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Abstract: A case of body stalk anomaly which was diagnosed at 17 weeks of gestation is presented on a second trimester 

sonography after an abnormal first trimester scan and second opinion review. The fetus displayed multiple anomalies 

characteristic of body stalk syndrome including abdominal wall defect (omphalocele), kyphoscoliosis, fetal dismorphology and 

a two vesseled umbilical cord. Body stalk anomaly is a rare congenital anomaly with a series of similar clinical manifestations 

and poor prognosis.  
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1. Background 

The presence of body wall defects with thoracic and 

abdominal organs evisceration associated to other congenital 

anomalies with or without extremities alterations, are 

denominated as “complex body wall defects”. [1] [2] There 

are plenty differences, but three morphological entities have 

been established, more or less, well defined: body stalk 

anomaly, limb body wall/body wall complex and amniotic 

band sequence with body wall envolvement, all with 

uniformly unfavorable prognosis. [1] [2] [3] [4] 

Body stalk anomalies refer to a group of lethal 

malformations in which abdominal wall defects are so 

significant. The abdominal, and often thoracic, organs lie 

outside the body cavity and within a membrane composed of 

amnion and peritoneum. [4] This sac is most often directly 

attached to the placenta. [2] The main features of this 

abnormality are large complex cranial defects (eg, 

encephalocele), facial clefts, body wall defects of the thorax 

and/or abdominal wall, and the umbilical cord may be totally 

absent or extremely shortened. [4] 

2. Objective 

The main objective of this work is to review a lethal fetal 

anomaly not so uncommon in clinical practice and to expose 

the prenatal approach in the case in which pregnancy is 

continued. 

3. Method  

A 19-year-old primigravid woman with uncertain 

menstrual dates was referred for an ultrasound scan and 

higher risk pregnancy control for being a teenager from a 

risky population. She was not using contraception and her 

cycles were irregular. As relevant medical history she had 

been treated for anal condiloma and was an active smoker 

until 8 weeks pregnant. She has cocaine and marihuana 

frequent consumption story. 

Transabdominal ultrasound was completed, and showed 

omphalocele, kyphoscoliosis and a shortened and 

rudimentary umbilical cord, the measurements were 

consistent with a gestational age of 17 weeks and 1 day. The 

amniotic membrane was not assessable. 
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The patient was counseled that this is a lethal condition for 

the fetus and the prognosis was poor, and because of the 

legislation in Costa Rica there are no medical termination 

options.  

4. Results 

A pregnancy clinical surveillance with suspicion of fetal 

malformation was undertake as follows: 

At 19 weeks of gestation, genetic amniocentesis was 

performed with no complications. At 20 weeks, ultrasound 

findings are confirmed showing the content of abdominal 

wall defect (liver, small bowel and bladder). Kyphoscoliosis 

was severe and the short cord had only two vessels instead of 

three Figure 1. 

At week 26, the abdominal defect became larger and its 

content became in intimate touch with the placenta Figure 2. 

At week 34, the defect became 65 mm long, and contained 

liver, stomach, left kidney and small bowel, and impressed to 

be attached to the placenta Figure 3. 

The fetus was born at 35 weeks and died 5 hours after 

birth, and pathological findings confirmed body stalk 

anomaly, describing also interauricular communication, lung 

hypoplasia, absence of ductus arteriosus and intraperitoneal 

organ adhesion to placenta. The amniotic membrane was 

continuous with the skin of the body wall defect Figure 4. 

 

Figure 1. At 19 weeks of gestation, genetic amniocentesis was performed with no complications. At 20 weeks, ultrasound findings are confirmed showing the 

content of abdominal wall defect (liver, small bowel and bladder). Kyphoscoliosis was severe and the short cord had only two vessels instead of three. 

 

Figure 2. Week 26. The abdominal defect became larger and its content became in intimate touch with the placenta. 
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Figure 3. Week 34. The defect became 65 mm long, and contained liver, stomach, left kidney and small bowel, and impressed to be attached to the placenta. 

 

Figure 4. The fetus was born at 35 weeks and died 5 hours after birth, and pathological findings confirmed body stalk anomaly, describing also interauricular 

communication, lung hypoplasia, absence of ductus arteriosus and intraperitoneal organ adhesion to placenta. The amniotic membrane was continuous with 

the skin of the body wall defect. 

5. Discussion 

Body stalk anomaly, includes all disorders in which exists 

absence or shortening of umbilical cord, or in which there is 

continuity between the abdominal wall and the placenta. [4] 

[5] 

The incidence of body stalk anomaly/limb body wall 

complex varies with literature, being no more frequent than 

1/100.000 live births; recent publications show that most 

cases are sporadic, 50% cases are associated with maternal 

smoking, 50% cases associated with maternal alcohol use 

and 40% had prior infant with congenital anomaly. [5] [6] [7] 

Embryologically, body stalk/limb–body wall complex 

disorders occur from failure of fusion of all 4 embryonic disc 

folds during the 6th postmenstrual week. [8] [9] Normally, 

after the embryo folds, the intra-embryonic coelom (future 

peritoneal cavity) is separated from the extra-embryonic 
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coelom, and the umbilical cord subsequently forms. If this 

folding does not occur, then the extra-embryonic cavity is not 

obliterated and the body stalk is missing. [8] [9] 

Herniation of abdominal contents into the amnioperitoneal 

sac occurs owing to lack of lateral folding. Additionally, 

abnormal caudal folding results in the malformations noted 

with cloacal exstrophy. [10] Severe scoliosis develops as a 

consequence of the irregular attachment of the fetus to the 

placenta. [1] 

This syndrome is often detected by prenatal ultrasound in 

the second trimester. [7] A combination of scoliosis and 

omphalocele should suggest this diagnosis, which has been 

made as early as the 9th postmenstrual week. [1] 

Criteria for first trimester ultrasound diagnosis include 

demonstration of the internal viscera in the extra-embryonic 

coelom and a short, 2-vessel umbilical cord. [6] 

Differential diagnosis includes amniotic band syndrome. 

[4] Associated abnormalities include craniofacial 

abnormalities (encephalocele, holocranium), midfacial clefts, 

increased nuchal translucency, limb defects, and significant 

skeletal abnormalities. [2] This abnormality is always lethal. 

There are several theories that pretend to explain the 

development of the body stalk one refers to the premature 

rupture of the amnios, with partial embryonic pole output to 

the extraembryonic coelom. [11] [12] [13] Against this 

theory, there have been body stalk anomaly diagnoses using 

ultrasound that showed intact amniotic membrane at ages as 

early as 10 weeks. [12] 

Another theory suggests that there is an specific defect 

during plication of the trilaminar embryo, but without 

knowing the cause completely. [14] In Van Allen et al series 

of 25 cases, the amniotic membrane was continuous with the 

skin of the body wall defect in 85%, which is consistent with 

the theory of developmental anomaly. [15] 

The majority of the cases have shown an increased nuchal 

translucency, therefore and as one of the major congenital 

chromosomopathies marker, it is always recommended to do 

it between 11-13.6 weeks. [8] 

If there is olygoamnios associated, renal malformations 

should be discarded. [4] There are no chromosomal 

abnormalities associated to this defect. [9] 

There is no intrauterus procedure known to treat the fetus. 

The prognosis is lethal so the regular viability control must 

be strict. [4] 

6. Conclusion 

In conclusion the present case illustrates the fact that an 

early defect of embryo folding would compromise the 

development of the body stalk, and it represents just an 

smaller branch of a wide variety of midline body wall defects 

that morphologically, depend on the phase of development 

that they affect, in this specific case, meeting all criteria of 

body stalk anomaly, as explained earlier. 
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