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A Pattern of Malformations in the First Trimester Ultrasound
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CASE

A 33-year-old woman, primigravida, with a medical history
of euthyroid autoimmune thyroiditis, was referred to our
prenatal diagnostic center due to suspicion of multiple
malformations detected during an ultrasound performed
at her obstetric appointment at 11 weeks of gestational
age. The obstetric ultrasound showed a thickened nuchal
translucency, an encephalocele [Figure 1] and a midline
defect including an omphalocele and ectopia cordis
[Figures 2 and 3].

Chorionic villus sampling was performed. Genetic analysis
revealed a normal karyotype (46, XY) and array of CGH
findings.

What is your initial diagnostic hypothesis?
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Figure 1: Obstetric ultrasound showing a thickened nuchal translucency in
a sagittal section (a) and an encephalocele (b, full arrow) in a transverse
section of the fetal head

Figure 2: Obstetric ultrasound: midline sagittal section of the fetal body
showing a midline defect with omphalocele (a, full arrow) and ectopia
cordis (b, dashed arrow), as evidenced with the use of colour Doppler

Figure 3: Obstetric ultrasound: transverse section of the midline defect
(a, full arrow) and ectopia cordis (b, dashed arrow) without (a) and with
(b) color Doppler
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