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Introduction

Encephalocele is a malformation due to a neural tube closure defect resulting in herniation of brain tissue
and/or meninges through this congenital skull defect. The size of the encephalocele varies from a few
centimeters to a huge mass called a "giant encephalocele". The contents usually consist of degenerated
neural tissue, meninges and a cystic part. A newborn at HO of life, female, born to consanguineous parents,
from a sibling of 2. Examination had revealed a weight of 3500g, a head circumference of 35cm with a non
bulging anterior fontanel. She had a huge renal occipital mass of 23 x 28 cm and a height of 14 cm. The
transillumination was positive. All our work was reported in accordance with the SCARE criteria and
guidelines (20).

Case report:

A 4-month-old newborn, born to consanguineous parents, from a 36-year-old 1IG and IIP mother, had
reported no pathology during pregnancy but had reported to us the use of ventolin first trimester
medication. She had attended 3 prenatal counseling sessions, the first two in the second trimester of
pregnancy and the last one in the third trimester. She had received folic acid during the first trimester. A
morphological ultrasound at 34 weeks of age revealed a large meningocele with extra cerebral
development communicating with the posterior cerebral fossa with cerebellar and vermian atrophy and a
supratentorial ventriculomegaly (Figure 1). An emergency cesarean section was performed as soon as the
patient went into labor. It resulted in the birth of a female newborn, weighing 2800 g, APGAR score 8/10. At
birth, the clinical examination revealed a weight of 2800 g, a head circumference of 33 cm with a non
bulging anterior fontanel. The infant appeared active. The neurological examination was normal. She had a
huge renal occipital mass measuring 43 x 25 cm and 15 cm in size with positive transillumination (Figure 2
and 3). The rest of the external morphological examination was normal.

Discussion

Encephaloceles are defined as herniation of brain tissue and/or meninges out of the cranium through a
congenital bony defect due to a defect in closure of the cranial portion of the neural tube [2].
Encephaloceles, spina bifida, and anencephalies are commonly grouped under the term congenital neural
tube defects (CNTDs) [2,7]. The etiopathogenesis of encephaloceles is still controversial and several
theories have been put forward, such as maternal hyperthermia, valproic acid, hypervitaminosis A, vitamin
B12 and folic acid deficiency [2,7,8]. An important gene associated with occipital encephalocele is CEP290
(Centrosomal Protein 290) [9]. Occipital encephalocele is frequently associated with neurological disorders,
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some infants may be asymptomatic on physical examination [10], but others may present with many
different signs and symptoms such as delays in reaching developmental milestones, intellectual disability,
learning disabilities, growth retardation, seizures, visual impairment, lack of coordination of voluntary
movements (ataxia), hydrocephalus, spastic paraplegia or quadriplegia and microcephaly [11]. The
incidence of encephaloceles varies according to geographical area and socioeconomic level [12,13]. In the
USA and Western Europe, the incidence of encephalocele is 1 to 3 cases per 10,000 live births [14]. In
Canada, the prevalence of encephalocele is 0.4 to 4 cases per 10,000 births (6). In developed countries,
neural tube defects are rare largely due to preventive measures. In a multicenter study (11 centers)
evaluating preventive folic acid intake between 1987 and 1996, Rosano et al (15) reported a significant
decrease in the prevalence of neural tube defects in centers such as Atlanta, England, Wales, Hungary and
Japan. Indeed, several studies in sub-Saharan Africa confirm the high frequency of encephaloceles due to
low socioeconomic status, consanguinity, poor pregnancy follow-up and young maternal age [2,18].Efforts
to prevent this condition by folic acid supplementation during the periconceptional period and the
improvement of national health coverage are elements that explain the decrease in this malformation in
Niger [17]. Ndoma et al [19] in the Central African Republic reported 7 cases/year and 4.44 cases/year
respectively. Radouani et al. in Morocco [18], reported 68 cases of neural tube closure anomalies including
only one case of encephalocele in 4 years. The association of encephalocele with other anomalies such as
hydrocephalus, microcephaly, psychomotor and intellectual retardation, Chiari syndrome type Il, Dandy-
Walker disease is frequent .The occipital location of encephalocele is the most frequent in this study as in
the literature; it is also a factor of mortality and morbidity. (3, 5, 8 16,). Pure occipital localization is the
most frequent (1). Parietal localization has a better prognosis than occipital and occipito cervical
localizations. (19). Bulky encephalocele (diameter greater than 50mm) (101 cases), is a poor prognostic
factor according to Kotil (5). Mixed encephalocele is present in 78.26% of cases (126 cases). It is a
meningocele in 16.42% of cases (26 patients), a pure encephalocele without cyst in 6.21% of cases (10
cases). Poor epidermalization and the presence of nervous tissue in the malformation are factors of poor
prognosis (3, 5, 9). The age of the child varied from 1 to 4 years with an average age of 8.34 months and
45.96% of the children were admitted before 30 days of age. This average age is higher than in the
literature. Antepartum ultrasound in trained hands is the examination of choice in antenatal screening for
brain malformations. It allows the detection of a cranial defect with sometimes a hernia of the brain. It
shows a mass on the midline of the skull more often in the occipital area than in the frontal area . The
average maternal age was 17.2 years in this study. Young maternal age and multiparity are also associated
with neural tube defects [11]. the prevalence of encephaloceles, apart from any chromosomal abnormality,
is higher in the offspring of mothers younger than 20 years of age compared to those of mothers between
20-24 years and 25-29 years. However, there is no relationship with paternal age (1). A family factor is
reported in the occurrence of encephaloceles (11). 67.08% of the cases in this study were consanguineous
compared to 41.08% in a previous study (18). Molloy et al (13) report that there is a correlation between
the level of folate in the red blood cell in the periconceptional period and neural tube defects.Many authors
strongly recommend the implementation of national prevention strategies to reduce the prevalence of
NTCAs by taking folic acid in the periconceptional period [6,13]. Surgical repair of encephaloceles can be
safely performed when the technical conditions are met. The goal is to achieve a tight, physiologic, and
cosmetic closure. The surgical approach varies, and the common pitfall is insufficient closure of the dura
resulting in postoperative cerebrospinal fluid (CSF) leakage or pseudomeningocele formation [1,4]. Early
surgical treatment prior to the development of significant craniofacial dysmorphia results in satisfactory
cosmetic outcomes [6,1,4].
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Conclusion:

Occipital encephalocele is the most common form of encephalocele and manifests as a congenital swelling
of various sizes on the occipital bone in the midline. Its discovery in a patient requires the search for
associated malformations, which in some cases constitutes the amniotic bridges disease complex. The
diagnosis is based mainly on the use of imaging techniques. Surgery is the best option for treatment and
the appropriate time is between birth and 4 months. The global management starts with the sensitization
of the population for a prompt consultation and especially a strengthening of the prevention strategies by
the supplementation of folic acid in the periconceptional period, a reinforcement of our technical platform
and a multidisciplinary approach for the final correction.
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