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Abstract

Introduction: This study addresses Edwards syndrome, a chromosomal condition affecting approxi-
mately 1 in 6,000 live births. The syndrome exhibits diverse phenotypic features, diagnosable prenatally
or postnatally, with reserved life expectancy. Families face complex psychosocial challenges due to the
syndrome’s implications, impacting emotional adjustment, treatment decisions, and coping with so-
cioeconomic barriers.
Case presentation: A patient with Edwards syndrome is described, emphasizing the severity of malfor-
mations and a multidisciplinary approach. The patient, with severe cardiac malformations, was diag-
nosed shortly after birth. Due to dependency on hospital equipment, the multidisciplinary team opted,
in agreement with the family, for palliative care until death. The patient passed away 20 days after the
initiation of palliative care, seemingly free of pain or visible discomfort.
Discussion: The ethical approach in palliative care, especially in Edwards syndrome, involves orthothanasia,
aiming to respect the overall well-being and dignity of the terminally ill patient. Effective and empa-
thetic communication, preparation for hospital discharge to allow for death at home, and post-decision
follow-up are crucial aspects. The correct practice of orthothanasia involves technical competence and
ethical sensitivity, emphasizing a multidisciplinary and transdisciplinary approach.
Conclusions: This case study highlights the importance of palliative care in Edwards syndrome, em-
phasizing the need for a holistic and compassionate approach considering the physical, emotional,
and social needs of the patient and their family. Collaboration strategies, open communication, health
professional training, and the implementation of family-centered care are essential to providing effective
and compassionate palliative care in these complex cases.
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Introduction

Chromosomal anomalies, categorized as numer-
ical or structural, include trisomies, characterized by
an additional chromosome [1]. Trisomy 18, or Edwards
syndrome, is one such condition named after its dis-
covery by Edwards in 1960 [1]. It occurs in approxi-
mately 1 in 6,000 live births, ranking as the second
most prevalent trisomy [2]. This syndrome manifests
diverse phenotypic features, impacting various or-
gans and systems [3]. Diagnosis can occur prenatally
through ultrasound and invasive tests [2] or postna-
tally [4]. Survival is reserved, with 30% succumbing
within the first month and 90% not surpassing the
first year, varying with the severity of complications
[5]. Discharge home for these children also varies,
with some remaining in the hospital throughout their
lives, while others, with multi-professional support
and family assistance, manage hospital discharge and
maintain care at home.

The psychosocial impact on families of children
with severe congenital conditions, such as trisomy 18,
is extensive, influencing various aspects of family and
social life. Parental emotional adjustment is a signif-
icant challenge, involving a range of emotions like
distress, worry, loneliness, and hopelessness when
confronting their children’s diagnoses, medical and
surgical procedures, and prognoses [6, 7]. Making cru-
cial decisions about treatment and education, includ-
ing choices regarding neonatal surgeries and pediatric
intensive care unit (ICU) admissions, presents another
complex challenge for these parents [8]. Additionally,
socioeconomic issues such as low income, lack of
access to health and education services, and social
barriers are common challenges for families of these
children [7, 9]. The complexity of congenital conditions
also affects attachment and family relationships, hin-
dering social relationships due to constant attention
to the well-being of the children [10]. Comprehensive
knowledge about the syndrome and ongoing support
are essential for parents and families to manage their
children’s physical, cognitive, and emotional develop-
ment and facilitate their social and school integration.
Seeking medical attention and psychological support
is a constant, often challenging need, especially in re-
gions with limited access to healthcare services [6-10].

Including trisomy 18 patients in palliative care is
crucial to ensure a holistic and compassionate ap-
proach that considers the physical, emotional, and
social needs of the patient and their family. In severe
cases requiring hospitalization from birth to death,
the palliative care multidisciplinary team needs to
work together to provide emotional and psychological
support to parents and families, in addition to ade-

quate medical care [10]. A 2016 study emphasized the
importance of open communication and continuous
support for families of children with trisomy 18, high-
lighting that family-centered care can significantly im-
prove the palliative care experience [8]. Furthermore,
health professional training and education can play
a crucial role in the early identification of the need for
such care [6]. Therefore, implementing collaboration
and communication strategies, along with proper
training, can contribute to the provision of more effec-
tive and compassionate palliative care for trisomy 18
patients and their families. This case report aims to
describe the process used by the pediatric ICU team
to address palliative care in a patient with Edwards
syndrome from birth and diagnosis to death. The
patient’s family authorized the acquisition of medical
record information and photographic records for the
preparation of this article.

Case presentation

The patient, born at term (38 weeks and 5 days) via
cesarean section, had the umbilical cord clamped after
40 seconds. Positive pressure ventilation was required
due to a heart rate below 100 bpm, using a manual
T-piece ventilator with a blender. Subsequently, the
patient was transferred to the ICU due to continuous
positive airway pressure support. At birth, Apgar
scores were 5 at the first minute and 8 at the fifth
minute, classified as small for gestational age (SGA)
and low birth weight (2,420 g). The patient exhibited
a male phenotype and morphological characteristics
suggestive of trisomy 18, including a head circum-
ference of 30 cm, chest circumference of 27.5 cm,
and abdominal circumference of 26 cm. Maternal
obstetric history revealed complications due to the
use of psychoactive substances and alcohol, along
with recurrent suicide attempts and self-mutilation,
with support from the municipal Social Assistance
Reference Center. This birth represented the third
gestation, with the second resulting in a miscarriage
and the first in a newborn with similar clinical signs but
without a chromosomal diagnosis, dying at 18 days.

Physical examination revealed a syndromic face,
cleft lip, omphalocele, and bilateral congenital clubfoot.
Additionally, severe cardiac malformations were iden-
tified, including extensive atrial and ventricular septal
defects, patent ductus arteriosus with repercussion,
tricuspid and aortic regurgitation, diffuse left ventricular
hypokinesis, and mild systolic dysfunction, diagnosed
through malformation screening via ultrasound (trans
fontanelle and abdominal) and transthoracic echocar-
diogram. Genetic testing (karyotype) confirmed trisomy
of gene 18 (47, XY, +18), solidifying the diagnosis of
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Figure 1. Patient with Edwards syndrome. Whole-body
X-ray of the newborn (A); image of the newborn with Ed-
wards syndrome showing morphological alterations: char-
acteristic syndromic face and cleft lip, omphalocele, and
bilateral congenital clubfoot (B); hands of the patient with
Edwards syndrome (C); omphalocele of the patient
with Edwards syndrome (D); cleft lip in the patient with
Edwards syndrome (E)

Edwards syndrome. Given the severity of the condition,
the need for orotracheal intubation, irreversible com-
plications from malformations, and dependence on
hospital equipment with no prospect of discharge, the
multidisciplinary team, including intensive care pediatri-
cians, surgeons, social workers, and other professionals,
conducted a meeting with the mother, the patient’s
sole visitor, at this time the patient was 1 month old.
In this meeting, it was mutually agreed that the ap-
proach would follow palliative care and end-of-life care
guidelines, thus implementing comfort measures until
the patient’s death. After 20 days of initiating palliative
care, the patient passed away, free from visible pain or
discomfort. The clinical manifestations of the patient
with Edwards syndrome are depicted in Figure 1.

Discussion

A multidisciplinary approach and effective, empa-
thetic communication are crucial in managing patients
with trisomy 18 and other complex genetic syn-
dromes. The multidisciplinary team, including health-
care professionals such as intensive care pediatricians,
surgeons, social workers, and nurses, is vital to guiding
the mother and family comprehensively and emotion-
ally supported, providing clear and honest information
about the prognosis and available treatment options
[11, 12]. As more than 150 anomalies may be present,
Edwards syndrome can have various phenotypes, and

the management of each differs due to the diverse
needs of each patient [3]. In the case of patients with
more severe comorbidities and a reserved prognosis,
the presence of professionals skilled in palliative care
becomes essential, as these patients may never be
discharged home, remaining in hospital care from the
first to the last day of life [13].

The ethical approach to palliative care involves or-
thothanasia, aiming for patients in the terminal phase
to face death with some tranquility, respecting their
overall well-being and dignity. Other terms used when
addressing palliative care are misthanasia, euthanasia,
and disthanasia. Misthanasia refers to errors in conduct;
euthanasia is the abbreviation of life, a practice pro-
hibited in Brazil, and disthanasia is the implementation
of measures that prolong life without benefiting the
patient [4]. Correct orthothanasia practice integrates
scientific knowledge, requiring technical competence
and human and ethical sensitivity in a multidisciplinary
and transdisciplinary approach. Ideally, all healthcare
professionals should integrate into practice since ev-
eryone, dealing with patients in the dying process at
some point in their professional careers, needs to have
knowledge of management in these situations [4].

The palliative care team must be prepared to
address the specific needs of each patient, includ-
ing shared decision-making and open, empathetic
communication with the family about the situation,
preparation for hospital discharge to allow death at
home, and follow-up after the decision not to pro-
ceed with interventions that would not benefit the
patient [4, 11, 12]. Orthothanasia practice can begin
during pregnancy, as the gestation process of a fe-
tus with a reserved prognosis brings forth anxieties
and discomfort beyond those intrinsic to pregnancy.
These pregnant women and other family members
may perform better biopsychosocially when prepared
and supported in the grieving process of the idealized
gestation, of the child who may die either during
pregnancy or days or months after birth, with the
awareness that there is no one to blame for such
a situation. These guidelines and work that can be
carried out by the palliative care team can bring more
comfort and acceptance to both the family and the
patient when born, reduce abandonment in hospitals
or shelters of these children, and obtain necessary care
support when the possibility of hospital discharge
exists [4, 13].

Article information and declarations
Acknowledgments

The authors would like to acknowledge the support of
the Pediatric ICU Department of Dr. José de Carvalho

www.journals.viamedica.pl/palliative_medicine_in_practice

175



176

Palliative Medicine in Practice 2024, vol. 18, no. 3

Florence Municipal Hospital in Sdo José dos Cam-
pos for their assistance in the conduct of this study
and the preparation of the manuscript. Additionally,
the authors heartfeltly thank the caregivers and
guardians of the minor who was the subject of this
study for their cooperation and support throughout
the research.

Author contributions

ESC — contributed to the conception and design of
the study, acquisition, analysis, and interpretation
of data, and drafting of the article; NKC — contributed
to the conception and design of the study, acquisition,
analysis, and interpretation of data, and drafting the
article; RMG — participated in the acquisition, anal-
ysis, and interpretation of data, and critically revised
the article for important intellectual content.

Conflict of interest
The authors declare that they have no competing
interests.

Ethics statement

This study was reviewed and approved by the Ethics
Committee of Dr. José de Carvalho Florence Municipal
Hospital/68078823.0.0000.5451. Written informed
consent was obtained from the patient’s legal guard-
ian for the publication of any potentially identifiable
images or data.

Funding

This study received no specific grant from any fund-
ing agency in the public, commercial, or not-for-
-profit sectors.

Supplementary material
None.

References

1.  Assessoria Cientifica do Genética Humana e Doencas
Raras. Manual de Cariétipo & Analise CromossOmica por
Microrray (CMA) [Internet]. Rio de Janeiro; 2017. https:/

10.

11.

12.

13.

www.dle.com.br/wp-content/uploads/2018/10/manual-ci-
togenomica.pdf (4.01.2024).

Rosa RFM, Rosa RCM, Zen PRG, et al. Trissomia 18: re-
visdo dos aspectos clinicos, etioldgicos, prognosticos e éti-
cos. Rev Paul Pediatr. 2013; 31(1): 111-120, doi: 10.1590/s0103-
05822013000100018, indexed in Pubmed: 23703053.
Silveira SA, Gellmann E, Barbosa AF, et al. Sindrome da
Trissomia do Cromossoma 18 em lactente de 4 meses/Syn-
drome of Trysomy of Chromosome 18 in infants from
4 months. ACM Arq Catarin Med. 2011; 40(2): 89-91.
Pimenta CAM, Mota SS, da Cruz D. Dor e cuidado pali-
ativos: enfermagem, medicina e psicologia. Barueri, SP:
Manole 2006: 498.

Liberato ALV, Serrao DS, Cerqueira EKA. A mae como um ser
de cuidados paliativos. Instituto de Bioética: Universidade
Catolica Portuguesa 2012.

Surve S, Kulkarni R, Gawai P, et al. Impact of training
on awareness and knowledge of birth defects among
community health workers in tribal district of Maha-
rashtra, India. Birth Defects Res. 2024; 116(1): e2264,
doi: 10.1002/bdr2.2264, indexed in Pubmed: 37933599.
Tarca E, Rosu ST, Cojocaru E, et al. Socio-Epidemiological
factors with negative impact on infant morbidity, mortal-
ity rates, and the occurrence of birth defects. Healthcare
(Basel). 2021; 9(4): 384, doi: 10.3390/healthcare9040384,
indexed in Pubmed: 33915730.

Vijayalakshmi P, Chandrashekar B, Navya NP, et al. Preva-
lence of birth defects and associated risk factors among
neonates in tertiary care hospital, shivamogga, karnataka.
Indian J Neonatal Med Res. 2021.

Zhang, de Ziegler D, Hu X, et al. Previous caesarean delivery
and the presence of caesarean scar defects could affect preg-
nancy outcomes after in vitro fertilization frozen-thawed
embryo transfer: a retrospective cohort study. BMC Preg-
nancy Childbirth. 2022; 22(1): 769, doi: 10.1186/512884-
022-05085-0, indexed in Pubmed: 36229782.

Andrade L, Gomes S, Santos T. Papel do cirurgido den-
tista nos cuidados paliativos multidisciplinares com pa-
cientes oncopediatricos: revisdo integrativa. Research,
Society and Development. 2022; 11(6): 27911629189,
doi: 10.33448/rsd-v11i6.29189.

Coelho L, Marcatti B, Cazzoletti G, et al. Cuidados pali-
ativos: uma abordagem holistica no tratamento de pa-
cientes em fase terminal. Brazil J Develop. 2023; 9(9):
26379-26388, doi: 10.34117/bjdv9n9-053.

Sa SM, Ribeiro CT, Santos FL. Capacitacao profissional em
servico: iniciativa da fisioterapia motora de um hospital
de referéncia para criancas e adolescentes com condigoes
complexas de saude. 2016.

Pacheco L, Santos G, Machado R, et al. O processo de
comunicacado eficaz do enfermeiro com o paciente em
cuidados paliativos. Res Society Develop. 2020; 9(8):
e747986524, doi: 10.33448/rsd-v9i8.6524.

www.journals.viamedica.pl/palliative_medicine_in_practice


https://www.dle.com.br/wp-content/uploads/2018/10/manual-citogenomica.pdf
https://www.dle.com.br/wp-content/uploads/2018/10/manual-citogenomica.pdf
https://www.dle.com.br/wp-content/uploads/2018/10/manual-citogenomica.pdf
http://dx.doi.org/10.1590/s0103-05822013000100018
http://dx.doi.org/10.1590/s0103-05822013000100018
https://www.ncbi.nlm.nih.gov/pubmed/23703053
http://dx.doi.org/10.1002/bdr2.2264
https://www.ncbi.nlm.nih.gov/pubmed/37933599
http://dx.doi.org/10.3390/healthcare9040384
https://www.ncbi.nlm.nih.gov/pubmed/33915730
http://dx.doi.org/10.1186/s12884-022-05085-0
http://dx.doi.org/10.1186/s12884-022-05085-0
https://www.ncbi.nlm.nih.gov/pubmed/36229782
http://dx.doi.org/10.33448/rsd-v11i6.29189
http://dx.doi.org/10.34117/bjdv9n9-053
http://dx.doi.org/10.33448/rsd-v9i8.6524

