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CHAPTER 4
Trisomy 18, how lethal is ‘lethal’?

M.A. Brouwer
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(Translation from Dutch Article) Original Title: ‘Trisomie 18: hoe letaal is letaal?’
Nederlands Tijdschrift voor Geneeskunde. 2017 Nov 20;161.
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Abstract

Should active treatment be available for children with trisomy 18? In the Netherlands, trisomy
18 is described as a lethal condition leading to death during or immediately after birth. The
Dutch course of action for trisomy 18 is termination of pregnancy, almost without exception,
or passive treatment without medical interventions. But that approach might be outdated. We
present a case that inspired physicians and parents to rethink the perception of trisomy 18.
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Introduction.
In 2014, two expecting parents presented to the Maastricht University Medical Center+
(MUMC+). They wanted to give their unborn daughter, who was suspected of having trisomy
18, the best possible chance of survival. Their request had already met with a lack of
understanding in several other hospitals. Why, the physicians had argued, treat a child with
trisomy 18, since this disorder is ‘incompatible with life’ according to the Late
Zwangerschapsafbreking en Actieve Levensbeëindiging pasgeborenen (LZALP: Termination
of Pregnancy and Active Termination of Living Neonates)1,2 regulations?
The parents persisted in their request. After initial hesitation, the MUMC+
neonatologists and gynaecologists agreed to supervise the pregnancy and provide active
neonatal management with treatment limitations. Elina was born and the parents had two
unforgettable weeks with their child.
This case got physicians thinking: they wondered whether it was a good thing to assume
that non-treatment or abortion are always the only options.
The course of the disease
After a 20-week ultrasound gives rise to the suspicion of foetal trisomy 18, one of the first
questions that the parents are asked is whether they want the pregnancy terminated. However,
these parents said from the beginning that they wanted their child to have a chance of survival.
Realizing this desire proved difficult. Based on the high likelihood of trisomy 18, the
hospitals that they initially approached did not comply with their request. Then they contacted
the MUMC+. After discussing the case, the perinatologists and neonatologists agreed to
monitor the birth to the best of their abilities (including performing a caesarian in the event of
foetal distress) and to offer active postnatal management with treatment limitations. The limits
of the treatment remained an issue in the discussion between the doctors and the parents.
Although the parents understood that their child would probably not live long, they
wanted to give her every opportunity. While the physicians felt the parents’ need, they also
knew that, in effect, trisomy 18 means ‘lethal’. They wondered whether they should burden the
child by treating her since she would die soon after birth. The mother says:
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Five per cent make it through the first year. Our child could have been among those five
per cent. However, no one ever gave me that option. To them, it was 95 per cent, which
they feel means everyone.
The clash between the two perspectives was clearly visible but the physicians slowly got used
to the parental desire. One of the things that the hospital agreed to was a caesarean section.
Christine Willekes, attending gynaecologist, explains why she agreed to this:
During my own training as a gynaecologist, I had a colleague who performed a caesarean
to deliver a child with trisomy at the request of the parents. At the time, I thought, ‘Why do
this when the child is going to die anyway’? He did it because the parents could not handle
the mental stress of giving birth to a dead child and of being denied the chance to say
goodbye with dignity and to share in their child’s life, no matter how short it would be.
That was an eye-opener for me. What ultimately counts is the parental distress.
In the end, a caesarean section was not necessary and Elina was born at 39 weeks (sooner than
the mother had wished). The parents experienced her birth as a joyful event. The gynaecologist
and the paediatrician monitored the child closely to ensure that optimal conditions were created
for the mother and child. After birth, Elina was transferred to the maternity ward. After
consultation, she was monitored but not given extra oxygen, despite the parents’ wishes. On
the first day she thrived, but then her oxygen saturation quickly declined, with deep drops. The
mother says:
On the third day, her saturation dropped from 80% to 60% and after one and a half days
it was at 50%, and I said: ‘I cannot cope with this, it is too emotional for me. I don’t know
whether she will die in my arms or not’. Every second, I had the feeling that she would
die.
At her wits’ end, the mother posted a cry for help on Facebook. A mother in Canada responded
and contacted a friend of hers, a physician at the University Medical Center Groningen
(UMCG). He contacted the physicians of the MUMC+, who subsequently revised the treatment:
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Elina was given oxygen and was transferred to the medium-care ward, where arrangements
were made for the parents to sleep with their child. Oxymetry and a nasal cannula resulted in
Elina remaining stable for a week. In consultation with the parents, it was decided that she could
go home, where she died at the age of two weeks.
Trisomy 18: no treatment or offering opportunities?
The course of Elina’s disease gives rise to two perspectives. On the one hand, the parents saw
a child with huge medical problems and opportunities. They wanted to give her the opportunity
to be with them for as long as possible. Although the physicians felt the parents’ desire, they
feared that active treatment would cause Elina to suffer. Their reluctance grew because the
treatment they were giving had never been attempted in the Netherlands. Mark van der Hoeven,
attending neonatologist, argues:
We came from a position that effectively means ‘We won’t do anything’. That was the
default and from that position, we made steps. However, we did not want to be faced with
the need of having to perform major heart surgery, for example, which would cause the
child much suffering. That would feel very disproportionate to me. You have to take a
position somewhere in between.
Proportional treatment is at the heart of the debate: the balance between burden (suffering) and
benefits (quality of life). The question of how much our interventions burden these children is,
therefore, directly linked with our assessment of the possible quality of their life. This issue has
two sides: the expected lifespan and the quality of life experienced by these children during
their lifetime.
Survival rate versus the Dutch policy
Recent statistics show that more than 10% of children with trisomy 18 currently live out their
first year. 3,4 If they have full trisomy 18, this percentage decreases to about 5%. Although it is
rare that children with trisomy 18 reach adulthood, this is increasingly the case.5 In addition,
active management appears to significantly increase their survival rate.6
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This contradicts the situation in the Netherlands, where offering active care has never
been a real option. In the Netherlands, pregnancy is terminated in 81% of cases. Between 1981
and 2010, only 60 babies with trisomy 18 were born alive.7 Elina’s parents’ search shows that
parents who want active treatment for their child will only find this in the Netherlands after
much difficulty.
An important cause of the reluctance of Dutch physicians may be the way in which
trisomy 18 is described in the LZALP regulations, the guidelines covering termination of
pregnancy. In these regulations, trisomy 18 falls into the first category: a disease which ‘based
on the available knowledge, will in all likelihood irreversibly lead to death during or
immediately after birth’ and which thus justifies late termination.8 This definition is based on
the 1994 opinion of the Dutch Obstetrical and Gynaecological Society (NVOG) on late
termination, which was incorporated into the LZALP regulations without significant changes
and which seems inconsistent with the survival rate of trisomy 18 patients as described in recent
literature. Whereas our understanding of trisomy 18 has grown over the past 22 years, the
regulations and the counselling based on them have remained unchanged. Perhaps it is time to
modify these regulations or to ensure that regulations which offer non-compulsory
opportunities do not lead to one-sided counselling. Christine Willekes believes that the
regulations may lead to stigmatization.
We are so convinced that these children fall into category 1, that the practical counselling
in these cases is relatively unidirectional. Physicians primarily focus on termination on the
grounds of the poor prognosis and the option to abstain from action, not on the idea that
parents might opt for active management and be entitled to it. This thought often does not
even cross the counsellor’s mind.
Balanced judgment about a grey area
Abstaining from medical interventions, as occurs with trisomy 18, is justified when intervention
is futile. It is usually argued that this choice must be made by physicians and without parental
consent. However, this is only so in specific cases; namely, if an intervention is guaranteed to
be futile.9 If trisomy 18, as suggested by the guidelines, is indeed 100% lethal or if active
treatment would not have any effect on survival rate, treatment of children with trisomy 18
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could be deemed futile. However, as we have seen in the previous section, this is not always
the case.
This does not mean that there are never reasons to abstain from treatment in cases of
trisomy 18. An intervention may be futile because it is disproportionate. However, this is a
completely different consideration: a weighing of burden versus benefits, of quality of life
versus suffering. It is particularly these subjective phenomena that make this such a difficult
assessment. Although children with trisomy 18 cannot express themselves, doctors should not
decide on their own that such a life is not worth living. The final decision regarding whether an
intervention is disproportionate or not must be made jointly by doctors and parents,8 even if the
parents’ ideas deviate from the normal pattern.
Ethicist John Lantos argues: ‘We should not confuse quality of life with physical or
intellectual disabilities. Children with trisomy 18 smile, love and are not by definition in pain.
This shows that their quality of life is not so low that we should deny them life-prolonging
treatment’.10
Food for thought
Our growing medical expertise may require policy changes, and perhaps we have waited too
long to implement these in the Netherlands. A reconsideration of the survival rate of trisomy
18 patients has implications for the treatment of these children.
In view of the children’s survival rate and the considerations about their quality of life,
the parental desire for active management is not unreasonable. The mental distress that parents
suffer due to the fear of losing their child ‘too soon’ may haunt them for life and deserves more
attention. However, physicians are currently insufficiently trained to give active treatment. The
decision-making around trisomy 18 is always specific because the weighing of quality of life
versus suffering should always be made in consultation with the parents. We are in favour of
an open discussion, involving not just physicians but – specifically – parents too. This is only
possible if we present all parties involved with the whole picture: of both the survivors and the
dead.
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PART II
What is good care?

In the beginning I had the idea that the oncologist had the tendency to almost withhold
information so that we could focus on just being parents. But that didn’t work for us at all.
[But] at one point they asked us: “What kind of parents are you? Do you only want to have
all the available information so that you can try to understand it, or do you just want to…
(…)
I think that is really something you should discuss with the parents. Ask them: “What helps
you get through this? Do you want us to make the decisions? Or would you want to be
involved?

(Excerpt from interview 04)
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