
he Currarino syndrome is a relatively rare inherited disorder and
consists of an anorectal malformation, sacral bone anomalies and a
presacral mass.1 The syndrome may be complete if all 3 anomalies

are present, or incomplete if the triad is associated with only 1 or 2 defects.2,3

A positive family history is supportive of the diagnosis; however, if the fa-
mily history is negative for the Currarino triad, the diagnosis cannot be ex-
cluded.4 Any variation of a sacral bony defect may confirm the diagnosis.
We reported a case of Currarino syndrome in a 12-year-old girl. The diag-
nosis was established with anal atresia with rectovestibular fistula, sacral
bone hypoplasia, infrasacral midline mass (tricholemmal cyst), spina bifida,
and agenesis of the right 12th rib. This case was reported to contribute to
the literature since the patient had rare features in addition to the known
components of the syndrome.
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The Currarino Syndrome: A Case Report of
an Uncommon Presentation:

Differential Diagnosis

AABBSS  TTRRAACCTT  The Cur ra ri no tri ad is a comp lex ano maly con sis ting of an ano rec tal mal for ma ti on, a
sac ral bo ne de fect and a pre sac ral mass. It was first des cri bed in 1981 and ap pro xi ma tely 250 ca ses
ha ve be en re por ted to da te. We re port a ca se of Cur ra ri no syndro me in a 12-ye ar-old girl. The di-
ag no sis was es tab lis hed with anal at re si a with rec to ves ti bu lar fis tu la, sac ral bo ne hypop la si a, in fra -
sac ral mid li ne mass (tric ho lem mal cyst), spi na bi fi da, and age ne sis of the right 12th rib. This case was
reported to contribute to the literature since the case contains rare findings (costal agenesis, spina
bifida and tricholemmal cyst) in addition to the known features of the syndrome. 

KKeeyy  WWoorrddss::  Anus, im per fo ra te; sac ro cocc yge al re gi on; con ge ni tal ab nor ma li ti es

ÖÖZZEETT  Cur ra ri no tri a dı, ano rek tal mal for mas yon, sak ral ke mik de fek ti ve pre sak ral kit le den olu şan
bir komp leks ano ma li dir. İlk de fa 1981 yı lın da ta nım lan mış ve gü nü mü ze ka dar yak la şık 250 ol gu
bil di ril miş tir. Bu ma ka le de 12 ya şın da Cur ra ri no sen dro mu ta nı sı alan bir kız ol gu su nul mak ta dır.
Ta nı rek to ves ti büler fis tül lü anal at re zi, sak rum hi pop la zi si, in fra sak ral kit le (tri ko lem mal kist),
spi na bi fi da ve sağ 12. kot age ne zi  ile konmuştur. Bu olgu sen dro mun bi li nen özel lik le ri ne ek olarak
sey rek rast la nan bu bul gu la rın vur gu lan ma sı ama cıy la olgu sunulmuştur.

AAnnaahh  ttaarr  KKee  llii  mmee  lleerr:: İmper fo re anüs; sak ro kok si ge al ano ma li; kon je ni tal ano ma li
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CA SE RE PORT

A 12-ye ar-old girl presented to the out pa ti ent cli -
nic of pe di at ric sur gery with rec to ves ti bu lar fis tu -
la. The pa ti ent had received the di ag no sis du ring
the new born pe ri od. The vestibule fistula was di-
lated at that time; she occasionally had constipa-
tion, defecation from the fistula and urinary tract
infection once. The de fi ni ti ve tre at ment of the
pa ti ent had be en post po ned untill that age by the
pa rents sin ce the pa ti ent had no ma jor comp la int
and was from a fa mily with low so ci o e co no mic
le vel. The physi cal exa mi na ti on revealedand a
partially mobile 3x2 cm infrasacral mass bimanu-
ally palpable. The pa ti ent and her fa mily we re
not awa re of the mass. The la bo ra tory results of
the ca se we re nor mal and the di ag no sis of Cur ra -
ri no syndro me was ma de. On the ab do mi no pel vic
ro ent ge nog rams, ske le tal ano ma li es were present

such as the ab sen ce of 12th rib on the right, spi na
bi fi da at the 1st sac ral ver teb ra, and age ne sis of
the 4th sac ral ver teb ra e and the coccyx (Figure 1).
Retrograde non-ionic contrast medium was ad-
ministration of for colonic dilatation; anal canal
and rectum were visualized and were evaluated
as normal. In addition to the above described
pathological findings an isolated, well-circum-
scribed 2 x 2 x 2 cm mass of cystic nature was de-
tected in MRI examination at the midline inferior
to sacral vertebrae and posterior to anorectal
junction in the fatty tissue which was isointense
with the muscle tissue in T1 weighted sequences,
hyperintense in T2 weighted sequences and non-
supressed in fat-supressed sequences (Figure 2).
Cytogenetic analysis revealed no quantitative or
structural anomaly. 

The di ag no sis of Cur ra ri no syndro me was ma -
de with the fin dings of physi cal and ra di og rap hic
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FIGURE 1: (A) PA plain abdominal roentgenogram shows agenesis of the 12th rib on the right side, lumbalization and spina bifida at the 1st sacral vertebra. (B)
Lateral sacral roentgenogram shows agenesis of the 4th sacral vertebrae and coccyx.



exa mi na ti on. The infrasacral mass was excised and
pos te ri or sa git tal ano rec top lasty we re per for med in
the sa me ses si on; the patient was well at one ye ar

fo low-up. The histopathologic examination of the
infrasacral cyst revealed a di ag no sis of tric ho lem -
mal cyst of be nign na tu re which was com po sed of
epi der mis and fib ro us stro ma, lac king ne u ral ele -
ments and cir cums cri bed with squ a mo us epit he li -
um.

CONCLUSION
Cur ra ri no syndro me is an au to so mal do mi nant di s-
e a se of which the di ag no sis is ma de by the tri ad of
ano rec tal mal for ma ti on, pre sac ral mass and sac ral
ano maly.1-5  The fin dings de mons tra te dif fe ren ces
in so me ca ses.2,3 The di ag no sis of in comp le te ca ses
may be de layed un til adult ho od.2,3 A po si ti ve fa mily
his tory is sup por ti ve of the di ag no sis; ho we ver, if
the fa mily his tory is ne ga ti ve for the Cur ra ri no tri -
ad, the di ag no sis can not be exc lu ded.2,3  Hen ce,
scre e ning of pa rents and sib lings of the pa ti ent re-
vealed no symptoms or fin dings indicative of the
syndro me and sac ral x-rays of the fa mily mem bers
we re nor mal. The car yoty pe of our pa ti ent was al -
so nor mal. Ce li a et al we re not ab le to de tect
HLXB9 mu ta ti on in 5 ca ses inc lu ding a se ri es of 29
pa ti ents.2

Cli ni cal ma ni fes ta ti ons of the Cur ra ri no syn-
dro me are ex tre mely va ri ab le and not all com po -
nents of the clas sic tri ad ne ed to be pre sent. Its
very first ma ni fes ta ti on re a li zed at birth is fre qu -
ently ano rec tal mal for ma ti on. The most fre qu ent
type of ano rec tal ano ma li es is the rec to pe ri ne al
fis tu la. Ot her anal mal for ma ti ons inc lu de anal at -
re si a, ano rec tal ste no sis, an te ri orly pla ced anus,
rec tal dup li ca ti on, and fis tu la e (rec to u ret hral,
rec to va gi nal, rec to ve si cu lar).1-5 Ne o na tal-on set
bo wel obs truc ti on, chro nic cons ti pa ti on, re -
nal/uri nary tract ano ma li es, gyne co lo gi cal ano m-
a li es, and tet he red spi nal cord are the common
manifestations of the condition.2-5 

The pre sac ral mass may be fre qu ently an te ri -
or me nin go cel or pre sac ral te ra to ma, ra rely ne u ro -
en te ric cyst, der mo id-epi der mo id cyst or very
ra rely anot her be nign tu mo ral le si on (tric ho lem -
mal cyst) li ke in our ca se.1-5 Pre sac ral mass is not
al ways presented in every Cur ra ri no syndro me ca -
se or it may be lo ca li zed any whe re ne igh bo ring the
sac rum. Although mas ses ne igh bo ring the sac rum
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FI GU RE 2: Pelvic MRI of the patient. Sagittal (A) and axial (B) SE T2 WI
show agenesis of the coccyx and a well-defined, thin-walled cystic mass with
a 2 cm diameter at the midline inferior to sacral vertebra and posterior to
anorectal junction. 
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which do not pro du ce any pres su re ef fect may per-
sist asym pto ma ti cally until adult ages, so me ca ses
which be co me overt with pres su re fin dings and ha -
ve ma lignant trans for ma ti on ha ve al so be en re por -
ted.2,4 The re fo re, Cur ra ri no syndro me sho uld be
in ves ti ga ted in chil dren with ano rec tal mal for ma -
ti on and/or cons ti pa ti on. 

Dif fe rent types of sac ral age ne sis ha ve be en
des cri bed and clas si fi ed in to the fol lo wing ca te go -
ri es:5

I) To tal sac ral age ne sis with nor mal or short
trans ver se pel vic di a me ter and as so ci a ted with age-
ne sis of so me lum bar ver teb ra e.

II) To tal sac ral age ne sis wit ho ut in vol ve ment
of lum bar ver teb ra e.

II I) Sub to tal sac ral age ne sis or sac ral hypo de -
ve lop ment (with S1 pre sent).

IV) He mi sac rum.

V) Cocc yge al age ne sis.

Type III sac ral age ne sis was pre sent in our ca -
se ac cor ding to this clas si fi ca ti on. In ad di ti on to
sac ral ano ma li es re por ted in the li te ra tu re in Cur-
ra ri no syndro me, cos tal ano ma li es we re re por ted
very ra rely. The cos tal ano ma li es we re sta ted as
cos tal fu si on, su per nu me rary ribs and ac ces sory
ribs in the li te ra tu re.2,3,5 and it was cha rac te ri zed as
uni la te ral cos tal age ne sis in our ca se. 

In conc lu si on, cos tal age ne sis, spi na bi fi da and
tric ho lem mal cyst which we tho ught not to be re-
por ted pre vi o usly we re pre sen ted in a girl with
Cur ra ri no syndro me in this ar tic le. In the di ag no -
sis and in ves ti ga ti on of Cur ra ri no syndro me, pla in
ra di og raphs sho uld be the first li ne exa mi na ti on
met hod to de tect sac ral ano ma li es and ot her as so -
ci a ted ske le tal ano ma li es in the early di ag no sis.
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