Quiz 219

What is your diagnosis?

A 31-year-old patient presented for routine first trimester antenatal screening at 11 weeks 5 days. On ultrasonographic examination,
crown-rump length: 58 mm, nuchal translucency: 1.3 mm, and nasal bone and tip were present. The lower limbs were observed as
fused (Figure 1, 2). A single umbilical artery, and an intra-abdominal septated cystic mass was seen.

The patient (gravida 3, para 1, abortion 1) had no history of diabetes mellitus. There was no consanguinity. She did not use alcohol
or illicit drugs, but consumed tobacco (5 cigarettes per day). She had a child with Wilms’ tumor, with no mutations of the WT1 gene.
Hematologic and biochemical parameters were all within the normal range. The combined test result of the patient was normal.
Chorionic villus sampling was performed, and the result reported as normal.

The patient was hospitalized at 13 weeks and 4 days for termination of the pregnancy. Misoprostol was used for medical abortion.
On physical examination, the fetus had fused lower limbs with no feet like a tail, absent external genitalia, imperforate anus, and a
single umbilical artery (Figure 3, 4). The upper extremities were morphologically normal. Autopsy was performed. At autopsy, the

external examination revealed imperforate anus, absent external genitalia, single umbilical cord, and fusion of lower extremities.
Bilateral renal agenesis was also noted at autopsy.

Figure 1. The lower limbs observed as fused Figure 2. Sagittal view of the fused lower limbs
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Figure 3. Photography of the fetus showed imperforate
anus

Figure 4. Photography of the fetus showed fused lower
limbs, like a tail with no feet, absent external genitalia, and
single umbilical artery

Answer

Sirenomelia or mermaid syndrome, is a congenital deformity.
The prevalence is estimated to be one in 100.000 live births
(1). Sirenomelia is a fatal congenital defect with characteristic
features of partial or complete fusion of the lower limbs
accompanying various other anomalies such as bilateral renal
agenesis or dysgenesis, an imperforated anus and absence

of the rectum, absence of the sacrum and other vertebral

defects, absence of both external and internal genitalia, and
oligohydramnios. Oligohydramnios is usually the first sign of
this syndrome in the second trimester. Early detection of this
syndrome prenatally is very rare (2,3).

Although rare cases of sirenomelia may survive for a short time
(4-6), sirenomelia is a fatal congenital defect, and pregnancy
termination should be offered to the parents. Sirenomelia can
be associated with diabetes mellitus (7), teratogen exposure
(8), and drug abuse (5). In our case, the patient used tobacco
during pregnancy. Diagnosis of sirenomelia is usually made
during the second trimester of pregnancy, the alerting sign is
mostly oligohydramnios. Due to oligohydramnios, evaluation of
fetus is more difficult than in the first trimester. First trimester
diagnosis of sirenomelia is more important because this is a
fatal anomaly. Accordingly, first trimester screening of limb
defects is important to catch sirenomelia. Our literature search
demonstrated that only a few cases of sirenomelia have been
diagnosed in the first trimester. We suggest routine screening of
extremities in the first trimester.

[Iknur Adanir, Ayse Filiz Gokmen Karasu, Banu Dane

Department of Obstetrics and Gynecology, Bezmialem Vakif
University Faculty of Medicine, istanbul, Turkey

References

1. Kallen B, Castilla EE, Lancaster PA, Mutchinick O, Knudsen
LB, Martinez-Frias ML, et al. The cyclops and the mermeid: An
epidemiological study of two types of rare malformation. J Med
Genet 1992; 29: 30-5.

2. Singh C, Lodha P, Arora D, Prabhu Sharma A, Kaul A. Diagnosis of
sirenomelia in the first trimester. J Clin Ultrasound 2014; 42: 355-9.

3. Liao YM, Li SL, Luo GY, Wen HX, Ouyang SY, Chen CY, et al. Routine
screening for fetal limb abnormalities in the first trimester. Prenat
Diagn 2016; 36: 117-26.

4. Rigon G, Vallone C, Silvestri E, Signore F. Short-term surviving
sirenomelia neonate followed by a complex mesodermal
malformation in a sibling. BMJ Case Rep 2013; 29 :1-3.

5. Samal SK, Rathod S. Sirenomelia: The mermaid syndrome: Report
of two cases. J Nat Sci Biol Med 2015; 6: 264-6.

6. Messineo A, Innocenti M, Gelli R, Pancani S, Lo Piccolo R, Martin
A. Multidisciplinary surgical approach to a surviving infant with
sirenomelia. Pediatrics 2006; 118: 220-3.

7. Twickler D, Budorick N, Pretorius D, Grafe M, Currarino G. Caudal
regression versus sirenomelia: sonographic clues. J Ultrasound
Med 1993; 12: 323-30.

8. Tica OS, Tica AA, Brailoiu CG, Cernea N, Tica VI. Sirenomelia after
phenobarbital and carbamazepine therapy in pregnancy. Birth
Defects Res A Clin Mol Teratol 2013; 97: 425-8.



