Short-term surviving sirenomelia neonate followed
by a complex mesodermal malformation in a sibling
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DESCRIPTION

A surviving sirenomelia with renal agenesis was fol-
lowed by a caudal mesodermal malformation in a
subsequent pregnancy.

A 29-year-old prediabetic overweight woman was
diagnosed with fetal sirenomelia after an MRI study
following an inconclusive ultrasound at the 28th
week of pregnancy. Caesarean section was performed
for fetal distress at the 37th week gestation. The
neonate had a cardiac arrest after 32 h. The final diag-
nosis was sirenomelia with renal agenesis and other
midline defects (figure 1). The patient got pregnant
again 2 years later. Sonographic evaluation at the
19th week of pregnancy showed anhydramnios pos-
sibly due to renal agenesis, and abortion was induced
at the 19th week of gestation (figure 2). The final
diagnosis was complex mesodermal malformation.

Fetal and maternal karyotypes were normal.
Toxicology and molecular probes for maternal
coagulation Factors II and V, respectively (FII, FV)
and  5,10-methylenetetrahydrofolate  reductase
genes were normal.

The incidence of sirenomelia is 1/60 000 to
70 000 pregnancies." Chromosomal abnormalities
are rare. An association with maternal diabetes and
mesodermal anomalies has been observed.”

Evidence of involvement of the HLXB9 gene in
familiar sacral agenesis suggests a possible associ-
ation. Midline defects and sirenomelia can be
induced in the rat by drug toxicity.> Sonographic
diagnoses in the first trimester are rare; if anhy-
dramnios does not allow one to detect parallel
femoral bones, MRI is the investigation of choice
as it is less affected by anhydramnios than
sonography.

Sirenomelia can be associated with intrauterine
growth retardation, as well as renal dyplasia, a
single  umbilical  artery, = abdominal = and
tracheal-oesophageal defects, neural tube and heart
malformations. Only six survivals have been

reported. Pulmonary dysplasia due to renal agenesis
is the main cause of death. Survival to term with
renal agenesis has not yet been reported.

Figure 1
atresia. Panel 4: Amnion nodosum.

Panels 1 and 2: Sirenomelia front and back views. Panel 3: Autopsy shows double volvulus and rectal
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Learning points

» Neonatal survival of sirenomelia patients is possible even if
renal agenesis is diagnosed or suspected in utero. A final
diagnosis and prognosis are only tentative and should be
deferred to the neonatal period.

» Obesity and low glucose tolerance are significant risk factors
in the genesis of the mesodermal malformation complex.

» Complex mesodermal malformations can exceptionally recur
in subsequent pregnancies.
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Figure 2 Panels 1 and 2: Fetus front and side views. Panel 3:
Autopsy shows renal agenesis.
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