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Prenatal Diagnosis of Sirenomelia
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Sirenomelia is a rare and lethal congenital malformation. It is associated with a variety of anomalies and
oligo/anhydramniosis. We present a case of sirenomelia detected in early second trimester presenting
with anhydramniosis.
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Introduction
Sirenomelia is also known as "mermaid syndrome," because of the one lower extremity. It is a very rare malformation that is incompatible with life and an estimated incidence
of the sirenomelia is 1:60000.1 Sirenomelia is the most severe
form of caudal regression syndrome, in which the two lower
limbs are fused in a single abnormal limb. Sirenomelia sequence is associated with anorectal malformation, fusion of
inferior limbs, renal agenesis, severe vertebral anomalies, genital anomalies.2,3

nios. Fetal biometry was normal. Kidneys were dysplastic bilaterally and lateral ventricles were dilated minimally (atrial
diameter was 8.2 mm). Due to absent amniotic ﬂuid, anatomic
survey was very difﬁcult to perform. The parents were informed of the poor prognosis of anhydramnios at that age of
gestation and they elected termination of pregnancy.
Pregnancy was terminated with misoprostol induction and a
fetus weighting 120 g was delivered. We postnatally observed
that the lower limbs and feet of the fetus were fused (Figures
1A and 1B). The parents opted for a full autopsy. Autopsy revealed ﬁndings consistent with sirenomelia.

Prenatal diagnosis of the sirenomelia may be easier make
during the ﬁrst trimester than the second trimester, because
amniotic ﬂuid is relatively normal. In this period, source of
amniotic ﬂuid is amniotic membrane covering placenta and
umbilical cord. Ultrasonographic diagnosis of the sirenomelia
in second trimester may be prevented by severe oligohydramnios the, which is caused by renal agenesis or dysgenesis.
Most cases are diagnosed postnally.

Case Report
A 27-year-old woman, gravida 2 para 0 was referred to
Perinatology Unit of our hospital at 17 weeks of gestation for
evaluation of severe oligohydramniosis. Her previous pregnancy was terminated because of anhydramniosis at 17th gestational week. She had an operation for atrial septal defect; and
she is otherwise healthy. She and her husband were not relatives. She did not report any history of exposure to a teratogen.
Sonography revealed a single live fetus with anhydramHacettepe University Medical Faculty Department of Obstetrics and
Gynecology, Ankara
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Figure 1A: Macroscopic features of the affected fetus A: Black
arrow indicating fused lower extremities
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bladder agenesis; absence of the internal and external genitalia
except the gonads are noted nearly in all cases.2,3
Antenatal diagnosis of sirenomelia is difﬁcult. It is usually
suspected during second trimester with oligohydramnios related to renal dysgenesis or agenesis. But in this setting, severe
oligohydramnios makes the morphological assessment of the
fetus to become more difﬁcult. Therefore the diagnosis is usually made at autopsy. Amnioinfusion may be used to improve
sonographic assessment.11 MRI also can be utilized because it
is not affected from the diminished amniotic ﬂuid.12 During
ﬁrst trimester, the primary source of amniotic ﬂuid is amniotic
membrane, so ﬁrst trimester or early second trimester diagnosis of this rare sequence is preferable.4
Early diagnosis of sirenomelia is suspected in the presence
of fused lower extremities, bilateral renal agenesis or dysgenesis and single umbilical artery deriving from a persistent
vitelline artery. Color and power Doppler ultrasound was performed successfully and revealed the aberrant vasculature in
these fetuses.13 The main differential diagnosis is bilateral
renal agenesis and in these cases, Doppler ultrasound can be
conﬁdently used to differentiate this condition with other
causes of renal agenesis.14
Figure 1B: Magnified view of the fetus, black arrows indicating
fused long bones and feet

In conclusion, since it is almost invariably lethal, early diagnosis and termination of pregnancy at early weeks’ of gestation is important.

Discussion
Sirenomelia takes its name from the siren-like appearance
of the fusion of the lower extremities. The sequence is very
rare with an estimated incidence of 1 per 60,000 births.1 It affects predominantly male fetuses with a sex ratio of 2,7:1.4 It
occurs 100 to 150 times more frequently in monozygotic twins
than dizygotic twins or singletons.5 This malformation is
mostly lethal, survival is very rare in literature.6
The etiology is controversial but there are hypotheses
about vascular disruption and caudal embryo damage.2 Other
theories of teratogenic exposure like retinoic acid, cocain and
association with diabetes mellitus have been described based
on cases.7-10
Sirenomelia sequence may be divided into three groups
based on the number of the feet present: symelia apus (the
most common type, feet are absent), symelia unipus (presentation of one foot) and symelia dipus (two distinct feet but are
malrotated).7 According to Stocker’s classiﬁcation, seven variants may be identiﬁed.3
The sirenomelia sequence combines in all cases anorectal
atresia and fusion and rotation of the lower limbs. Urinary
tract anomalies consisting of renal agenesis or dysplasia and

Sirenomelide Prenatal Tanı
Sirenomeli nadir ve ölümcül bir konjenital malformasyondur.
Çeşitli anomaliler ve oligo/anhidramniyozis ile ilişkilidir. Bu olgu
sunumunda, merkezimize erken ikinci trimesterde anhidramniyozis ile başvuran bir sirenomeli vakasını sunuyoruz.
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