SUMMARY

« Wereport the clinical, radiological and biochemical findings in 18 patients
(16 families). All patients were examined neurologically. Nuclear Magnetic
Resonance Spectroscopy was performed in three patients, Cerebral Magnetic
Resonance in 16 cases, and Serum levels for very long chain fatty acids
(VLCFA) were determined in plasma samples of all the individuals and in 30
family relatives. 17 patients presented neurological degenerative disease
signs, two of them had adrenal dysfunction and one was asymptomatic
(considered a possible bone marrow donor for affected brother).

« The C26:0 concentrations ranged from 0.740 to 1.320 Ig/ml (VR: 0.22+0.08).
The C24/C22 ratio was from 1.751 to 2.198 (VR: 0.84+0.08) and the C26/22
was from 0.072to 0.167 (VR: 0.01+0.01). In summary we have found abnormal
VLCFA values in 11 cases indicating X-ADL, seven obligate heterozygote
and five other asymptomatic family relatives with values compatible with
the heterozygote state.

OBJETIVE

« The main goal of the present work, was to identify and to verify
biochemicaly, by determination of VLCFA levels, the cases of X-ALD in the
group of patients sent for degenerative diseases study to the Instituto de
Errores Innatos del Metabolismo - Pontificia Universidad Javeriana

METHODS

 All patients were examined neurologically. Nuclear Magnetic Resonance
Spectroscopy was performed in three patients, Cerebral Magnetic Resonance
In 16 cases, and serum levels for very long chain fatty acids by gas
chromatography-mass spectrometry were determined in all the individuals
as well as in 30 family members.

CONCLUSIONS

o After a year of follow-up most patients presented gait
disturbances and lack of coordination. One patient was
diagnosed in the neonatal stage and one in adulthood whom,
at the time of diagnosis, had adrenal insufficiency. Interestingly
we found a patient’'s mother with normal VLCFA levels.
 |n this study we reported for the first time several cases
of X-ALD in the Colombian population. Although at the moment
none of the patients has had access to palliative treatment,
the possibility to detect the disease without symptoms allows
for treatment when it becomes available.
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Chemical shift (ppm)

Visit 1

MRS was performed in three cases.
The choline peak was dramatically elevated.
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Table 1. VLCFA levels in studied patients

Table 2

Main clinical manifestations in affected

subjects
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