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Triploid partial molar pregnancy
and fetal neural tube defect detected
through Down’s syndrome screening

F. QUINTIERI - R. IDOTTA ®

Summary:

minal-wall defect, detected through maternal serum alphafetoprotein and hCG

A third case of triploid partial molar pregnancy with fetal neural tube and abdo-

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
histology was consistent with a hydatiform mole. When serum alphafetoprotein and hCG are
elevated, during screening for Down’s syndrome, the possibility of a partial molar pregnancy with

fetal malformation should be added to the differential diagnosis.
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INTRODUCTION

Often 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, amniocentesis and standard cyto-
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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partial hydatiform mole with fetal malformation
was made. The pregnancy was terminated with
prostaglandin vaginal suppositories, followed by
curettage of the uterine cavity with no complica-
tions. Autopsy of the fetus showed hydrocefalia,
omphalocele, syndactyly and pliable low-set ears.
The heart presented a unique and dilated atrium.
Placental histology was consistent with focal
hydropic swelling of chorionic villi and moderate
trophoblastic hyperplasia. Conventional cytoge-
netic analysis on cultured amniocytes revealed a
69 XXY karyotype. Quantitative hCG levels
were followed weekly and the values decreased
progressively until a zero value was reached
after three weeks.

DISCUSSION

Molar pregnancy may be classified as
either a complete or partial mole based
on gross morphology, histopathology and
karyotype (*3).

Complete hydatiform moles, that occur
in 1 per 1200 pregnancies, present with
diffuse hydropic swelling of the chorionic
villi and diffused trophoblastic hyper-
plasia in the absence of an identifiable
embryo or fetus (*). Generally they have
a 46 XX or 46 XY karyotype and the
molar chromosomes are derived entirely
from paternal origin (°). Partial moles
occur in 1 per 10,000-100,000 pregnan-
cies and atre characterized by focal hydro-
pic swelling of chorionic villi, moderate
hyperplasia and identifiable embryos or
fetal structures (°). Usually they have a
triploid karyotype and the fetus presents
congenital anomalies associated with tri-
ploidy, including syndactyly, neural tube
and abdominal-wall defects (7). A cor-
rect diagnosis of partial hydatiform mole
is made before evacuation in only about
109% of the cases. Prenatally the more
common signs are vaginal bleeding and
absent fetal heart beat (709%) (°). Spe-
cific ultrasound findings in the placenta
may not always be present and levels of
hCG have been reported as high, low, or
normal (¥?). In triploid pregnancies that
are not partial moles, low levels of hCG
have been attributed to placental insuffi-
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ciency (). In our case, the levels of
hCG and alphafetoprotein were elevated
and associated with a neural tube and
abdominal-wall defect with triploidy, and
histologic features of hydatiform mole in
the placenta.

Only two other reported cases of a
partial molar pregnancy with an open
neural tube defect have been identified
through high levels of alphafetoprotein
and hCG during Down’s syndrome screen-
ing (11, 12).

Many molar pregnancies, complete or
partial, that have not presented clinically
before 15 weeks are detected through
Down’s syndrome screening (**). In con-
clusion, when serum alphafetoprotein and
hCG are elevated during screening for
Down’s syndrome, in absence of other
clinical signs or symptoms, a partial mole
with neural tube and/or abdominal-wall
defect should be suspected and included
in the differential diagnosis.
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