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Triploid partial molar pregnancy 

and fetal neural tube defect detected 

through Down's syndrome screening 

F. QUINTIERI - R. IDOTTA <*l

Summary: A third case of triploid partial molar pregnancy with fetal neural tube and abdo
minal-wall defect, detected through maternal serum alphafetoprotein and hCG screening for 
Down's syndrome is reported. A 23-year-old woman had elevated serum alphafetoprotein and 
hCG levels at routine screening at the 16th week of gestation. Ultrasound examination suggested 
a fetal neural tube and abdominal-wall defect with thickened placenta. Amniocentesis was perfor
med. A triploid karyotype (69 XXY) was confirmed with standard cytogenetic analysis. Fetal 
neural tube and abdominal-wall defect was confirmed at the autopsy of the fetus. Placental 
hlStologywas consistent with a hydatlform mole. When serum alphafetoprotein and hCG are 
elevated, during screening for Down's syndrome, the poss伽Iity of a partial molar pregnancy with 
fetal malformation should be added to the differential diagnosis. 
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INTRODUCTION 

Of ten the classic ultrasound findings 
may not be present in the placenta of a 
partial molar pregnancy, especially in the 
first trimester of gestation. Consequently, 
prenatal diagnosis can be difficult. A 
third case of a triploid partial molar pre
gnancy with fetal neural tube and abdo
minal-wall defect more suspected initially, 
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as levels were elevated serum alphafeto
protein and hCG. Ultrasound examina
tion, amni?centesis ~ and. st�nda.�d cyt_o
genetic analysis confirmed the diagnosis. 

CASE REPORT 

A 23-year old woman, para 0000, at the 16th 
week of gestation underwent a maternal serum 
screening programme for Down's syndrome (mea
surement -of -unconjugated oestriol, human cho
rionic gonadotrophin and alphafetoprotein levels). 
The hCG level was 163.810 mIU (n.v. 6940 -
16320), alphafetoprotein 156 ng/ml (n.v. 18-32), 
oestriol unconjugated 1.3 ng/ml (n.v. 0.83-2.57). 
With the combination of these three parameters, 
the risk for Down's syndrome was 1:1933 while 
the risk for neural tube defect was 1 : 1. An 
ultrasound examination revealed a fetal neural 
tube and abdominal-wall defect. The placenta 
appeared thickened and contained multiple sono
lucent areas. Amniocentesis was performed for 
chromosome analysis. Presumptive diagnosis of 
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