genetic investigation would you do?

ⓘ Start presenting to display the poll results on this slide.







Do you proceed with genetic testing?

ⓘ Start presenting to display the poll results on this slide.































https://devyser.com/blog/principles-of-qf-

pcr



Down syndrome human karyotype 47,XY,+21. 

Wessex Reg. Genetics Centre. Attribution 4.0 

International (CC BY 4.0)

https://wellcomecollection.org/works/wmcdanw6
http://creativecommons.org/licenses/by/4.0/
http://creativecommons.org/licenses/by/4.0/


Chromothripsis and ring chromosome 22: a paradigm of genomic

complexity in the Phelan-McDermid

syndrome (22q13 deletion syndrome). Kurtas et al. Journal Medical

Genetics. 2018



https://www.mrcholland.com/technology/mlpa/technique
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What testing do you do?

ⓘ Start presenting to display the poll results on this slide.
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You need to discuss a newborn's dysmorphic features with a new mother. What are your 
thoughts/feelings going into the interaction?

ⓘ Start presenting to display the poll results on this slide.



I feel confident talking to parents about dysmorphic features I have noticed in their newborn (rate 1-5).

ⓘ Start presenting to display the poll results on this slide.



Macbeth

Breaking “difficult” news

“my mind wandered to what I perceived as an anxiety-producing challenge: I had never been the one to present to 
a family the information on what I considered to be an overwhelming and serious diagnosis. In fact, I recollect being 
reasonably distracted during rounds by the upcoming event.”

“As I walked from the NICU to the Well Baby side, I had the sense of being unprepared; yes, I was ready to take care 
of the baby with cyanosis or hyperbilirubinemia, but this was a novel challenge.”

“I have only vague memories of walking in the room and exactly how I introduced myself to the family of this 12-hr-
old infant with presumed Down syndrome. My own cursory examination confirmed the clinical suspicion of my 
colleagues. I recall reporting a few sentences that related our concern of the diagnosis and perceiving a rather rapid 
change in the affect of both parents. I can still see their faces more than 30 years later.”

“My clinical guess now is that my own nervousness likely conveyed a lack of sensitivity or caring on my part. 
Whatever the case might have been, my memory of the parents' shock and particularly the anger in the father still 
stay in my imprint.”

“I do not really know if my own manner and presentation played a minor or significant role in this defining moment 
for these parents in 1973. What I do know and still am clear about is that as a second-year pediatric resident I had 
been given no instruction or guidelines as to how to rise to this occasion. The event was defining for me.”



https://pubmed.ncbi.nlm.nih.gov/20148936/

https://pubmed.ncbi.nlm.nih.gov/20148936/


Value words – “Bad” news

(1) Setting up the interview, 

(2) assessing the patient’s Perception, 

(3) obtaining the patient’s Invitation, 

(4) giving Knowledge and information to 
the patient, 

(5) addressing the patient’s Emotions with 
empathic response, 

(6) Strategy and Summary. 

SPIKES – 6 step-protocol (Baile et al., 2000) Bad news – inherent value in the title!

Who determines it is “Bad” news? 

“Difficult” news may better describe unexpected or 
unwelcome info

“situations where there is either
a feeling of no hope, a threat to
a person's mental or physical
wellbeing, a risk of upsetting an
established lifestyle, or a
message that is given which
conveys to an individual fewer
choices in his or her life.”
- Bor et al., 1993

“any news that 
drastically and 
negatively alters the 
patient's view of his or 
her future.” 
- Buckman 1992
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What could you do differently?

ⓘ Start presenting to display the poll results on this slide.
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How would you deliver a strongly suspected diagnosis of Trisomy 13?

ⓘ Start presenting to display the poll results on this slide.





A parent’s 
story –
Marianne

http://www.tellingstories.nhs.uk/index.php/edwards-syndrome/191-mariannes-story

http://www.tellingstories.nhs.uk/index.php/edwards-syndrome/191-mariannes-story


Lesson’s learnt: Mariannes story

"I was told that they were checking
for chromosomal abnormalities and

that they were sending off for FISH,
which we had no idea what that
meant at the time“

"He had Edwards…it was like 
the seas parting because 
everybody blanked him, they 
didn’t want anything to do 
with him".  

"When you hear your child’s going to die, you only need to 
hear it the once, you don’t need to be told it over and over 
again, because some people don’t think you’re actually 
listening to what they’re saying…I think that’s something 
that really needs to be heeded by the healthcare 
professionals….be very, very aware because we have to live 
with this for the rest of our lives and the choices we make 
have to fit with us very comfortably, to make sure that we 
know we’ve done everything possible for our child“

"It’s just….getting over that message of 
being positive, being realistic, letting 
families have hope not just try and whisk 
it away from them. People tried to do 
that with us, you know, ‘he’s going to die 
so why are you bothering?’ We’re all 
going to die so why do any of us bother if 
that’s the case?" 

"As humans we have a life
span, some shorter than
others, but not less
important"



Ashtiani et al. (2014). Parents' experiences of receiving their child's genetic diagnosis: A qualitative study to inform clinical genetics practice. AJMG164(6): 1496-1502. Doi: 10.1002/ajmg.a.36525



Parents Experiences

• A Need for Hope • A Need for a Broader 
Perspective

“I was just listening to [the geneticist] in shock 
but you know, when [s/he] said that [child] can 
go to school, just like normal, like you know, I 
felt like that's not so bad. You know, I was just 

like, not as broken-hearted.”

“They could have said… well, just love her, try to teach her. She'll 
learn something right? Would have been different hearing that… 

But what we kind of heard was like, she's not going to learn 
nothing or do nothing. Kind of give up hope on her kind of 

thing…”

“I came out of that feeling like,” so what 
does this mean? “Now what do we do? 

What is the implication not, dealing with 
not just, [child's] own physical health but 

what does it mean for us…”

“in lots of ways, ya, we're reminded about the preciousness 
of life and how, you know, how value can't be measured in 

terms of IQ, or, and [our daughter] is very unconventionally 
smart […] She understands lots of things, surprises us… I 

guess what I am saying is that it's good to be cautious 
about the language of this being a big tragedy. Because, 
there is a whole person there and uh, many good things 

can come of living with such an unusual person.”

Ashtiani et al. (2014). Parents' experiences of receiving their child's genetic diagnosis: A qualitative study to inform clinical genetics practice. AJMG164(6): 1496-1502. Doi: 10.1002/ajmg.a.36525







Value words – 
Dysmorphic/
dysmorphism

Dysmorphic

“Visible” 
difference to 

the norm

Negative 
connotation

Witchcraft/ 
cultural beliefs 

of causality

STIGMA
Guilt

e.g. smoking

Grief – 
Loss of normal 

child

Self-identity

Parents – do 
they see the 
difference?

Dissection of 
the individual

Parents – 
similar 

features?

Damage of the 
“essence” of a 

child

Trauma

“mis-shapen”



What feeling/meaning does the word "dysmorphic" bring to mind?

ⓘ Start presenting to display the poll results on this slide.





Navigating the space



What one thing have you taken from today's talk?

ⓘ Start presenting to display the poll results on this slide.



Professional Focus group as part of the SA Society for 

Human Genetics

Currently 31 practicing GC’s in SA – many do also offer 

electronic/tele-counselling

Directory of service providers available!

https://sashg.org/genetic_services/

What is GCSA

https://sashg.org/genetic_services/
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