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A Case of Edward Syndrome with Transient Megacystis Diagnosed
at the First Trimester Scan

Jong Ho Moon, M.D,, Yoon Ha Kim, M.D., Jong Woon Kim, M.D,, Hye Yon Cho, M.D,,
Hee Hyoun Moon, M.D,, Tae—Bok Song, M.D,

Department of Obstetrics and Gynecology, Chonnam National University Medical School, Gwangju, Korea

Edward syndrome is the second most common chromosomal anomaly which fetal mortality rate reaches upto 85%. We
describe a case of Edward syndrome detected by ultrasonographic finding at first trimester. Ultrasound examination at 12 (+4)
weeks of gestation showed increased nuchal translucency and fetal megacystis. Follow up ultrasound examination was done at
16 (+4) weeks of gestation, which showed complete resolved megacystis and multiple congenital anomaly; cerebellar vermis
defect, hypoplastic left heart syndrome and single umbilical artery. The pregnancy was terminated at 16 (+5) weeks of gestation.
A result of chromosomal study represent 47, XX, 18+, and autopsy showed cerebellar vermis defect, hypoplastic left heart
syndrome, cleft lip and plate, clenched hand and normal bladder. We report a case of Edward syndrome in which detected by
follow up of sonographic finding of an increased nuchal translucency and a fetal transient megacystis at the first trimester.
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Fig. 1. Ultrasound scan of nuchal translucency and fetal bladder at 12+4 weeks of gestation. (A) Increased nuchal
tranlucency, (B) color Doppler imaging shows the umbilical artery running allongside the fetal bladder.
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Fig. 2. Ultrasound scan of fetal cerebellum and heart at 16+4 weeks of gestation. (A) Cerebellar vermis defect. (B)

Hypoplastic left heart syndrome.

Fig. 3. Postmortem finding. (A) Cleft lip and palate. (B) Clenched hand (arrow).
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