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DESCRIPTION
A 28 years old primigravida was referred to
Department of Obstetrics and Gynaecology, King
George’s Medical University, as 35 weeks pregnancy
with polyhydramnious with suspected fetal ompha-
locoele. The defect was diagnosed at 24 weeks at
some external centre and the patient was counselled
regarding continuation of pregnancy with postnatal
surgical repair of malformation after delivery. The
diagnosis of Beckwith-Wiedemann syndrome (BWS)
was missed at that time.
Phenotypic presentation of BWS has several var-

iations and low occurrence of multiple abnormal-
ities simultaneously limits the sonograhic detection
rate. The genotypic detection is feasible only if the
molecular defect is known.
We are submitting images of this fetus which

shows a fetus with large abdominal wall defect
covered by a wall containing only bowel loops and
not the liver (figure 1). Along with it the fetus also
shows bilateral enlarged kidneys with a suspicious
cystic lesion on upper pole of right kidney (figure 2)
and macroglossia (figure 3). Fetal parameters were
more than 90th centile and liquor was increased
(amniotic fluid index 20 cm). This classically fitted
in the diagnosis of BWS1 rather than being an iso-
lated omphalocoele.
Prenatal diagnosis of BWS helps in postnatal care

of the baby who has risks of neonatal hypogly-
caemia, accelerated bone maturation and embry-
onal tumours which may arise in 7% of cases.2

BWS is sporadic but in 15% of patients it could be
familial with autosomal dominant mode of inherit-
ance and this needs to be explained to the couple
so as to have a high index of suspicion for early
diagnosis in subsequent pregnancy.

Figure 1 Anterior abdominal wall defect with sac containing loops of intestines.

Figure 2 Enlarged kidney with hetroechoic lesion.

Figure 3 Enlarged tongue protruding out.
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Learning points

▸ Beckwith-Wiedemann syndrome (BWS) is a significantly
more morbid condition compared to an innocent isolated
omphalocoele.

▸ Any fetus presenting with omphalocoele must be screened
for BWS which makes significant difference in postnatal
management.

▸ Early diagnosis can be made keeping a high index of
suspicion.

Acknowledgements The authors acknowledge the support and cooperation of
their patient.

Contributors NK performed the sonography. SA carried out the literature search.
VD and AP helped in preparing the final report.

Competing interests None declared.

Patient consent Obtained.

Provenance and peer review Not commissioned; externally peer reviewed.

REFERENCES
1 Williams DH, Gauthier DW, Maizels M. Prenatal diagnosis of Beckwith-Wiedemann

syndrome. Prenat Diagn 2005;25:879–84.
2 Rump P, Zeegers MPA, van Essen AJ. Tumour risk in Beckwith-Wiedemann

syndrome: a review and meta-analysis. Am J Med Genet 2005;136A:95–104.

Copyright 2016 BMJ Publishing Group. All rights reserved. For permission to reuse any of this content visit
http://group.bmj.com/group/rights-licensing/permissions.
BMJ Case Report Fellows may re-use this article for personal use and teaching without any further permission.

Become a Fellow of BMJ Case Reports today and you can:
▸ Submit as many cases as you like
▸ Enjoy fast sympathetic peer review and rapid publication of accepted articles
▸ Access all the published articles
▸ Re-use any of the published material for personal use and teaching without further permission

For information on Institutional Fellowships contact consortiasales@bmjgroup.com

Visit casereports.bmj.com for more articles like this and to become a Fellow

2 Kumar N, et al. BMJ Case Rep 2016. doi:10.1136/bcr-2016-217993

Images in…
 on 22 M

ay 2023 by guest. P
rotected by copyright.

http://casereports.bm
j.com

/
B

M
J C

ase R
eports: first published as 10.1136/bcr-2016-217993 on 2 N

ovem
ber 2016. D

ow
nloaded from

 

http://dx.doi.org/10.1002/pd.1155
http://dx.doi.org/10.1002/ajmg.a.30729
http://casereports.bmj.com/

	Prenatal sonographic diagnosis of Beckwith-Wiedemann syndrome in a fetus with omphalocoele
	Description
	References


