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® Case Report

Fahr’s disease: a rare neurodegenerative disorder
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Abstract

Fahr’s disease is a rare neurodegenerative disorder that is characterized by the bilateral
symmetrical deposition of calcium in the basal ganglia, thalamus, dentate nuclei and centrum
semiovale in the absence of hypoparathyroidism. It is often familial. Hereby, we are reporting
a rare case of Fahr’s disease who presented with repeated episodes of seizures and was
diagnosed as Fahr’s disease after performing computed tomographic (CT) scan.
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Introduction

Fahr’s disease is a rare degenerative neurological
disorder characterized by the presence of abnormal
calcium deposition and associated cell loss in the areas
of brain that control movement, including basal
ganglia and cerebral cortex.!” The German
pathologist Karl Theodor Fahr first described it in
1930.° According to reports in medical literature,
Fahr’s disease is often familial. It is believed to have
autosomal dominant inheritance but a few cases have
been reported to have autosomal recessive
inheritance and even some sporadic cases have been
reported in literature.® The association between the
abnormal phenotypes and abnormal genes remain
unclear despite the recent mapping to chromosome
14q of a susceptible locus for Fahr’s disease.®

Case description

A 18 year-old boy with a history of repeated episodes
of seizures and progressive deterioration of mental
and motor functions presented to the department of
radiodiagnosis for CT scan. He also complained of
being “slow moving” for few years. There was no
family history of seizure, tremor or other movement
disorders. On examination, his verbal responses were
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slow and he had impaired short-term memory. Axial
plain CT scan of head was done which revealed
extensive calcifications involving bilateral globus
pallidus, putamen, caudate nucleus, internal capsule,
thalami, dentate nucleus, cerebellum and subcortical
white matter. Laboratory investigations were within
normal limits. He had normal blood levels of
parathyroid hormone, thyroid stimulating hormone,
calcium, phosphate, iron studies and ceruloplasmin.
The CT scan findings when correlated with typical
clinical history and normal blood chemistry was
suggestive of Fahr’s Disease.

Discussion

Fahr’s disease (also known as bilateral
striopallidodentate calcinosis) is a rare
neurodegenerative disease that is characterized by
the bilaterally symmetric deposition of calcium (and
other minerals) in the basal ganglia, thalamus, dentate
nuclei, and centrum semiovale in the absence of
hypoparathyroidism. It is not clear whether the
calcification in Fahr’s disease is a metastatic
deposition, secondary to local disruption of blood brain
barrier, or is due to disorder of neuronal calcium
metabolism.? Patients present with a slow onset of
nonspecific symptoms such as headache, vertigo,
movement disorders, syncope, and seizures. Other
neurologic deficits include paresis, spasticity, gait
disturbance, speech disorders, coma, dementia,
Parkinsonism, chorea, tremors, dystonia, myoclonia,
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and orthostatic hypotension.” Important alternatives in
the radiologic differential diagnosis for Fahr’s disease
include hypoparathyroidism or pseudohypoparathyroidism
(end-organ resistance to parathyroid hormone), which
can be confirmed with measurements of serum calcium,
phosphorus, and parathyroid hormone levels.?’
Pseudohypoparathyroidism, in which there is no
abnormality of calcium metabolism in asymptomatic
patients, is another possible diagnosis in patients with
widespread cerebral calcification. There is neither a cure
for Fahr’s disease, nor a standard course of treatment.
The prognosis is variable and hard to predict!.

Conclusion

Fahr’s disease should be included in the differential
diagnosis of patients who presented with psychiatric
symptoms associated with motor disorders when
calcifications are found mainly in the basal ganglia.
Making a clinical diagnosis of Fahr’s disease relies
on the combination of clinical features, brain imaging
and exclusion of other causes of intracranial
calcifications.

Figure I and 2. Axial plain CT scan of head shows
extensive calcifications involving bilateral globus
pallidus, putamen, caudate nucleus, internal capsule,
dentate nucleus, cerebellum and subcortical white
matter.

Figure 3. Axial plain
CT scan of head shows
extensive calcifications

involving bilateral
putamen, caudate
nucleus, internal
capsule, thalami and
subcortical white
matter.
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