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Prenatally Diagnosed Limb Agenesis in 
A Case of “Limb Body Wall Complex” 

At 18th Week of Gestation

ABSTRACT A case of gastroschisis and kyphoscoliosis at 18th week of gestation was further
investigated and was found that he has lower limb agenesis and described as “limb body wall complex”.
Prenatal ultrasonography is an important tool to diagnose important syndromes such as “limb body
wall defect” which is incompatible with life.
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ÖZET Gastroşizis ve kifoskolyoz olan bir olgu onsekizinci gebelik haftasında detaylı incelenerek alt
ekstremite agenezine sahip olduğu tespit edilmiş ve “ekstremite vücut duvarı kompleksi” tanımlan-
mıştır. Prenatal ultrasonografi bunun gibi yaşamla bağdaşmayan anomalilerin tanımlanmasında önemli
bir yere sahiptir.
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OLGU SUNUMU   

he Limb Body Wall Comp lex (LBWC) is a ra re poly mal for ma ti ve syn-
dro me. It is ge ne rally de fi ned as con sis ting of two of the thre e fol lo -
wing ab nor ma li ti es: a) mye lo me nin go ce le and/or ca u dal reg res si on,

b) tho ra co- and/or ab do mi nosc hi sis and c) limb de fects.1 The ca u se of the
limb body wall comp lex is con tro ver si al. The re are dif fe rent the o ri es abo ut
this ab nor ma lity. The prog no sis for in fants with limb body wall comp lex is
uni ver sally fa tal. He re in, we pre sent a ca se of LBWC de tec ted in early preg-
nancy vi a pre na tal ul tra so nog raphy.

CA SE RE PORT
A 26-ye ar-old pri mig ra vi da wo man was re fer red for furt her in ves ti ga ti on at
18 we eks’ ges ta ti on be ca u se of fe tal gas trosc hi sis and kyphos co li o sis. A re-
vi ew of the his tory re ve a led that the pa rents we re both he althy. The mot -
her did not re port any past his tory of me di cal prob lems or re cent in fec ti o us
epi so des. In ad di ti on, she had no ex po su re to te ra to ge nic agents such as co-
ca i ne, to bac co or al co hol. The fa mily his tory was al so non con tri bu tory.
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A le vel II so nog rap hic exa mi na ti on re ve a led
an te ri or body wall de fect thro ugh which who le ab-
do mi nal or gans prot ru de and flo a ting in the am ni -
o tic flu id and al so ha ving kyphos co li o sis (Fi gu re 1).
Ad di ti o nally, left lo wer limb age ne sis (Fi gu re 2)
and ve si cal exs trophy we re di ag no sed. Fe tal kid-
neys and di ap hragm co uld not be vi su a li zed. Um-
bi li cal cord was con sis ting of thre e ves sels. Fe tal
growth was con sis tent with ges ta ti o nal age and no
ot her fe tal ab nor ma lity was de tec ted. Am ni o cen -
te sis re ve a led a 46, XY kar yoty pe. Un der the di ag -
no sis of LBWC pa rents are in for med abo ut this
ano maly. Be ca u se of the po or prog no sis, the co up -

le cho se to gi ve up the baby. Ter mi na ti on was un-
der ta ken sub se qu ently.

Af ter abor ti on, di ag no sis con fir med as limb
body wall comp lex, inc lu ding; lar ge an te ri or ab do -
mi nal wall de fect, kyphos co li o sis, ve si cal exs trophy
and to tal left lo wer limb age ne sis (Fi gu re 3). Al so,
um bi li cal cord was short (12 cm) and had thre e ves-
sels. An in for med con sent was ta ken from the co -
up le abo ut the use of pho tog raphs. 

DIS CUS SI ON
The in ci den ce of limb body wall comp lex is 1 in
14.273 li ve births.2 The pat ho ge ne sis of limb body
wall comp lex is unc le ar. Thre e ge ne ral pat ho ge nic
mec ha nisms ha ve be en an ti ci pa ted for this mal for -
ma ti on: am ni on rup tu re, vas cu lar dis rup ti on, and
emb ryo nic mal for ma ti on.3-6 An early rup tu re of
the am ni on with mec ha ni cal com pres si on bet we -
en the 3-5th emb ryo nic we eks is most ac cep ted the-
ory.3,5 The ot her one is the vas cu lar dis rup ti on
the ory.3,6 Mal for ma ti on of the body stalk re sul ting
from a de fect in the germ disc le ads to an ab nor mal
body fol ding and am ni o tic ca vity for ma ti on and a
fa i lu re to ob li te ra te the ex tra emb ryo nic co e lom.

FIGURE 1: Sonographic appearance of limb body wall complex anomaly.
Spinal column of the fetus can be observed. There is marked kyphoscoliosis
(White arrows).

FIGURE 2: Detailed anatomic parts of the fetus can be seen (H: Head, T:
Thorax, F: Right femur, A: Abdominal organs; liver and intestines). It is clear
that left limb is absent below the pelvic level.

FIGURE 3: Picture of the fetus after abort. Anterior wall defect of fetus through
which liver and intestines protrude is seen (A: Absent limb, L: Liver). Also left
lower limb is totally absent.
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This exp la ins the ab sent or short um bi li cal cord
and bro ad in ser ti on of the am ni o-pe ri to ne al mem-
bra ne on to the pla cen tal cho ri o nic pla te.5

Limb de fects in LBWC are fo und in 96% of the
ca ses and inc lu de club fo ot (32%), oli go dactyly
(12%), art hrogr ypo sis/web (12%), ab sent limb
(9%), sing le fo re arm bo ne (8%), sing le lo wer leg
bo ne (6%), pse u dosy ndactyly (5%), split hand/fo ot
(5%), ra di al/ul nar hypop la si a (4%), ro ta ti o nal de-
fect (4%), and pre a xi al poly-dactyly (3%).6Al so in-
ter nal mal for ma ti ons in LBWC are fo und in 95%
of the ca ses and con ta in car di ac ano ma li es (43%),
ab sent di ap hragm (74%), ab nor mal pul mo nary lo -
bu la ti ons (50%), gas tro in tes ti nal (100%), tri lo bu la -
ted li ver (4%), polys ple ni a (4%), ab sent gall blad der
(29%), re nal (65%) and uro ge ni tal ab nor ma li ti es
(56%).7

To tally ab sent lo wer limb se en in our LBWC
ca se, to the best of our know led ge ha ve not be en
des cri bed ear li er. Left limb is ab sent from the le vel
of pel vis and fol ding of the ver teb ral co lumn is se -
en which re sults the di ag no sis of the kyphos co li o -
sis.

Be ca u se the LBW comp lex is in com pa tib le
with li fe, it is im por tant to di ag no se this ab nor ma -
lity pre na tally, and to dif fe ren ti a te them from ot -
her an te ri or ab do mi nal wall de fects. In our ca se,
the ab do mi nal de fect and kyphos co li o sis we re ini-
ti ally sus pec ted by anot her obs tet ri ci an, but the na-
tu re of the ac cu ra te di ag no sis had not be en ma de.
The re fo re, a ca re ful ul tra so und sur vey of fe tal
limbs, he ad and fa ce is man da tory when cyto ge ne -
tic analy sis is nor mal in fe tu ses with ab do mi nal
wall de fects.
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