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BECKWITH-WIEDEMANN SYNDROME: A CASE REPORT
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ABSTRACT

Beckwith-Wiedemann Syndrome (BWS) is a rare congenital anomaly, with similar manifestation in both sexes and an approximate prevalence of
1/13,700 live births. The main characteristic of this condition is the alteration in the development of certain human organs, which results in growth
abnormalities, such as macroglossia, gigantism, hemihyperplasia and visceromegaly, especially in the second half of pregnancy and in the first
years of life.

Casereport: TVM, female, 26 years old. Patient underwent obstetric 4D US with a gestational age of 33 weeks (+/- 7 days). The presence of a projected
tongue between the lips was noted, suggesting macroglossia and with a diagnostic hypothesis of Beckwith-Wiedemann Syndrome.

Discussion: In the case reported, a SBW diagnosed with US 4D during the 33rd week of pregnancy was observed. Although not all criteria for BWS
could be confirmed in the prenatal examination, the finding of a major sign of possible macroglossia - due to the presence of a projected tongue
between the lips - suggested such a diagnostic hypothesis, which was confirmed after delivery.

Conclusion: Through this case, we can observe that imaging tests, such as the US, are of great value, allowing not only to adequately advise the
patient, but also to prepare adequate neonatal support at the time of delivery.
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INTRODUCTION

Beckwith-Wiedemann Syndrome (BWS) is a rare congen-
ital anomaly, with equal manifestation in males and females
and with an approximate prevalence of 1/13,700 live births.!
This syndrome alters the pattern of development of certain
human organs, especially in the second half of pregnancy
and during the first years of life, however adult height is
usually normal. In this sense, the growth abnormality is char-
acterized by gigantism, macroglossia and/or hemihyperplasia
(can lead to speech and feeding difficulties), visceromegaly,
omphalocele and a higher incidence of embryonic tumors.?
It is noteworthy that individuals affected by this syndrome
may present all or only some of the characteristics mentioned
above, therefore BWS is considered as a clinical spectrum.

The etiology of this condition comes from epigenetic
and/or complex genetic alterations that misadjust genes on
chromosome 11p15.5, which will be subject to imprinting in
the control regions (ICR). The inheritance pattern is of the
autosomal dominant type.?

The diagnosis of Beckwith-Wiedemann Syndrome can be
made in the postnatal period with clinical findings (macro-
glossia, advanced bone age, omphalocele, neonatal hypogly-
cemia, visceromegaly, among others).* However, a prenatal

diagnosis based on ultrasound scans, via criteria such as mac-
roglossia and estimated weight for such gestational age, is of
enormous relevance for the continuity of pregnancy in the
perinatal period.> This is because it allows adequate pediat-
ric support for recurrent problems, such as hypoglycemia at
birth and embryonic neoplasms. ©

Next, we will present a case of BWS that was diagnosed
in the 33rd gestational week through a “4D” obstetric US.

CASE REPORT

TVM, female, 26 years old. Patient underwent obstetric
4D US with a gestational age of 33 weeks (+/- 7 days). Upon
examination, a fetus of probable female sex was observed
in longitudinal situation, cephalic presentation, anterior dor-
sum and with the presence of rhythmic cardiorespiratory
movements (155 bpm). Closed endocervical canal, normal
amniotic fluid and umbilical cord with two arteries and one
vein inserted normally. Placenta of anterior topical insertion,
25mm thick, heterogeneous texture and maturity grade 1. A
height of 47.3cm (growth consistent with gestational age),
weight of 2263 g (+/- 10%), absence of pre- peritoneal,
grade Il intestinal staging and other biometric parameters
within the appropriate values. Finally, the presence of a pro-
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jected tongue between the lips was noted, suggesting macro-
glossia and with a diagnostic hypothesis of Beckwith-Wiede-
mann Syndrome, which was confirmed after delivery.

Figures 1 and 2: Macroglossia

DISCUSSION

In 1963 and 1964, Beckwith and Wiedemann, respec-
tively, reported a syndrome present in newborns, character-
ized by macroglossia, omphalocele, gigantism, visceromega-
ly, renal dysplasia, facial nevi, advanced bone age, ear folds
and an increase in embryonic neoplasms.” Referred to as
one of the main clinical aspects of this syndrome, macro-
glossia (97% present) is mostly due to excessive anteropos-
terior growth of the tongue or muscle hypertrophy, causing
its protrusion and, consequently, several possible functional
changes in the individual, such as breathing disorders, swal-
lowing, phonation and even psychological consequences.®

Although, the diagnosis of BWS is usually performed in
the postnatal period through the characteristic clinical find-
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ings of the condition; the prenatal diagnosis of the condition
is still of great value for perinatal continuity, both at birth and
in subsequent medical and pediatric care (neonatal hypo-
glycemia, congestive heart failure, upper airway obstruction
and increased risk for neoplasia). * Thus, obstetric ultrasound
is used as the standard for detecting major syndromic signs
- macrosomia, abdominal wall defect and macroglossia - as
well as minor ones - polyhydramnios, nephromegaly, renal
dysplasia and adrenal cytomegaly. *

In the case reported, a BWS diagnosed with US 4D
was observed during the 33rd week of gestation. Although
not all criteria for BWS could be confirmed in the prenatal
examination, the finding of a major sign of possible macro-
glossia - due to the presence of a projected tongue between
the lips - suggested such a diagnostic hypothesis.

Figures 3 and 4: NB with Macroglossia




FINAL CONSIDERATIONS

Thus, we believe, through the case reported, that imaging
tests, such as obstetric ultrasonography, are very useful and
valuable for the prenatal diagnosis of Beckwith-Wiedemann
Syndrome, therefore making possible not only the psycho-
logical preparation and understanding of the disease by the
parents, but also the adequate training of the multidisci-
plinary medical team.
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