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Case Report

Fetal body stalk malformation-a rare case report
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ABSTRACT

Body stalk anomaly is a rare sporadic defect of the abdominal wall with evisceration of the thoracic and abdominal
organs. Body stalk anomaly is reported in about 1 in 7500 births. Here we report about a primigravida with a fetus
with posterior encephalocele, hyperextended cervical spine, kyphoscoliosis, large ventral body wall defect involving
the entire thorax and abdomen with herniation of vital organs-heart, liver and intestine into the amniotic cavity.
Prognosis of the fetal outcome was explained and medical termination of pregnancy was carried out. Body stalk
malformation is a lethal condition either in utero or in early neonatal period which can be diagnosed in early trimester
ultrasound. The association of chromosomal abnormalities and genetic syndromes in this condition is rare and the risk
of recurrence in next pregnancy is less.
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INTRODUCTION pantology of Cantrell, gastroschisis, omphalocele,

Body stalk anomaly is a rare sporadic defect of the
abdominal wall with evisceration of the thoracic and
abdominal organs. Body stalk anomaly is reported in
about 1 in 7500 births in 10-14 weeks of gestation.! The
pathogenesis of body stalk defects may be due to
abnormal closure of the body wall and abnormal
embryonic folding during the transformation of the
trilaminar embryo into a cylindrical embryo in first 4
weeks of embryogenesis.! Other causes include early
amnion rupture with amniotic band syndrome and
reduction of the blood flow in early gestation. It is
characterised by the absent or short umbilical cord with
extruded abdominal organs outside of the abdominal
cavity, kyphoscoliosis, limb deformities and craniofacial
defects. Foetus affected with body stalk deformity usually
have normal karyotype and with increased serum alpha
feto-protein levels.? This defect is usually diagnosed in
the first trimester with the help of ultrasound. The
differential diagnosis may be other abdominal wall
defects in a fetus namely amniotic band syndrome,

exstrophy of bladder or OEIS complex.
CASE REPORT

26 years old Primigravida with a non-consanguineous
marriage, for 2 years, conceived spontaneously had an
uneventful first trimester. On anomaly scan at 18 weeks
of gestation it was observed that, the foetus had multiple
congenital malformations including occipital
encephalocele, hyperextended cervical spine,
kyphoscoliosis, large ventral body wall defect involving
the entire thorax and upper abdomen with herniation of
vital organs-heart, liver and intestine into the amniotic
cavity (Figure 1, 2). Cord was short and seen inserted
below the defect. A provisional diagnosis of large ventral
wall defect with occipital encephalocele suggestive of
body stalk malformation was made. The couple was
counselled regarding the prognosis of this condition and
they wanted termination of pregnancy. As the association
of chromosomal anomalies and genetic syndromes is not
increased with this condition, prenatal genetic tests were
not offered. After MTP, a female foetus weighing 60 gm
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was expelled. Post expulsion findings were large occipital
encephalocele, large ventral wall defect involving thorax
and upper abdomen with extrusion of heart, liver and
small bowel. Cord was short and seen attached below the
defect. The left big toe was absent (Figure 3). Parents
refused fetal autopsy because of religious reasons.

Figure 3: Expelled fetus with anomalies
DISCUSSION

Body stalk anomaly is a rare condition with an incidence
rate of 1 in 7500 foetuses at 10 to 14 weeks of gestation
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according to a multicentric study conducted in London
and primarily is due improper embryonic folding.® Body
stalk anomaly is characterised by anterior body wall
defect associated with extrusion of thoracic and
abdominal organs, kyphoscoliosis, absent or short
umbilical cord, limb deformities. Maternal serum alpha
protein may be increased. Normally during 5" week of
gestation, the developing placenta is connected to the
trilaminar embryo by means of a body stalk. The embryo
is transformed into a cylindrical form by folding in all
three axes namely caudal, lateral and cephalic. Body stalk
anomaly is caused due to improper folding in all the three
axes associated with abnormality in the amniotic sac and
failure of coelomic cavity obliteration. Various other
hypothesis was stated to explain the incidence of body
stalk anomaly. Evidence of early amnion rupture prior to
coelomic cavity obliteration. The abdominal wall and
spine defects were due to passage of lower half of the
fetal body through the defect in the amniotic sac into the
coelomic cavity. Encephalocele and amputation of limb
can occur as a result of entrapment of the skull and fetal
limbs in the coelomic cavity respectively. Growth of the
umbilical cord occurs due to tensile forces and depends
on the fluid spaces and fetal movements. Any condition
that reduces the space or the restricts the fetal movements
may result in reduction in the length of the cord. Due to
compromised blood flow to the embryo in early
pregnancy, closure of ventral body wall fails to occur and
the coelomic cavity persists. This may cause rupture of
the amniotic cavity.*2

Diagnosis of body stalk anomaly is primarily by 2-
dimensional or 3-dimensional sonography performed at
early second which helps in ascertaining the precise
relationship of the fetal structures to the amniotic cavity.
According to Murphy et al, 4 cases of body stalk anomaly
were identified. 3-dimensional sonography was more
accurate in arriving at the diagnosis of body stalk
anomaly. Using multiplanar assessment and parallel
shifting techniques exact anatomical location, their
relation to the amniotic cavity and for identifying other
associated anomalies.® A nationwide epidemiological
study of 20 annual Danish birth cohorts from 1970 to
1989 and was compiled in a registry which took into
account 469 live and still born infants. This study
identified 16 cases of body stalk deformity. According to
Martinez-Frias et al, the parental age of foetuses with
body stalk deformity is lower than in the control group.
The sex ratio was 1.5 but in majority cases the sex was
indeterminate. Gestational age and birth weight was
reduced when compared to the control group.® According
to Hunter et al, all the infants were tested for karyotype
and was found to be normal.”

CONCLUSION
Body stalk malformation is a lethal condition either in
utero or in early neonatal period which can be diagnosed

in early trimester ultrasound. The association of
chromosomal abnormalities and genetic syndromes in
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this condition is rare and the risk of recurrence in next
pregnancy is less.
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