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VENTRICULOMEGALY: Unilateral or bilateral dilation of lateral central ventricles observed in the standard transverse section of the brain.
Severity: Based on ventricular dilation- Mild (10-12mm), Moderate (13-15mm), severe (>15mm)1

Prevalence: 0.15% in second trimester, more in males, 50-60% unilateral2,3

Pathologic causes: Idiopathic, chromosomal disorders, genetic syndromes, congenital infections, intracranial hemorrhage, ischemic injury, cortical malformations, migration
abnormalities, structural abnormalities.
Post diagnostic evaluation: Comprehensive sonographic evaluation

Diagnostic amniocentesis (for chromosomal assay, AFP & ACE, PCR for CMV, toxoplasma, Zika virus)
MRI
Follow up scans to assess progression or regression.

Prognosis: In isolated mild and moderate cases, neurodevelopmental delay in 10% of cases4.
Timing of delivery: based on standard obstetric indication.
Route of delivery: fetus with normal head circumference may undergo vaginal delivery with cesarean delivery reserved for obstetric indications
Recurrence rate: 4-50% depending upon the cause.

CONCLUSION

Most of the children with isolated mild and even moderate ventriculomegaly have normal outcome. Neurologic,
motor and cognitive impairment are more likely with more severe ventriculomegaly and when associated CNS or
non CNS anomalies are present. Persistence or progression is an additional poor prognostic finding. But
thorough evaluation in the form of detailed sonographic examination, infection screen where indicated and
karyotyping is must for reassurance and accurate counselling of the parents.
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CASE A

PRESENTATION: G2P1L1 at 32 weeks of
gestation with bilateral mild fetal
ventriculomegaly (11.4mm ,10.2mm) on
ultrasound.
MRI fetal head –Focal unilateral dilatation of
temporal and occipital horn of left lateral
ventricle; likely transient obstruction of
foramen of Monro.
Karyotyping-normal
OUTCOME: FTND after spontaneous onset
of labor at 40 weeks gestation, girl child of
3.66 kg with Apgar of 8,9, alive and healthy.
Postnatal ultrasound- normal.
Baby is 3 months old now and is doing well!

CASE B

PRESENTATION: Primigravida at 26 weeks
gestation with ultrasound suggestive of bilateral mild
and moderate ventriculomegaly (14.4mm, 10.4mm)
Follow up scans showed progression of ventricular
dilatation to 16.6mm
MRI fetal head- similar findings
Karyotyping-normal
OUTCOME: Elective LSCS at 39 weeks gestation,
girl child of 2.6kg with Apgar of 8,9
Postnatal ultrasound – ventricular dilation
Baby is 7 months old now, under follow up with
normal development till date !

CASE C

PRESENTATION: Primigravida at 30 weeks
gestation with moderate ventricular dilation.
(14.6mm, 13.9 mm)

Karyotyping-normal
MRI-not done

OUTCOME: Emergency LSCS AT 39 weeks
gestation in view Of FGR with fetal distress,
boy child of 1.88 kg with APGAR OF 6,7
Post natal ultrasound-normal
Baby is 4 months old now and doing well!
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Clinical History:
• A 33-year-old G2P1L1 female, 

presented for her routine ante-natal 
follow-up scan. 

• No history of ingestion of any specific 
drugs/ exposure to toxin.

• No family/ past history of congenital 
defects.

Ultrasonographic Findings:
• A large, mixed echogenicity mass, 

measuring approx. 63x58mm is noted 
arising from the occiput, through a 
defect, measuring 33mm. Figure- A,B, C.

• Normal facial profile, without any cleft 
deformity.

• Normal biparietal diameter, head 
circumference; normal spinal evaluation

Discussion:
• A part of the cranium does not develop completely, as a result of which there is 

protrusion of brain tissue, meninges outside. This is a post-neurulation defect is 
skeletogenesis. 1

• Occiput is the most common site for occurrence of encephalocele.  2
• While the reports on the causative factors is inconclusive but a few of them are:

1. Genetic: MTHFR gene, PGDFRA, PAX-1 are contributory.
2. Toxins: Aflatoxin

• Classification of encephalocele: 3
These should be categorised in a way which would help the pediatric neurosurgeon in 
planning operative steps.

TREATMENT:
1. In-utero: Abortion.
2. Post-delivery 
• Direct excision of encephalocele
Repair of encephalocele.
• Gliotic, non-viable tissue is removed.
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Differential Diagnosis:
1. Teratoma- predominantly solid
2. Cystic hygroma- predominantly cystic.
3. Branchial cleft cyst.
4. Iniencephaly
5. Hemangioma
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This case report concerns a 27 years old, 
primigravida who came at 16 weeks and 3 days of 
gestation. She had a history of non-consanguineous 
marriage. It was a spontaneous conception and she 
did not come to know about her pregnancy even after 
3 months of amenorrhea since she had irregular 
menstruation. She had not taken any folic acid 
supplementation. On ultrasound, the fetus showed the 
absence of calvarial bones. The cerebral hemispheres 
were visible above the orbits, on a frontal and 
midsagittal view of the fetal head (figure 1). The 
cerebral hemispheres were freely floating in the 
amniotic cavity (figure 2). The cerebellum and 
brainstem were poorly defined. Prominent bulging 
eyeballs were seen on the frontal fetal profile (figure 
1). The findings were suggestive of Exencephaly and 
she was advised for the termination of pregnancy as it 
is a lethal anomaly.

Neural tube defects have a wide spectrum of 
presentation, ranging from mild spina bifida to as 
severe as anencephaly. Exencephaly is considered to 
be the precursor of anencephaly. Early and accurate 
diagnosis of such defects with ultrasound can help in 
prognostication and proper management of ongoing 
pregnancy.

Exencephaly is a lethal anomaly. It 
can be diagnosed at a first trimester 
scan. Awareness regarding the 
importance of appropriate first 
trimester ultrasound should be 
emphasised.
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Exencephaly is a type of neural tube defect. It is a congenital 
malformation along a spectrum that includes acrania-
exencephaly-anencephaly sequence.1,2 In the early phase such 
defect, the cerebral hemispheres have not yet been destroyed and 
are visible floating above the orbits in the amniotic fluid. This 
stage is called exencephaly. The full-blown anomaly—
anencephaly—is characterised by the complete absence of the 
brain parenchyma due to progressive destruction of the exposed 
fetal brain by chemical and traumatic insults in the amniotic fluid. 
This type of deformity may occur due to the failure of a portion of 
the neural tube to close or reopening of a region of the tube after 
successful closure. It has been linked with a folate deficiency 
status as well as with homocysteine metabolism errors. 
Exencephaly can also occur due to Amniotic band syndrome.3 

Ultrasound findings of exencephaly include absent or poorly 
formed cranial vault, brain tissue herniating or dangling in 
amniotic fluid, brain tissue may be attached to the amniotic band.4 

Although the mineralization of the skull is not well established 
until after 10 weeks, there have been cases of prenatal diagnosis 
as early as 9 weeks, 3 days.1 First-trimester ultrasound findings of 
exencephaly include decreased size of the cranial pole compared 
with the chest, dorsally bulging cranial pole, irregularity of the 
surface of the cranium and echogenic amniotic fluid.1,2

Figure 1  

Coronal view 
showing dangling 
cerebral 
hemisphere besides 
prominent orbits. 

Figure 2 

Sagital view 
showing freely 
floating cerebral 
hemispheres in the 
amniotic cavity. 

Exencephaly is essentially a fatal 
condition and it is incompatible with 
extrauterine life. Depending on local 
laws, termination of pregnancy is 
advised to the parents.



• INTRODUCTION: Isolated septal agenesis is a rare cerebral anomaly and is a diagnosis of exclusion. The more sinister 
end of the spectrum - Septo optic dysplasia(SOD) has to be ruled out which needs a systematic detailed fetal imaging 
before reassuring the couple.

• DISCUSSION: Septo optic dysplasia(SOD)/ De Morsier syndrome occurs in about 1 in 
50000 newborns. Usually sporadic, it is rarely also known to occur in an autosomal 
recessive pattern. Few genes associated include HESX1, OTX2, SOX2.

• Postnatally it can cause nystagmus, seizures, delayed development and abnormal 
movements.

• Investigations include a detailed history, a neurosonogram, MR. Isolated studies have 
evaluated maternal serum estriol and pituitary hormones by cord blood sampling.

Septo Optic Dysplasia/ Isolated Septal Agenesis- How Sure Are We?
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CASE REPORT:
Primi, 29 year old was referred at 30weeks for 

absent CSP. Growth was normal.
Our neurosonogram revealed an absent CSP, 
normal CC, and a hypo plastic optic chaism 

confirmed by MR.

ABSENT CSP

OPTIC CHIASM
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OPTIC CHIASM-MR
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CALLOSUM

CONCLUSION: The diagnosis of isolated agenesis of CSP cannot be made without a detailed prenatal imaging, also 
requiring postnatal neuro-ophthalmic and functional evaluation. Imaging of the optic apparatus plays a pivotal role in patient 

counselling regarding SOD prognosis and confirming isolated septal agenesis which also may have a guarded prognosis 
in 1 out of 4 cases. 
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