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INTRODUCTION

Adrenoleukodystrophy (ALD) is one of the inherited
metabolic diseases of the CNS, X-linked recessive,
due to an accumulation of very long chain fatty acids
(LCFA) in the tissues, mainly myelin of the nervous
system and glands adrenal glands, with variable
clinico-radiological expression in adults.

The spectrum of clinical features associated with ALD
mutation is broad, ranging from adrenocortical
insufficiency to slowly progressive myelopathy to
cerebral demyelination.

We report the observation of a man with adreno-
leukodystrophy whose neurological manifestations
were late.

Very long chain fatty acids (C26) have two sources:
food origin and endogenous synthesis. In
adrenoleukodystrophy, endogenous synthesis at a
greater importance than exogenous intakes, which
partly explains the failure of dietetic therapies in this
disease (Lorenzo's oil).

The excess of very long chain fatty acids is due to the
inability to break down these substances by an enzyme
called very long chain acetyl coA synthetase in the
peroxisome due to a mutation in the ABCD1 gene (long
arm of chromosome 28) hence destruction of these
tissues.

The cardinal signs are neurological signs; adrenal
insufficiency (Addison's disease) and serum
accumulation of very long chain fatty acids.

Clinico-radiologically, there are two main phenotypes: a
demyelinating cerebral form and
adrenomyeloneuropathy. The demyelinating cerebral
forms can give pictures mimicking multiple sclerosis,
and the radiological lesions are of variable localization.

Lesions on MRI preferentially affect the corpus
callosum, especially the knee and the splenium, the
lesions are hypointense in T1 sequence and
hypersignal in T2 sequence, they are diffuse in the
deep white matter, with damage to the fibers in U and
peritrigonal.

Allogeneic bone marrow transplantation is the only
effective treatment for cerebral forms of ALD, provided
it is performed at the onset of the disease, in practice
when children are neurologically asymptomatic despite
white matter abnormalities on MRI. cerebral. Treatment
of adrenal insufficiency is essential but does not
influence the course of neurological damage.

The dietetic diet (Lorenzo's oil) has no effect in 
cerebral forms.

CONCLUSIONS

Adrenoleukodytrophy can mimic certain pathologies, in
particular multiple sclerosis in its progressive form,
hence the interest of certain paraclinical examinations
and a good analysis of the imagery.

Lorenzo's oil normalizes C26 levels within 4 weeks but
has no effect on neurological progression patients
already affected.

However, this therapeutic management seems to be
interesting in patients asymptomatic and not having
cerebral involvement. It may reduce the risk of
developing brain damage if given before the age of six.
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OBSERVATION

A 60-year-old patient, followed for adrenal insufficiency 
since the age of 17, treated with Hydrocortisone, whose 
etiology is not found.

Furthermore, the patient does not present any other
particular pathological antecedents, namely an
autoimmune disease or, neither similar cases in the
family, nor consanguinity of the parents.

Clinic:

History:

Over the past year, progressive onset of muscle
weakness in the lower limbs having led to a reduction in
the perimeter of walking. A few months later, that was
enriched with the onset of behavioral disturbances.

Note that the patient does not report sphincter disorders,
nor sensory disorders such as paresthesia or pain.

Neurological examination:

the patient is conscious, well oriented in time and space.
In addition, we find a spastic paraparesis with bilateral
babinski sign see inexhaustible clonus, posterior cord
syndrome affecting the lower limbs, cognitive impairment
(MMSE 22/30).

Somatic examination:

No fever, no skin lesions, no arthralgia, general condition 
normal.

Additional tests:

Brain and spinal MRI: returns a hyper signal in T2 and in
Flair, bilateral and in range, of the white matter deep
under cortical as well as periventricular, with waiting for
the corpus callosum, but without taking gadolinum.

Standard biological, inflammatory and autoimmunity
assessment, as well as serology came back negative.

Analysis of cerebrospinal fluid: cytology and protein
spinal fluid are normal, with absence of oligoclonal bands
of IgG. Hormonal assessment: thyroid and
testosteronemia were normal, cortisolemia decreased
with correct ACTH.

The assay of very long chain fatty acids were positive in
the blood with an increase in C26 levels (75.5 IU / ml or
detectable).

Electrophysiology:

ENMG does not find associated peripheral neuropathic
(conduction speeds and amplitudes are normal).

EEG: does not reveal any slowing down or epileptic
abnormalities.

Figure.1 Brain MRI . axial sections. Hypersignal in F.LAIR , bilateral, in plaque, of the
white matter depp under cortical and periventricular with waiting for the corpus
callosum.

DISCUSSION

Faced with this picture of CNS involvement, affecting
the brain (clinical and radiological), we have eliminated
the pathologies that may be involved, in particular
MSin its progressive form, given the age of onset and
the method of installation (no Gado intake, appearance
of lesions , no synthesis of IgG, PEV normal ... ..),
infectious diseases (normal CSF, negative serologies),
connectivitis (negative autoimmunity assessment,
absence of other manifestations, negative
inflammatory assessment) as well as other metabolic
diseases such as vitamin B12 deficiency with Biermer's
anemia. (his dosage has returned to normal, no
anemia clinically or biologically ).

The diagnosis of adrenoleukodystrophyin its
demyelinating cerebral form is made on a bundle of
clinical and radiological arguments (male, presence of
adrenal damage, the appearance of lesions on
imaging, which are patchy, bilateral and generally
symmetrical, the presence of brain manifestations…).

With respect to disease etiology, it is thought that
VLCFA accumulation is toxic to the adrenal gland and
to the myelin sheath that surrounds the many nerve
cells of the body.

The cerebral form of ALD is severely progressive and,
in the absence of cures and treatments, death is
inevitable. It is also clear that our current
understanding of ALD disease etiology is insufficient for
the design of effective treatment protocols.

In our patient, the diagnosis is confirmed by the
determination of very long chain fatty acids.


