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entity characterized by a hamartomatous lesion in the posterior fossa. Cowden’s
syndrome or hamartoma-neoplasia syndrome is a rare underdiagnosed autosomal
dominant genodermatosis with high incidence of malignant tumors. Lhermitte-Duclos

disease may be a component of Cowden’s syndrome.
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INTRODUCTION

Lhermitte and Duclos syndrome or dysplastic
cerebellar gangliocytoma is a rare hamartomatous
disorder, it is reported the first case of cerebellar
ganglion cell tumor in 1920[1].

They performed a histologic examination of
the lesion, found abnormally widened cerebellar folia
with abnormal ganglion cells, and labeled it diffuse
ganglioneuroma. Since then, many cases of Lhermitte-
Duclos disease have been reported [2], and this disease
is now called dysplastic gangliocytoma.

Some other names for this disease are granular
cell hypertrophy, granulomolecular hypertrophy of the
cerebellum, diffuse hypertrophy of the cerebellar
cortex, cerebellar hamartoma, ganglioneuroma,
gangliomatosis of the cerebellum, neurocystic blastoma,
and hamartomoblastoma [3].

Cowden syndrome is the
prototypic PTEN hamartoma tumor syndromes (PHTS),
rare clinical syndromes characterized by germline
mutations of the tumor suppressor PTEN [4].

The objective of this study is to determine the
contribution of imaging in the diagnosis and
management of this rare entity, in order to avoid
complications.

CASE REPORT

A 44-year-old male patient presented the
progressive cerebellar syndromes. This patient had a
medical history: mesenteric desmoid tumor operated
associated with digestive polyposis and thyroid goiter in
the context of Cowden syndrome.

MR examination of the brain objectified a
lesion of the left cerebellar hemisphere, of poorly
defined contours, measuring 38x19.4 mm, with discreet
T1 hypo intense (figurel), hyper intense T2 (figure 2)
and FLAIR (figure3 ) and unrestricted diffusion (figure
4), not enhanced after injection (figure 5); at
Spectroscopy: increased Cho and NAA (figure 6).

This lesion had some prominent hypo- and
isointense striations on the sequence T2 achieving a
striated and lamellar appearance.
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Fig-1: Axial T1-weighted shows lesion of the left

cerebellar hemisphere, of poorly defined contours
with the typical striated appearance, with hypo- and
isointense bands

Fig-2: T2-weighted sagittal and coronal MR images

shows the mass is predominantly hyperintense, with

the typical alternate high- and normal-signal-
intensity bands

Fig-3: Axial fluid-attenuated inversion-recovery
FLAIR MR Image shows the mass is not suppressed

Fig-4: Axial diffusion-weighted (DWI) MR image
shows the mass hyperintense, unrestricted diffusion

N/

Fig-5: T1-weighted contrast material-enhanced
axial MR image: Thin linear enhancement can be
seen at the junction of the mass and the adjacent

normal cerebellar tissue, but the mass itself does not

show any appreciable enhancement
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Fig-6: MRSI at DWI: increased Cho and NAA

DiscussioN

Lhermitte-Duclos disease is a rare entity
characterized by a hamartomatous lesion in the
posterior fossa. Lhermitte-Duclos syndrome is seen
most frequently in young adults (average age, 34 years).
Less frequently, it occurs in pediatric patients [5]. There
is no sex predilection.

Clinically, patients may be asymptomatic, or
they may present with symptoms and signs of increased
intracranial pressure. Cranial nerve palsies, cerebellar
symptoms, and sudden neurologic deterioration because
of occlusive hydrocephalus are frequent findings [6].
This disease is commonly associated with other
congenital malformations, such as megalencephaly,
polydactyly, multiple hemangiomata, and skull
abnormalities [7].

Usually,  patients  have  long-standing
symptoms that have been present for years, indicating
the slowly progressive nature of this disease. Mental
retardation may be present [7].

MR imaging plays an important role in the
diagnostic process. It is the modality of choice, as it is
for any posterior fossa abnormality.

MR imaging reveals a cerebellar mass with a
typical striated, corduroy, or tiger-striped folial pattern
that consists of alternating bands on both T1- and T2-
weighted images. The bands are hyper and isointense
relative to gray matter on T2-weighted images and iso-
and hypointense on T1-weighted images [7]. Probably
related to the deep running veins between the folia seen
on SWI [8].
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Most cases demonstrate little or no
enhancement, although patchy enhancement of the
tumor has been described in some series [9].
Calcification is an uncommon finding, but it has been
reported [6].

Treatment of choice is surgery offering good
clinical results. With some patients, especially those
with partial resections, recurrence has been described
even after prolonged periods free of disease [10]. In
symptomatic patients, it may be necessary to place a
ventricular shunt catheter to treat hydrocephalus [10].

The lesion is a low-grade WHO-grade 1
tumour [9]. Histological analysis reveals destruction of
the laminar cytoarchitecture of the cerebral cortex with
hypertrophy of the molecular layer, as well as
dysplastic and hypertrophic neurons in the inner
granular layer [11].

Cowden's syndrome, or "neoplasia-hamartoma
syndrome”, rare and underdiagnosed, is an autosomal
dominant genodermatosis with a high incidence of
malignant tumors. Several recent clinical cases show
that Lhermitte-Duclos disease can be part of Cowden
syndrome [12].

Cowden syndrome diagnosis is clinical, based
on the association of pathognomonic, major and minor
criteria. The association in a patient with thyroid cancer,
rarely  with  multinodular  goiter, of typical
dermatological manifestations, easily identifiable by
clinical examination (papillomatous papules, acral
keratoses, trichilemmomas), with a history of breast,
endometrial, or renal cancer, or hamartomatous tumors
presence, should alert the clinician. Clinical
management of patients with Cowden syndrome is
multidisciplinary; to include early and frequent
screening, surveillance, and preventive care for
associated malignancies [4].

CONCLUSION

It should be noted that Lhermitte-Duclos and
Cowden's disease may be a particular form of
phakomatosis. Brain MRI should be performed even
without neurological signs due to slow tumor growth.
However, these patients should be carefully screened
and followed up because of the risk of future cancer.
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