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Introduction

B

eckwith-Wiedeman syndrome (BWS)
affects 1 in 14,000 newborns and
manifests as an overgrowth syndrome in
the neonatal period.1,6,7 The characteristic
findings are macrosomia, abdominal wall
defect, macroglossia. A clinical diagnosis
of BWS depends upon the diagnostic
criteria either three major features or two
major plus three minor features,
characteristic ear signs (ear lobe creases
or post helical ear pits), facial naevus
flammeus, hypoglycaemia, advanced bone
age, hemihypertrophy visceromegaly of
various organs including spleen, kidneys,
liver, pancreas and adrenal glands.7 The
frequency of hypoglycaemia is about 3040%, cause of it remains unclear, but the
evidence supports a hyperinsulinaemia as
the major factor.2,3,4,5

Case Report
Day 1 old female born to primigravida presented
with omphalocoele and persistent hypoglycaemia.
Examination revealed macrosomia, macroglossia,
hemi hypertrophy of left lower limb, hepatomegaly,
bilateral ballotable kidneys, microcephaly.
Biochemistry showed persistent low sugar- 25 mg %,
increased insulin (93.5) and raised α-fetoproteins
(3,27,990 µg/ml) levels. Radiological examination
(USG and CT abdomen) revealed enlarged pancreatic
head, bilateral adrenal cystic mass possibly
haemorrhage, 2D-Echo revealed small ASD with
severe pulmonary hypertension. Karyotyping was
normal and serum cortisol was113 g/dl. Treatment
initiated with IV fluids, antibiotics, hydrocortisone
and RT feeds in the form of expressed breast milk
along with MCT oil, uncooked cornstarch at regular
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CT scan abdomen :- Bulky head of
pancreas, no focal lesion visible in
pancreas
intervals to prevent hypoglycaemia.
omphalocoele was given dressings.

The

Discussion
The diagnosis of BWS depends upon
the clinical features. Prenatal diagnosis of
BWS has been made by combination of
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Bulky Head of Pancreas

Left Adrenocortical cysts

Bilateral cystic lesions in adrenals
abdominal wall defect, macroglossia,
polyhydramnios and nephromegaly.
Exomphalos occurs in approximately 50%
of cases, can be detected by prenatal USG
and may require surgical intervention.
Malrotation of gut may be found at the
time of the surgery or may present later as
intestinal obstruction.1,6 Macroglossia can
cause feeding difficulties, speech delay
due to articulation difficulties and
occasionally obstructive apnoea. Growth
may allow adequate oral room for the large
tongue, otherwise it may lead to
prognathism, open anterior bite and
dental problems, partial glossectomy is
performed in severe cases.1,6 Postnatal
overgrowth in BWS is most marked in the
first few years of life and associated with
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advanced bone age. Thereafter growth
often parallels normal growth curves in
adolescence.1,6 Hemihypertrophy with
frequency of 25%, usually apparent at
birth, become more marked in childhood.
In mild cases physiotherapy and
conservative orthopaedic management
may be all that is required. However
asymmetry is severe, surgical intervention
may be performed at puberty. An
increased risk of malignancy is associated
with hemihypertrophy. 1,6,7
Visceromegaly is common in BWS and
nephromegaly occurs in approximately
60% of cases. Renal malformation may be
complicated by recurrent UTI. The
frequency of developing tumour is 6.5%.
Serial USG and measuring serum αfetoprotein every 3 months until the
patient is 6 years of age to rule out Wilm's'
tumour, adrenocortical carcinoma,
hepatoblastoma and neuroblastoma
respectively are warranted.1,2,6
BWS is the most common syndrome
associated with hyperinsulinaemic
hypoglycaemia (HH).3,4,5 with an incidence
of 50%. This hypoglycaemia can be
transient, without manifestations,
resolving within the first few days of life.3,5
In about 5% HH can be persistent and
extends beyond the neonatal period
requiring either continuous feeding,
medical therapy or in rare cases, partial
pancreatectomy. HH is major cause of
recurrent and persistent hypoglycaemia in
infancy and childhood.4,5 Rapid diagnosis,
avoidance of recurrent and repeated
episodes of hypoglycaemia with prompt
management is vital in preventing brain
damage.4,5 The primary manifestations of
hyperinsulinism are non-specific and
include apnoea, tremor, cyanosis,
floppiness, jitteriness, poor feeding,
lethargy, seizures, coma, death.2,5 The
mainstay of treatment is the provision of
adequate carbohydrate to maintain blood
glucose. Glucose polymer can be added.
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Due to the immaturity of intestinal
amylase during early infancy, the
administration of cornstarch might not be
effective. 5 Pharmacological treatment
needs to be introduced to decrease the
insulin secretion and normalize the
carbohydrate intake.
The hypoglycaemia is responsive to
hydrocortisone analogue therapy for first 1
to 4 months.6 Diazoxide (10-20
mg/kg/day) in two-three divided doses
and Chlorothiazide (7-10 mg/kg/day) in
two divided doses are recommended for
initial treatment and should always be
given together. In addition to activation of
potassium channels decreasing calcium
channel activity by slow release form of
nifedipine 0.25-2.5 mg/kg/day can be
remarkably safe along with BP
monitoring.3,4,5 Glucagon and
somatostatin, both hormones are of value
but controversy exists over the doses used
and whether to give them singly or in
combination. Both hormones in high
doses cause tachyphylaxis. Glucagon has
powerful effect on mobilizing glucose from
hepatic glycogen.3,4,5 The administration by
continuous intravenous infusion at rate of
5-10 µg/kg/hr helps to reduce the
infusion rate of glucose needed to
maintain normoglycaemia.5 The
Somatostatin analogue, Octreotide
activates potassium channels in the β cell
membrane and affects the intracellular
translocation of calcium. The doses
proposed for initiating combination
treatment are 1 µg/kg/hr of glucagon
together with 10 µg/kg/day of Octreotide.
High doses of steroids have been
contraindicated.3,5

Surgery is indicated when the
hypoglycaemia is refractory to medical
therapy and focal hyperplasia has been
demonstrated.5 Our patient responded to
the dietary interventions. 15 % cases may
be familial with autosomal dominant
transmission, variable phenotype.6 The
insulin like growth factor type 2 (IGF2)
gene is located in the region (11 p15) that
has a vital role in foetal growth. Mutations
causing over expression of the paternal
allele can result in an imbalance of
expression leading to the overgrowth and
tumour formation.1, 6
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