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ody stalk anomaly refers to a variable group of congenital defects ha-
ving in common abdomino- or thoraco-schisis and limb defects. The
synonyms of body stalk anomaly are limb-body wall complex or ap-

lasia of the cord. This congenital anomaly has no sex or familial predilecti-
on or known recurrence risk. Karyotype study has been reported to be
normal in all cases of body stalk anomaly. The incidence of body stalk ano-
maly is estimated to be 0,7:10000 births. 1 This anomaly is invariably fatal.
1,2 In this case report postmortem findings of fetus with typical body stalk
anomaly is presented with reference to studies in literature.

A Fetal Autopsy Case of
Body Stalk Anomaly: Case Report

AABBSS  TTRRAACCTT  Body Stalk Ano maly is a ra re, fa tal ano maly cha rac te ri zed by an ab do mi nal wall de-
fect, sco li o sis and a short um bi li cal cord. In this re port a ca se of body stalk ano maly di ag no sed at
au topsy is pre sen ted. A 26-ye ar-old preg nant wo man pre sen ted to this hos pi tal for ro u ti ne an te na -
tal ul tra so nog raphy scan ning. Ul tra so und scans re ve a led a fe tus with the ges ta ti on age 20 we eks that
has mul tip le con ge ni tal de fects and the ra pe u tic abor tus was do ne. Fe tal au topsy re ve a led a lar ge om-
p ha lo ce le sac con ta i ning most of the ab do mi nal or gans, cons pi cu o us sco li o sis, club fo ot ano maly
and short um bi li cal cord. Sin ce body stalk ano maly is in com pa tib le with li fe, preg nancy ter mi na -
ti on sho uld be con si de red. It is im por tant to dif fe ren ti a te it from ot her an te ri or wall de fect and
early pre na tal di ag no sis for eva lu a ting the ma na ge ment op ti ons.
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ÖÖZZEETT  “Body stal k” ano ma li si, ka rın ön du var de fek ti, skol yoz, kı sa gö bek kor do nu ile ka rak te ri ze
na dir gö rü len fa tal bir ano ma li dir. Bu ra da ta nı sı otop si ile ko nul muş body stalk ano ma li li ol gu su -
nul du. Yir mi al tı ya şın da ge be, ru tin an te na tal ul tra so nog ra fi ta ra ma sı için has ta ne mi ze baş vur du.
Ul tra son ile in ce le me de mul tipl kon je ni tal ano ma li le re sa hip 20 haf ta lık fe tus göz len di ve te ra pö -
tik tah li ye ya pıl dı. Fe tal otop si de baş lı ca ka rın iç or gan la rı nı içi ne alan bü yük om fa lo sel ke se si, be -
lir gin skol yoz, yum ru ayak ano ma li si, kı sa gö bek kor do nu göz len di. Body stalk ano ma li si ha yat la
bağ daş ma dı ğın dan ge be li ğin son lan dı rıl ma sı dü şü nül me li dir. Di ğer an te ri or du var de fekt le rin den
ayı rı cı ta nı sı ve er ken pre na tal ta nı sı te da vi pla nı nın be lir len me si açı sın dan önem li dir.
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CASE REPORT
A 26-ye ar-old wo man app li ed for ro u ti ne preg-
nancy exa mi na ti on to our hos pi tal. She was
G1P0A0, at the ti me of scan ning. She ga ve a his-
tory of a non-con san gu i ne o us mar ri a ge, past me di -
cal his tory was un re mar kab le and the pa ti ent
de ni ed the use of ci ga ret te, al co hol or drugs.  Ul-
tra so und scans re ve a led a fe tus with de ri ved ges ta -
ti o nal age as 20 we eks 4 days and bi pa ri e tal
di a me ter as 20 we eks 2 days. Mul tip le ano ma li es
we re de ter mi ned in ul tra so und exa mi na ti on. The
scan re ve a led a lar ge ill-de fi ned ab do mi nal wall de-
fect, evis ce ra ti on of the ab do mi nal or gans in to an
omp ha lo ce le sac (Fi gu re 1). The re was evi den ce of
sco li o sis and hypop la si a of tho rax. Ul tra so nog rap -
hic vi ews of di la ta ti on of ure ter and hydro nep hro -
sis we re shown in Fi gu re 2. The pa ti ent elec ted to
ter mi na te the preg nancy.  Post mor tem physi cal ex-
a mi na ti on sho wed a fe tus with lar ge (4.5 x 4 cm)

omp ha lo ce le sac in the ab do mi nal are a. Pla cen ta
was ad he red to the omp ha lo ce le sac in one re gi on.
Um bi li cal cord was 7 cm in length (Fi gu re 3). Um-
bi li cal cord sec ti on sho wed an ar tery and a ve in.
The re was evi den ce of sco li o sis with cons pi cu o us
an gu la ti on and con ve xity to the left (Fi gu re 4).
The re we re 2 skin tags in the ge ni tal are a and the -
re was no dis cer nib le ex ter nal ge ni ta li a and uret -
hra. Anal at re si a was pre sent (Fi gu re 5). Pes
equ i no va rus was fo und in right ex tre mity. Club fo -
ot ano maly was fo und in left ex tre mity. When om-
p ho le ce le sac was dis sec ted se ro us flu id was
eva cu a ted. In si de the sac; li ver, sto mach, small and
lar ge in tes ti ne, pan cre as and sple en we re de tec ted.
The re was evi den ce of bi la te ral ab do mi nal tes tis.
The di ap hragm was ab sent. In ret ro pe ri to ne al exa -
mi na ti on the left kid ney was lar ger than nor mal
and sho wed pel vi ca li ce al di la ta ti on. The left uret -
her was cons pi cu o usly di la ted. Both of the uret hers

FIGURE 1: View of omphalocele. FIGURE 2: View of dilatation of ureter.

FIGURE 3: Anterior view of the fetus. The figure shows omphalocele sac,
short umbilical cord, clubfoot, pes equinovarus deformities in low extremities.
It also shows placenta adhered to the omphalocele sac.  

FIGURE 4: Posterior view of the fetus with body stalk anomaly shows marked
scoliosis (convexity to the left).
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we re se en ope ned to the blad der which was fo und
on the omp ha lo ce le sac wall. When tho rax ca vity
was ope ned it was se en to be hypop las tic. The left
lung was shown to be pus hed be hind the back wall
of the tho rax and it al so sho wed hypop la si a. The re
was no car di ac mal for ma ti on. When skull was ope -
ned the re was a bra in with two he misp he res. Cor-
pus cal lo sum was ab sent. La te ral ven tric les we re
di la ted. Ac cor ding to body si zes the ma tu ra ti on
was com pa tib le with 18th we eks of ges ta ti on. In
the light of all the fin dings the di ag no sis was body
stalk ano maly. In for med con sent was ob ta i ned
from the pa ti ent.

DISCUSSION
Body stalk ano maly is a ra re fe tal poly mal for ma ti -
on of un cer ta in eti o logy. The wi de phe noty pic
spec trum of de fects has gi ven the di sor der many
na mes inc lu ding limb body wall comp lex, body
stalk ano maly, body wall comp lex, am ni o tic band
syndro me, cyllo do mas, con ge ni tal ab sen ce or ap la -
si a of the um bi li cal cord. The re is no ge ne ral con-
sen sus on the most ap prop ri a te na me. 

Van Al len et al des cri bed this ano maly ba sed
on the exis ten ce of thre e cri te ri a; a) exen cep haly
or en cep ha lo ce le with fa ci al clefts b) tho ro co
and/or ab do mi nosc hi sis c) limb de fects. The di ag -
no sis was ba sed on the pre sen ce of two out of three
abo ve ab nor ma li ti es.2 Our ca se sho wed ab do mi nal
wall and limb de fects.

The pat ho ge ne sis of the body stalk ano maly is
unc le ar, alt ho ugh the re are se ve ral mec ha nisms ex-
p la i ning the de ve lop ment of this ano maly. First ca -
u sa ti ve the ory is early am ni on rup tu re be fo re
ob li te ra ti on of the co e lo mic ca vity, pri mary rup tu -
re of am ni on le a ding to for ma ti on of am ni o tic
bands.3 Se cond sug ges ted the ory is vas cu lar dis rup -
ti on du ring the first 4-6 we eks of ges ta ti on.2 Anot -
her the ory is germ disc de fect with early
emb ryo nic mal de ve lop ment.4 The last the ory is the
most com monly ac cep ted.5,6

Rus so et al ha ve pro po sed that the re are two
dis tin gu is hab le phe noty pes: the “pla cen to-cra ni a l”
and “pla cen to-ab do mi na l” ad he si on phe noty pes.
The first phe noty pe shows cra ni o fa ci al de fects
and/or ad he si on, whi le the se cond is wit ho ut cra -
ni o fa ci al de fect and pre sent uro ge ni tal ano ma li es,
anal at re si a, ab do mi nal pla cen tal at tach ment.7 The
pat tern of our ca se re semb led the pla cen to-ab do -
mi nal ad he si on phe noty pe.

Vis ca rel lo et al and Ne gis hi et al re por ted that
ca ses of body stalk ano maly we re re la ted to co ca i -
ne abu se.1,7 In a study of a se ri es of fe tu ses with
body stalk ano maly by Lu ehr et al; in 50%, 50%
and 30% of wo men a his tory of ci ga ret te, al co hol
and ma ri ju a na use, res pec ti vely, was no ted.8 Our
pa ti ent de ni ed the use of ci ga ret tes, al co hol and co-
ca i ne.

Alt ho ugh ac cor ding to so me re ports body stalk
ano maly may show re cur ren ce, the risk of re cur -
ren ce of body stalk ano maly is neg li gib le.8 In our
pa ti ent se cond baby was he althy. 

Van Al len in a study of a se ri es of fe tu ses with
body stalk ano maly fo und that the ma jor struc tu ral
de fects inc lu ded limb de fects (95%); mar ked sco li -
o sis (77%), in ter nal or gan mal for ma ti ons (95%) and
cra ni o fa ci al de fects (56%). The in ter nal or gan mal-
for ma ti on pre sent in 95% of ca ses was car di ac de-
fects, ab sent di ap hragm, bo wel at re si a, re nal
age ne si a and re nal disp la si a.2 Smrcek et al in a study
of a se ri es of 11 ca ses with body stalk ano maly fo -
und that the de fects inc lu ded kyphos co li o sis in 9 fe-
tu ses, ab do mi nosc hi sis in 6 fe tu ses, tho ra co ab -
do mi nosc hi sis in 5 fe tu ses and ne u ral tu be de fects in
3 fe tu ses. Limb ab nor ma li ti es inc lu ded arm ame li a,
split fo ot, club fo ot and mal po si ti on of the lo wer

FIGURE 5: The figure shows indeterminate external genitalia with bilateral
streak gonads reminiscent of skin tags (arrow) and anal atresia.  
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limb. The re was no cra ni o fa ci al de fect in the ir se ri -
es.6 The um bi li cal cord was mal for med and short in
all ca ses and fi ve fe tu ses sho wed sing le um bi li cal ar-
tery. In anot her lar ge se ri es Van Al len et al fo und
body de fect in 96% of ca ses. The in vol ve ment of
both ab do men and tho rax was a mo re com mon fe -
a tu re as com pa red in vol ve ment of eit her ab do men
or tho rax so lely. Our ca se had a mid li ne ab do mi nal
wall de fect, mar ked sco li o sis and a short um bi li cal
cord. We ob ser ved comp le te ab sen ce of ex ter nal ge -
ni ta li a and anal at re si a in our ca se.

The prog no sis of body stalk ano maly is very
po or com pa red to iso la ted omp ha lo ce le or gas trosc -
hi sis. Early di ag no sis of body stalk ano maly play an
im por tant ro le sin ce prog no sis is very po or, ter mi -
na ti on must be app li ed. Li ve born in fant di e shortly
af ter ward. Us tun et al re por ted a fe tus in 38 we eks
of ges ta ti on with body stalk ano maly who di ed 30
mi nu tes af ter ce sa re an sec ti on.9 Only a few in fant
with body stalk ano maly ha ve be en sa ved and the
con di ti on is still ge ne rally con si de red fa tal be ca u -
se of the se ve re pul mo nary hypop la si a.10

Body stalk ano maly is di ag no sed by two-di -
men si o nal and thre e-di men si o nal ul tra so nop -
raphy, mostly in the se cond tri mes ter of preg nancy
du ring ges ta ti o nal age da ting. It can al so be di ag -
no sed du ring first tri mes ter 5.  In the li te ra tu re the -
re is a re port of a ca se that is di ag no sed du ring 9
we eks of ges ta ti on.11 The re are ca ses which ha ve
be en di ag no sed au topsy.12 In our ca se; mul tip le
ano ma li es we re de tec ted du ring ul tra so nop raphy
scan ning be fo re the ra pe u tic abor tus. The fi nal di-
ag no sis as body stalk ano maly was ba sed on au-
topsy fin dings.

This ca se re port pro vi des a shortly re vi ew of
body stalk ano maly, inc lu ding the di ag no sis, pat -
ho ge ne sis, prog no sis and as so ci a ted mal for ma ti -
ons. Omp ha lo ce le is a pro mi nent so nog rap hic
mar ker for this ano maly. Pre na tal de tec ti on of ab-
do mi nal wall ef fect as so ci a ted with se ve re sco li o -
sis, short um bi li cal cord sho uld alert the cli ni ci an
and pat ho lo gist to the pos si bi lity of body stalk
ano maly. 
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