Isolated large bilateral choroid plexus cysts
associated with trisomy 18
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Description

A 20-year-old woman at 18 weeks’ period of gestation was referred to the fetal medicine clinic in view
of ultrasound (USG) finding of large, irregular,
bilateral choroid plexus cysts (CPCs) measuring
16.2×7.9 mm in the right lateral ventricle and
14.4×7.4 mm in the left lateral ventricle. She had
no prior combined first trimester screening or
second trimester biochemical screening. A repeat
level II USG at our institution confirmed the finding
of large bilateral CPCs with no other structural
anomaly or soft markers seen (figure 1). She opted
for amniocentesis after genetic counselling in view
of the large-sized (>10 mm) bilateral CPCs. Quantitative fluorescence PCR report of amniotic fluid was
suggestive of trisomy 18. She subsequently underwent medical termination of pregnancy (MTP).
CPCs are noted in ~1%–2% of fetuses on USG
examinations in the second trimester and are rarely
symptomatic. CPCs appear as sonolucent spaces,
measuring 2–3 mm in diameter, in the echogenic
choroid plexus of the lateral ventricles of the brain.

CPCs are seen in about half of the fetuses with
trisomy 18, but only 10% of fetuses with trisomy
18 will have CPCs as the solitary identifiable indicator on USG.1 Even though the number of cysts
and the cysts’ distribution do not alter the risk, it
is seen that cysts with diameters <5 mm may not
be associated with aneuploidy, while large cysts
with diameter >10 mm may bear a higher risk of
aneuploidy.2 A detailed anatomical survey for other
markers of trisomy 18, such as cardiac abnormalities, clenched hands, strawberry head, talipes, early
fetal growth restriction and polyhydramnios, should
be performed in cases of CPCs noted on USG.
By the third trimester, as high as 90% of CPCs
generally disappear, and rarely they persist in
the postnatal period. There is no proven neurological injury or any concern with regard to cognitive/
motor behaviour associated with isolated CPC.
Hence, the parents need to be counselled and
reassured of an excellent prognosis in such cases.
The general consensus is that an isolated CPC
does not merit follow-up USG, and overall there
is no difference in obstetric management in these
cases.1 However, in this case, even though the
CPCs were an isolated finding on USG, on account
of the significantly large size of the choroid cysts
on either side, invasive prenatal genetic testing was
performed and trisomy 18 was detected.
Invasive genetic testing is usually not required
in case of an isolated CPC after thorough targeted
anomaly USG and biochemical screening for aneuploidy.3 In cases of CPC coupled with other anomalies, aneuploidy is expected in 2.1% of cases and
trisomy 18 is more often than not detected in all
such cases, making invasive testing necessary in
these cases prior to MTP. Due to lower detection
rates, non-invasive prenatal testing is not considered the best option in such cases. As previously
observed by Sasani et al2 and also highlighted in
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Figure 1 Ultrasound images of the fetal brain (axial
plane) shows presence of large choroid plexus cysts
measuring 16.2×7.9 mm in the right lateral ventricle (A)
and 14.4×7.4 mm in the left lateral ventricle (B).

1%–2% of fetuses and are rarely clinically
significant.
►► 10% of fetuses with trisomy 18 may have
choroid plexus cysts as the solitary identifiable
indicator on ultrasound.
►► While the number of cysts and the cysts’
distribution do not alter the risk of aneuploidy,
it is seen that large cysts with diameter >10 mm
may bear a higher risk of aneuploidy and can
merit invasive prenatal genetic testing.
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the current case, large CPCs (>10 mm in diameter), although
isolated, may be associated with aneuploidy, especially trisomy
18, and can merit invasive prenatal genetic testing.
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