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ABSTRACT: Encephalo cranio cutaneous lipomatosis (ECCL) is a rare neuro-cutaneous syndrome. It
is characterized by unilateral lipomas of the cranium, face, and neck, ipsilateral lipodermoids of the
eye, ipsilateral brain anomalies. There are 53 cases mentioned so far in the literature. To our
knowledge, only 3 cases were reported from India- We report a case of a baby girl who presented in
our institution for neuro-radiological evaluation based on which diagnosis of ECCL was made.
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INTRODUCTION: Encephalo cranio cutaneous lipomatosis (ECCL) or Haberland syndrome was first
described by Haberland and Perou in 1970% 2. It is also referred as Fishman's syndrome. ECCL is a
rare syndrome that is largely characterized by:

e Unilateral cyst with cortical atrophy

e Ipsilateral connective tissue, usually lipomatous hamartomas of the scalp, eyelid, and outer
globe of the eye

e C(ranial asymmetry

e Marked developmental delay and mental retardation

o Seizures

e Spasticity of the contralateral limbs

e Unilateral odontomas

CASE REPORT:

¢ A 3 month old girl born of non-consanguineous marriage, presented with a swelling of the
scalp since birth.

The swelling has not increased in size.

The child also has multiple swellings on the right eyebrow, eyelids and sclera.

No history of seizures or other neurological deficits.

Mild developmental delay was noted.

Physical Examination:

A 6x5 cm nontender, cystic swelling in the right frontal region of scalp.

Focal alopecia noted over the swelling and over the frontal region [Fig.1].

Multiple nodular lesions in the medial and lateral canthus of the right eye [Fig 2].

A cleft/skin thickening running from the lateral side of right eye ending in front of the pinna
[Fig.1].

Brownish nodular lesion noted on the temporal side of the right eye.

e Coloboma of the right upper eyelid.
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Fig. 1: A cleft/skin thickening running from the lateral side of right eye ending in front of the
pinna and multiple nodular lesions in the medial and lateral canthus of right eye.

Fig. 2: Focal alopecia noted over the swelling
and overthe frontal region

MRI of brain was done to evaluate the swelling.
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Fig. 3: T2 weighted MR image axial, coronal and T1 sagittal sections through temporal lobe
showing increased extra axial space (suggestive of arachanoid cyst -T1 hypointense and T2
hyperintense signal) and poor insular operculisation on the right side.

Fig.4: T2weighted MR axial image of brain showing increased extraxial space and dilated

ventricles in the right temporal lobe suggestive of atrophy of the right hemisphere
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Figure 5 : Encephalo Cranio Cutaneous

Fig. 5:T2 weighted coronal and T1 weighted sagittal images showing an extra cranial scalp
swelling suggestive of lipoma (T1 and T2 hyperintense).

Nodular skin lesions were biopsied, which came up as Lipomatous hamartomas.
In the light of presenting features:
e Hairless lesion of the scalp suggestive of lipoma3-5
e Nodular skin lesions limited to, the right side of the face- Lipomas6-8
e Hemiatrophy of brain, pooroperculisation of insular cortex and arachanoid cyst® on
the same side of cutaneous lesions;
Diagnosis of EncephaloCranio Cutaneous Lipomatosis (ECCL) or Haberland Syndrome was
made.
The child is under follow up at our institution.

DISCUSSION:
* Encephalo cutaneous lipomatosis (ECCL) is a rare neurocutaneous syndrome first described in
1970 by Haberland and Perou it is characterized by
— Unilateral lipomas of the cranium, face, and neck,
— ipsilateral lipodermoids of the eye.
— Ipsilateral brain anomalies.
* Pathogenesis is most likely a dysgenesis of the cephalic neural crest and anterior neural tube3
* ECCL is limited to one side of the cranium, the face, and brain. 10
* The most typical lesions are subcutaneous soft tumors, consistent with lipomas, and areas of
alopecias
* The hairless lesion of the scalp (“naevuspsiloliparus”) is pathognomonic.
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Other common findings are ocular lesions, such as defects of the eyelids and epibulbar dermoids.
All these lesions seem to be nonprogressive.
Multiple brain malformations on the same side as the head lesions are associated. Usually,
seizures develop, beginning in infancy, and affected patients have variable degrees of
psychomotor delay and motor impairment

The differential diagnosis includes [9 11.12]

— Sebaceous nevus syndrome,

— Oculocerebrocutaneous syndrome (OCC), and

— Proteus syndrome.
The sebaceous nevus syndrome is associated with linear sebaceous nevi limited to one side of
the face, ocular abnormalities, and clinical symptoms in common with ECCL. The most frequent
CNS abnormality is widening of the ipsilateral ventricle.The sebaceous nevus syndrome and
ECCL may thus be a continuum of phenotype expression
OCC syndrome and ECCL share, as well, many clinical features. In OCC syndrome, the presence of
orbital cyst, microphthalmia, and skin defects, as well as the absence of facial lipomas and scalp
alopecia, are helpful for the diagnosis. In addition, CNS malformations, rare in OCC syndrome,
are limited to intracranial cysts and agenesis of the corpus callosum.
Proteus syndrome is an overgrowth syndrome in which every feature of ECCL can be found; it is
bilateral, asymmetric, and involves the head, trunk, and limbs. Brain changes are rare. In
contrast, ECCL is not progressive, unilateral, or limited to the head.
The precise neuropathology of cortical dysgenesis cannot be based on neuroimaging findings;
the histologic examination performed in one case revealed a polymicrogyric convolutional
pattern.
Intracranial lipomas were found in very few cases. In one, a leptomeningeallipo angiomatosis
was also observed. >
A dysmorphic appearance of the corpus callosum, as well as unilateral ocular calcifications was
found in two cases.

CONCLUSION: Even though rare, Haberland syndrome can be considered among the differentials in
suspected cases of neurocutaneous syndrome.
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