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ABSTRACT

Purpose: Agenesis of the septum pellucidum (ASP) is a very rare disease that can be
isolated or associated with other brain abnormalities. The neurological prognosis of
isolated ASP remains controversial. The aim of this study was to evaluate the clinical
outcome of neonates with ASP.

Methods: We retrospectively analyzed the medical records of 12 neonates with
isolated ASP or ASP combined with other brain abnormalities who were born at Cheil
General Hospital & Women's Healthcare Center between January 2007 and Decem-
ber 2017.

Results: Of the 12 neonates, six were identified prenatally and six were identified
postnatally. Isolated ASP was found in eight neonates; of these, four were detected an-
tenatally. ASP associated with other brain abnormalities was found in four neonates.
ASP was complete in nine neonates, including six with isolated ASP, and partial in
three, including two with isolated ASP. Six of the eight neonates with isolated ASP had
normal neurological development, except two who were lost to follow-up. Among
the four neonates with other associated brain abnormalities, two had delayed motor
development and a seizure, one had normal development, and one was lost to follow-
up. In all neonates, ophthalmological examination revealed no optic nerve abnor-
malities.

Conclusion: Isolated ASP seems to have a good neurological prognosis without ocular
problems. This result needs to be confirmed by larger prospective studies over a
longer developmental timeline.
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Table 1. Summary of Clinical Characteristics and Radiological Findings of Agenesis of the Septum Pellucidum

Follow-up duration/ Ophthal-

A BW T f
B Prenatal sonographic findings Postnatal radiologic findings ypeo neurological mological
no. (wk) (g) ASP o .
utcome evaluation
1 32" 1,220 ASP, small cystin the posterior  Isolated ASP Complete 20 mo/normal Normal
fossa
2 39" 2,830 ASP Isolated ASP Complete 2wk/follow-uploss Normal
3 40" 2,920 ASP Isolated ASP Complete 4 yr/normal Normal
4 40" 3,245 ASP Isolated ASP Complete 12 mo/normal Normal
5 26” 620 Non-specific Isolated ASP Partial 7 mo/expired due Normal
to sepsis
6 34" 2,465 Non-specific Isolated ASP Complete 12 mo/normal Normal
7 35 1,950 Non-specific Isolated ASP Partial 5yr/normal Normal
8 35" 2,160 Non-specific Isolated ASP Complete 12 mo/normal Normal
9 23" 595 Non-specific ASP with Complete 6 yr/generalized Myopia
1. Lateral and third ventricular dilatation delayed motor
2. Hypoplastic corpus callosum development
10 38" 3,050 ASP with ventriculomegaly ASP with lateral ventriculomegaly (both 13 Complete 2 wk/follow-uploss Normal
(both 11 mm) mm)
11 39" 3,235 ASP with ventriculomegaly ASP with Complete 4 yr/normal Normal
(Rt: 16.5 mm) 1. Asymmetric hypoplastic right optic nerve
2. Ventriculomegaly (Rt: 12 mm; Lt: 13 mm)
12 40" 3,870 Ventriculomegaly ASP with Partial 7 mo/atypical Normal

(Rt: 13; Lt: 14.6 mm)

1. Diffuse dilatation of ventricular system

infantile spasm

R/O cerebellar vermis hypoplasia 2. Hypoplastic corpus callosum

3. Hypoplastic cerebellum & enlarged cisterna

magna

Abbreviations: GA, gestational age; BW, birth weight; ASP, agenesis of the septum pellucidum; R, right; Lt, left.
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Figure 1. Cranial ultrasonography (A) and magnetic resonance images (B, C) showing isolated
complete agenesis of the septum pellucidum (arrows) in case 6.

Figure 2. Cranial ultrasonography (A) and magnetic resonance images (B, C) showing partial
agenesis of the septum pellucidum (arrows) with ventriculomegaly (arrowheads), hypoplastic
corpus callosum (empty arrowhead), hypoplastic cerebellar vermis, and enlarged cisterna magna
(empty arrow) in case 12.
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