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ABSTRACT 

Objective: Cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy (CADASIL) is a hereditary syndrome 
caused by heterozygous mutations in the NOTCH3 gene that manifests in adulthood and is characterized by recurrent transient ischemic attacks and 
strokes, migraine-like headaches, psychiatric disturbance, and progressive dementia.  

Methods: This is a case report. 

Results: Current case presented with complain of dizziness and vomiting. The diagnosis was suspected mainly because of the typical brain magnetic 
resonance imaging (MRI). This shows the importance of brain MRI in the diagnosis of CADASIL. 

Conclusion: Increased awareness of neurologists and neuroradiologists about the typical MRI features of CADASIL is of vital importance to reach 
the diagnosis in a timely manner. 
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INTRODUCTION 

Cerebral autosomal dominant arteriopathy with subcortical infarcts 
and leukoencephalopathy (CADASIL) is a rare vascular disease with 
an autosomal dominant pattern of inheritance. It is due to NOTCH3 
mutations located on chromosome 19 [1]. It is a small vessel disease 
that commonly presents with ischemic episodes, cognitive deficits, 
migraine with aura, and psychiatric disturbances [2]. Initial 
presentation and disease progression among patients with CADASIL 
is variable, but age of onset is typically in early or middle adulthood. 
Migraine with aura is often the first and most commonly reported 
symptom with a reported mean age of onset of 28. Strokes or 
transient ischemic attacks (TIA) may also be the initial symptom 
with a reported mean age of onset of 41. Less common initial 
symptoms include depression, cognitive impairment, and seizures. 
Stroke and TIAs are common and often recurrent, and dementia 
typically develops. Most patients progress towards severe disability 
and premature death [3]. 

CASE PRESENTATION 

A 51 y old male admitted with history of dizziness and vomiting 
since 1 d. He does not have any significant past medical history 
There was no previous history of trauma, drug abuse, toxins, 
smoking, or alcohol intake. Family history was negative for young-
onset stroke or dementia.  

On examination, the patient appeared healthy. His blood 
pressure was 230/120 mm Hg. Heart rate was 78 beats per 
minute and regular. No aphasia, anopia, or neglect was observed. 
Eye, face, palate, and tongue movements were normal , although 
mild dysarthria was noted. Bilateral limb tone, power, reflexes, 
and coordination were normal. All sensory modalities were 
normal. On auscultation, neither cervical nor ocular bruits was 
found. Cardiac examination was normal. There were no finger 
tremors. A sensory examination showed bilateral hypoesthesia 
in the lower leg region, below the knees and bilateral numbness 
of the fourth and fifth fingers. No abnormalities in the urinary 
tract were found. The ankle-brachial index of blood pressure was 
normal. 

The patient’s routine blood investigations were normal. Serology for 
HIV, hepatitis B, C, and syphilis was negative. His MRI brain showed 
a parenchymal bleed in right temporo occipital regions with intra-
ventricular leakage of blood and tiny petechial haemorrhage in brain 
parenchyma bilateral. extensive signal changes in cerebellar 
hemisphere, bilateral gangliothalamocapsular region, pons, 
midbrain and deep white matter of both cerebral hemisphere? 
Microangiopathy? CADASIL. 

DISCUSSION 

Clinical features of CADASIL include migraine with aura, 
ischemic stroke-like events, cognitive disturbances, and mood 
changes. The most common initial complaint for patients with 
CADASIL in their 30s is migraine with aura [4]. Clinically, our 
patient did not experience any migraines with aura or behavioral 
changes. The patient's previous medical history was 
unremarkable. The disease is characterized by striking 
phenotypic heterogeneity in several features, such as age at 
onset, clinical syndromes, and disease progression. For instance, 
the disease duration in CADASIL can range from 3 to 43 y 
diagnosis of the disease [5]. 

Early-onset dementia (onset before age 65) is a thought-provoking 
ailment with many possible causes, including early-onset familial 
Alzheimer’s disease, frontotemporal lobar degeneration, Parkinson’s 
dementia, Lewy body dementia, disorders of amino acid and organic 
acid metabolism, leukodystrophies, lysosomal storage diseases, 
disorders of metal metabolism, and mitochondrial diseases [6]. In 
our patient, the history, physical examination, laboratory 
investigations, and neuroimaging were not suggestive of these 
causes and prompted the search for a rare etiology. The most 
common MRI finding associated with CADASIL is basal ganglia and 
white matter hyperintensities in T2-weighted sequences that start 
as punctate or nodular foci and then often become confluent, 
extensive, and usually symmetrical, mainly in the periventricular 
region, anterior temporal pole, external capsule, the centrum 
semiovale, and frontal and parietal areas. In our patient, diagnosis 
was made mainly from MRI findings as seen in fig. 1, 2. 
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Fig. 1: Tiny petechial hemorrhages are seen in bilateral basal ganglia, white matter of both cerebral hemisphere, midbrain, pns and 
cerebellum. Diffuse cerebral and cerebellar atrophy is seen with enlarged ventricle due to atrophy. Acute to subacute parenchymal bleed 

is seen in righttemporo–occipital region. minimal intraventricular leakage of blood is also seen in 4th ventricle 

 

  

  

Fig. 2: Extensive hyperintensity on T2W/FLAIR sequence is seen in bilateral thalamus and basal ganglia, both cerebellar hemisphere, mid 
brain, pons and in deep white matter of both cerebral hemispheres 
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CONCLUSION 

This article reported an interesting case of CADASIL from central part of 
India who had an atypical clinical presentation. The diagnosis was 
suspected mainly because of the typical brain MRI features. This shows 
the importance of brain MRI in the diagnosis of CADASIL. Increased 
awareness of neurologists and neuroradiologists about the typical MRI 
features of CADASIL is of vital importance to reach the diagnosis in a 
timely manner. Awareness of the atypical presentations of CADASIL will 
lead to identifying more CADASIL cases. Multidisciplinary care of 
patients with CADASIL should be carried out in specialized centers. 
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