Submitted on: 11/08/2019

Approved on: 01/21/2020 CASE REPORT

Teenager with Edwards’ syndrome: a rare case report
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Edwards’ Syndrome, Edwards’ syndrome is a severe genetic disease (chromosome 18 trisomy) that has a very restrict prognosis, resulting
Prognosis, in premature death of the carrier. This study aims to report a case of survival of 12 years old girl diagnosed in the first
Quiality of Life. months of life, her clinical evolution and the treatments performed by it. The multidisciplinary treatment performed

by the adolescent since the first months of life shows the importance of this approach to improve the quality of life of
patients with this syndrome.
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Edwards syndrome (ES) is an autosomal trisomy of
chromosome 18, with a broad clinical picture, with involve-
ment of multiple organs and systems, being the second most
frequently observed autosomal trisomy at birth, second only
to Down syndrome. Its estimated prevalence is 1 case for every
3600 to 8500 live births, with the characteristic karyotype 47,
XX, +18 or 47, XY, +18.

Females are more affected than males, at a rate of
4 girls for every boy born with the disease. Its incidence in
pregnancies that do not progress to term is high, but 95% of
them progress to miscarriages, most of the time occurring
spontaneously?.

The diagnosis of SE can be hypothesized by fetal ultra-
sonography and biochemical levels (decreased doses of human
chorionic gonadotropin - HCG), but diagnostic confirmation is
made by analyzing fetal chromosomes through methods such
as amniocentesis and chorionic villus puncture?.

The clinical manifestations of the syndrome are diverse,
with more than 130 different anomalies being described in the
literature, which may involve practically all organs and systems.
The most commonly present phenotypic characteristics are:
severe mental deficiency with delay in neuropsychomotor
development; abnormalities of growth, skull and face, thorax
and abdomen, extremities, genital organs, in addition to mal-
formations in external organs*®.

Around 90% of individuals with trisomy end up dying
in the first year of life, with some exceptions for children of
non-Caucasoid origin, who end up having a slightly longer life
expectancy’, 30% of those affected by the syndrome die in the
first few years. 30 days of lifeé.

To report a case of survival of a patient with ES,
analyzing her clinical evolution and the treatments performed
by her.

KVSC, female, 12 years old, born in Capitdo Leonidas
Marques, presented a borderline preterm birth ( 37 weeks)
by cesarean section, weighing 2310g (small for gestational
age - SGA), 42 cm in length and head circumference measu-
ring 32.5 (25th percentile). The Apgar score was 3 in the first
minute and 7 in the fifth minute, requiring tactile stimulation
and inhaled oxygen in the delivery room. The mother had
prenatal care without complications during this period. In
the neonatal period, he presented respiratory and cardiac
complications with a diagnosis of ventricular septal defect,
he needed care in an intensive care unit (ICU) and Edwards
syndrome was suspected due to the clinical manifestations
presented, such as: weak crying, difficulty in sucking and
some other characteristic signs of the syndrome such as
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clenched hands, nail hypoplasia, short neck; hypertonia and
with a characteristic facies (microcephaly, microretrognathia,
in addition to a high and arched palate), being referred to a
more complex hospital. She remained in the pediatric ICU for
4 months, and the diagnosis of SE was confirmed by perfor-
ming a karyotype at approximately 30 days of life. The minor
had difficulty in weaning from ventilation and swallowing,
also having apnea crises and an episode of aspiration pneu-
monia during the period of hospitalization, being discharged
home with tracheostomy and gastrostomy.

After hospital discharge, he remained under treat-
ment and medical follow-up at a university center in the city
of Cascavel - Parana, from 4 to 10 months of age, when he
returned to the city of origin with 5,950 kg of body weight.
multidisciplinary team, with stimulating treatment through
motor and respiratory physiotherapy, speech therapy and
occupational therapy.

The child has been followed up with a cardiologist since
birth, without any more complex complications. He has S3 on
auscultation, a VSD with a closing mechanism of 0.7 mm and an
ECG in sinus rhythm, without overload, considered normal for
his age. During this entire period of consultations and follow-up
at the APAE, he had some hospitalizations in the city of origin,
due to low severity conditions, such as bronchitis, pneumonia
and gastroenteritis, without major complications.

In February 2017, an orthopedic surgery was perfor-
med due to a shortening of the Achilles tendon , which went
without complications.

Currently, the minor is starting puberty, with pubertal
staging based on the Tanner Criteria with grade 1 hairiness
and grade 1 breast development on the left and 2 on the
right. Her body weight is 23.6 kg, height is approximately 128
cm (there was technical difficulty in the measurement due to
lower limb hypertonia). In addition to medical follow-up, the
child undergoes speech therapy once a week and occupational
therapy, where stimuli for cognitive ability, proprioceptive
training, communicative intention and interaction with the
environment are practiced, as well as physical therapy with
sensory integration exercises twice a week., showing a good
response to these activities, being able to perform a sitting
posture without support and crawling seated throughout the
environment.

Edwards syndrome is a serious genetic disease that
has many systems affected. Manifestations such as low birth
weight, weak crying, weak sucking, high palate, micrognathia
and small nipples are some of the peculiarities present in
newborns with the disease®°. In the present study, the patient
presents most of these characteristics which, added to the
child’s syndromic facies , allowed the hypothesis of SE to be
raised, and this diagnosis was confirmed in the first 30 days
of life. (Figure 1)



Figure 1. Knee valgus, feet turned inwards (in-toeing) and a characteristic
fascia of the syndrome are noted.

Due to the poor prognosis of the syndrome, early diag-
nostic confirmation isimportant not only for the adequate cli-
nical management of these individuals, but also for the correct
genetic counseling to be given to the family. The diagnostic
suspicion of SE in the prenatal period can be raised by fetal
ultrasound (including measurement of translucency nucal ) by
biochemical measurements (such as reduced levels of human
chorionic gonadotropin, alpha-fetoprotein , and unconjugated
estriol in maternal serum during the first and second trimester
of pregnancy), and confirmed by fetal chromosome analysis
through procedures such as villi puncture chorionic and amnio-
centesis®. In Brazil, the identification of patients with trisomy
18 during prenatal care isimportant, especially for planning the
birth, since termination of pregnancy is not permitted by law?*.

The survival of affected individuals is low, most fetuses
with the syndrome do not reach term, evolving to death in the
fetal period. Of the affected newborns, 90% will die within 6
months of life. The child reported in this study has an age
well above the age considered as the limit of life expectancy
for individuals affected by the syndrome.

Patients with ES rarely reach the stage of adolescence,
mainly due to the seriousness of the cardiorespiratory malfor-
mations that occur in these individuals®?. Children over 30 days

old often die as a result of heart problems®. In the present
case, the child is already 12 years old, is in the initial phase of
pubertal development, thus being considered an adolescent
and, unlike the study reported by Torres et al.}?> and a minimal
outflow perimembranous VSD, without the presence of more
serious respiratory complications.

Due to the few cases reported in the literature with a
prolonged life expectancy, when considering the treatment
for patients with the syndrome, there are still no protocols
that make its benefit clear. The smallest mentioned in this
study, presents services aimed at improving their motor
and cognitive deficits, interaction with the environment
and also the strengthening of their oral motricity, being
accompanied by a physical therapist and speech therapist,
showing an improvement in their development when com-
pared to the period prior to more intensive treatment. The-
refore, it is considered that the multidisciplinary treatment
could help patients with ES to present an improvement in
their quality of life.
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