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Gomez-Lopez-Hernandez Syndrome (GLHS), also called 
cerebellotrigeminal dermal dysplasia, is a rare neurocutaneous 
syndrome characterized by a triad of findings: partial alopecia of 
the scalp, trigeminal anesthesia and rhombencephalosynapsis1. 

Rhombencephalosynapsis is defined by the absence of the 
cerebellar vermis, fusion of the cerebellar hemispheres across 
the midsagittal plane, dentate nuclei appearing as an almost 
single structure consisting of contributions by the left and right 
hemispheres and fusion of the superior cerebellar peduncles. 
Additional features of GLHS include craniofacial dysmorphic 
features such as brachycephaly, midface hypoplasia and 
hypertelorism due to underdeveloped malar and maxillary 
bones; the patients are at risk to develop corneal opacities 
secondary to trigeminal anesthesia. Cognitive functions are 
usually impaired2. 

The aim of this presentation is to report a case of GLHS, which 
were initially overlooked leading to late diagnosis. 

THE CASE

A six-year-old boy, product of lower segment cesarean 
section due to the failure of progress in the second stage of 
labor, presented with generalized tonic-clonic seizures and 
myoclonic jerks. The mother had gestational diabetes mellitus 
and was on insulin injections and managed for preeclampsia. 
The birthweight was 3,140 grams; head circumference was 35 
cm and the Apgar score of 5, 7 and 8 at 1, 5 and 10 minutes, 
respectively. The patient remained in the neonatal intensive 
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care unit (NICU) for ten days for further evaluation of his 
relatively large head, brachycephaly and frontal bossing. 

Antenatal ultrasound study showed dilated lateral ventricles 
of the brain. Subsequent skull ultrasound confirmed mild 
dilatation of the lateral and third ventricles. He did not require 
neurosurgical interventions. At 10 months of age, CT brain 
did not reveal hydrocephalus or craniosynostosis. The patient 
continued to develop appropriately for his age. He had normal 
motor activity both gross and fine, good socialization; however, 
he had delayed speech. At the age of one year, the patient had 
short non-febrile generalized tonic-clonic seizures occurring 
in clusters, but antiepileptic medications were not started. At 
the age of four years, he had a recurrence of generalized tonic-
clonic seizures, and myoclonic jerks for which he was started 
on Sodium Valproate, which controlled the seizures and later 
ceased into remission. 

Episodic head nodding was noted. On examination, the 
patient’s head circumference measured 52 cm (85 percentile) 
and weighed 16 kilos (15 percentile). There was a clear 
disproportion between weight and head size percentiles. The 
patient had subtle dysmorphic features, such as frontal bossing 
and hypertelorism, see figure 1. The patient was fixing and 
following well with full extraocular movements, pupils were 
equal and reactive to light, no corneal opacities, no facial 
weakness; gag reflux was normal and tongue protrusion in 
the midline. No motor deficits or ataxia were noted. However, 
bilateral focal alopecia extending over the parietal regions 
was noted and loss of sensation over the corresponding areas 
which was overlooked previously, see figure 2. 


