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ABSTRACT

Schizencephaly is an extremely rare congenital structural
disorder presented in 1.54/100,000 births. In this article, we
present one of the few cases of schizencephaly reported in
Colombia, in which the linguistic barrier and the lack of
resources made the differential diagnosis a challenge. The
patient presented to the emergency department with focal
impaired-awareness seizures associated with an inability to
speak since birth. On physical examination, it was evident
the loss of cephalic support, mental retardation, and left-
sided hemiparesis for which a non-contrast brain computed
tomography was performed showing findings that are in
relation to open- lip schizencephaly (right frontoparietal
brain cleft lined by gray matter which is connecting the
subarachnoid space to the ventricular system,
polymicrogyria and absence of septum pellucidum). Neuro-
rehabilitation and antiseizure therapy were established with
good outcomes. It is important to understand that nowadays
does not exist any curative procedure, the mainstay of
treatment is based on neuro- rehabilitation which should be
initiated as soon as possible because it improves the
cognitive and motor status of patients.
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RESUMEN
Esquizencefalia de labio abierto : Reporte de un Caso.

La esquizencefalia es un trastorno estructural congénito
extremadamente raro que se presenta en 1,54 / 100.000
nacimientos. En este articulo presentamos uno de los pocos
casos de esquizencefalia reportados en Colombia, en el que
la barrera lingiiistica y la falta de recursos hicieron del
diagnostico diferencial un desafio. El paciente acudi6 al

servicio de urgencias por episodios de crisis epilépticas
focales con conciencia alterada asociado a incapacidad para
hablar desde el nacimiento. Al examen fisico se evidencid
pérdida del sostén cefalico, retraso mental y hemiparesia del
lado izquierdo por lo que se realizO una tomografia
computarizada de cerebro no contrastada que mostro
hallazgos relacionados con esquizencefalia de labio abierto
(hendidura fronto-parietal derecha delimitada por sustancia
gris la cual estd conectando el espacio subaracnoideo con el
sistema ventricular, polimicrogiria y ausencia del septo
pelucido). Se establecid terapia con neuro-rehabilitacion y
anticonvulsivantes evidenciando una buena respuesta. Es
importante entender que en la actualidad no existe ningin
procedimiento curativo para la esquizencefalia, el pilar del
tratamiento se basa en la neuro-rehabilitacion la cual debe
iniciarse lo antes posible debido a que mejora el estado
cognitivo y motor de los pacientes.
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I. INTRODUCTION

chizencephaly is an extremely rare congenital structural

disorder of the brain that was initially described by

Wadsworth and Yakolev (1). Its incidence is 1.54/100,000
births, with no gender predilection, schizencephaly is
characterized by cleft formation lined by cortical gray matter
(2,3,4,5). According to  morphological alterations,
schizencephaly can be divided into:

1. Closed-lip or type 1 schizencephaly, in which the
cortical cleft lined by gray matter does not connect with
the ventricular system (3).

2. Open-lip or type 2 schizencephaly, in which the cortical
cleft lined by gray matter connects with the ventricular
system (3).

In most cases the septum pellucidum is absent and the gray
matter along the cleft is polymicrogyric, moreover, the clefts
can be unilateral or bilateral and can appear in any part of the
brain, but the usual location is perisylvian (2,3,4).

Below we are going to present one of the few cases of
schizencephaly reported in Colombia, in which the linguistic
barrier and the lack of resources made the differential diagnosis
a challenge

II. CASE REPORT
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Figure 1: Open lip schizencephal

Source: Taken from the patients clinical history

II1. DISCUSSION

A 5-year-old indigenous boy presented to the emergency
department with an inability to speak since birth, associated
with focal impaired-awareness seizures. The linguistic barrier
was challenging due to the patient’s lack of knowledge of
Spanish, given that they proceed from the “Embera Katio”
indigenous community. On physical examination, it was
evident the loss of cephalic support, mental retardation, and
left-sided hemiparesis, the hearing ability was normal. The
mother gave birth at age of 19 with no history of gestational
controls and no similar cases in the family. The patient has not
received any treatment during his life.

Routine blood tests were performed including hemogram,
electrolytes, and liver function enzymes within normal
parameters, for which a non-contrast brain computed
tomography (CT) was obtained, showing a right frontoparietal
brain cleft lined by gray matter, which is connecting the
subarachnoid space to the ventricular system, also the absence
of septum pellucidum and the presence of polymicrogyria are
seen. These findings are in relation to unilateral right open-lip
schizencephaly (Figure 1).

Once the diagnosis of open-lip schizencephaly was
established, the patient received neuro-rchabilitation and
antiseizure treatment with phenobarbital, presenting adequate
control of the seizures on day 4, for which discharge was given
with a neuropediatric control appointment.

The pathophysiology of schizencephaly is not well established,
but it is believed that it is caused by an alteration of neuronal
migration. The literature supports three theories: 1. An ischemic
episode occurring at the 7th or 8th week of gestation, 2. Genetic
cause, 3. cytomegalovirus congenital infections (4,5).

The absence of septum pellucidum presented in our patient
suggests a heterozygous EMX2 gene mutation, although this
condition has been related to other genes such as SIX3 and SHH
which are also associated with neuroblastic migration (5,6,7,8).
Schizencephaly type 2 is the most common, the clinical
presentation depends on the size and location of the cleft, but it
is frequently manifested by refractory epilepsy, mental
retardation, hemiparesis (in cases of unilateral schizencephaly),
and quadriparesis (in cases of bilateral schizencephaly) (9,10).
When type | schizencephaly is presented the disease course is
milder, usually being diagnosed incidentally (9).

The pathognomonic imaging finding of schizencephaly is the
identification of gray matter lining the brain cleft, for that
reason magnetic resonance imaging (MRI) is the diagnostic
method of choice due to the excellent gray matter
differentiation, that can easily distinguish between
schizencephaly and others fluid-associated central nervous
system abnormalities such as porencephalic cysts, in which the
gray matter is not lining the brain cleft (Figure 2) (11).

Figure 2: Differences between
schizencephaly and porencephalic cyst.
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Source: Elaborated by the authors
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CT can adequately diagnose schizencephaly (especially the open-lip
type) but due to the limited capacity to distinguish the gray matter, it
is not used as the ideal diagnostic method. The principal role of CT in
the diagnosis of schizencephaly is when MRI is not available (9,11).
In our institution, we do not have MRI, for that reason the diagnosis
was made using CT.

Prenatal diagnosis of open-lip schizencephaly can be performed with
ultrasonography beginning at 24th weeks of gestation, allowing
counseling of the parents to prepare themselves for the inevitable
clinical consequences of the defect when pregnancy termination is not
an option (12,13).

The treatment is focused on neuro-rehabilitation and seizure control.
Approximately 30% of patients develop hydrocephalus (almost
exclusively in type 2 schizencephaly), for which a ventriculoperitoneal
shunt can be performed. In the open-lip variety, the prognosis is worse
due to chronic infections and respiratory problems that may lead to
early death (14).

IV. CONCLUSIONS

An interdisciplinary approach is crucial in patients with
schizencephaly, it is important to understand that nowadays
does not exist any curative procedure. The mainstay of the
treatment is based on neuro-rehabilitation which should be
initiated as soon as possible because it improves the cognitive
and motor status of patients, and in some cases allows a
complete and normal development.
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