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occurs due to a disconnection between the striatum and the 
thalamus. Rarely, contralateral cortical lesions such as arachnoid 
cysts, arteriovenous malformations, parietal infarcts, and 
porencephalic cysts may be associated with delayed hemiplegia 
and hemidystonia.[3,4] Impairment of the central sensorimotor 
integration has been proposed as one of the mechanisms for 
the development of dystonia after cortical injury.[5]
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Hemiconvulsion-hemiplegia 
syndrome

A 6‑year‑old female child presented with right focal 
convulsions for the past 8 days (lasting for more than 8 hours), 
followed by right‑sided weakness. She had a past history of 
perinatal asphyxia, developmental delay, and seizure disorder. 
Her growth parameters were below the 3rd percentile 
with obvious microcephaly. Her neurological examination 
revealed normal sensorium, absence of neck rigidity, right 
hemiplegia, and right upper motor neuron facial palsy. 
Magnetic resonance imaging of the brain revealed atrophy of 
the entire left cerebral hemisphere not limited by any vascular 
territory, predominantly involving the left temporal lobe, 
with dilatation of the left lateral ventricle [Figure 1]. Based 
on the clinicoradiological picture, the child was diagnosed 
as hemiconvulsion‑hemiplegia syndrome (HHS).

The differential diagnosis of acute postictal focal weakness 
includes vascular insults, central nervous system infections, 
and developmental brain malformations.[1] HHS is a rare 
sequel to protracted febrile focal convulsive seizures of 

Figure 1: (a and b): Demonstration of wasting and dystonic posturing of the 
right upper limb and right lower limb’s great toe. (c) Computed tomography 
of the head shows a porencephalic cyst in the left frontoparietal head region
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early childhood.[1,2] Neuroimaging hallmarks include acute 
edema followed by chronic atrophy of the entire epileptic 
hemisphere, independent of any vascular territory.[1,2] 
This is usually followed years later by the development of 
intractable epilepsy; the complete triad is better known as 
hemiplegia‑hemiconvulsion‑epilepsy syndrome (HHE).[1,2] 
While the exact pathophysiology remains elusive, the role 
of central nervous system developmental abnormalities 
predisposing to the injurious effects of prolonged seizures 
seems important.[2] Early recognition of the syndrome 
can provide better counseling to the family regarding the 
subsequent risk of developing epilepsy.[2]
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Cerebrotendinous 
xanthomatosis and Marfan 
syndrome — A picturesque 
combination

Cerebrotendinous xanthomatosis is an autosomal recessive 
disorder of cholesterol and bile acid metabolism caused by 
mutation in the sterol 27‑hydroxylase gene (CYP27A1).[1] It 
leads to the deposition of cholesterol and cholestanol in 
various tissues such as those of the central nervous system, 
tendons, lungs, liver, and kidneys.[2]

Marfan syndrome is an autosomal dominant systemic disorder 
of the connective tissue having varied clinical manifestations, 
the prominent ones being musculoskeletal, cardiac, and 
ocular in nature.[3] We describe a young man who had 
clinical and radiological characteristics of cerebrotendinous 
xanthomatosis along with Marfan syndrome.

A 24‑year‑old man presented with complaints of spastic 
paraparesis and gait ataxia for the past 6 months. He had 
a history of poor scholastic performance since 10 years of 
age and a spastic speech for the past 4 years. His mother 
also reported a history of frequent diarrhea in the past. His 
birth history was noncontributory. There was no history of 
consanguinity or similar illness in the family. The physical 
examination revealed a marfanoid habitus (arm span/
height ratio >1) along with dysmorphic facies, high‑arched 
palate, hyperextensible wrist joints, pectus excavatum, 
positive thumb and wrist sign [Figure 1a and b], pes cavus, 
hammer toes, and bilateral Achilles tendon xanthomas 

Figure 1: Magnetic resonance imaging fluid‑attenuated inversion recovery 
coronal view; note the atrophy of the entire left cerebral hemisphere, not 
confined to any single vascular territory, with ex‑vacuo dilatation of the 
left lateral ventricle
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