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Hyperammonemia in Argentinian Patients
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Dnitr dedne o : Creatine (Cr) biogynthess requines 2 aneymes,
arginine—gheine amidinatramsferase and  panidinesce mie
methyltransferase, and it can be taken wp by cells using trans.
poriers. Recent gudies demonsiraied the impact of toxic
ammonia (NH4™) in ornithine tamearbamilase deficiency
(OTCDY), a wea cycle defect (UCDY), on Cr metabolism. The
Cr secondary deficiency has boen found in mice experimental
midels and in brain cells’ primary cubure bui are et to be
tested in humans Objectve: To evaluaie meltionships
between NH4™ and Cr syntesis by guanidine compounds anal-
yais in patiens with OTCD, Methodology: A totl of &patients
with OTCD, 3 hemizygoes and 3 symplomatic camiers. The
studies werne performed in samples during orisis conditions,
Messurement of guanidinosce e (GAA) and Crin urine wene
performed by gas chromatography, creatinine (Cm) in urine
and MHEA™ in plasma by spec rophotometric me thods, Resalis
In hemizygote patients with CCTDy, GAA range was 0 1o 11
mmalimal Cm {eomnols: 2- 23000, with Cr in nommal range 28
te 1070 mmol'mol Cm {controk: &-1208); all patiens kad
severe lyperammaonemis, 451 to 2182 pmoll (controls 10
AT In symptomatic carrers, the GASA manee was § o 39
il moel Cra with Cr concentration st kwer limit of nosmal
range, M o W mmol'mol Cm; patients had mild and sevens
hyperammonemia, 140 to 1093 pmol/L. Conclusion: Accord
ing i this repoert, Cr metabolism is shown tobe aliened and may
participate in central nervous system dysfunction in patients
with UCD, Therefore, Cr aupplementtion should be a newro-
protective tool of toxic effect on brain exposed to amomomniwm
in patens with TCD,
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Imtrodocton: The perosisomral disorders ane inheried dis
eates mesulting from alterations in the perosdsome biogenesis,
[15 incide noe is estimated at 1250006 newloms alive, being the
mod comman the X-linked adrenoleukodystrophy (X- ALDY)
with an incidence of 11706, followed by Zellweger Syne
drome (ZWS) and rhizomelic chondmodysplasia pmctat
(RCDP). Objective: To present the experience of the Institwe
of Inbom Emors of Metabolism at the Hospital Universitario
San [gnacio in ¢ol laboration with te Kemedy Krieger Institwie
in the diagnosis of perosisomal disorders between 2000-2013.
Methods: R etrospective analysis of peroxisomal diseases diag-
nos in Colombia Resulis: 167 samples wene evaluated and
there was an increase in the number of ordering of this test
{increase of 10,5 % related o the mumber in 20000, During this
peried, 7.2 % of the samples were positive (9 X-ALD, one
ZWE one RCDP, one elevation of trienatetrse ne scids and 2
heteroeyonus X-ALD). Among the positive samples for X-
ALD we identified two asymplomatic patients. The age of the
onsel of symplomatic patients was between 7-9 years and the
main clinical signs were seizuwres and demyelination, Conclue-
shons: There is no effective teaiment for symplomatic patients
with X- ALD but the use of Lorenzo’s od could lower very long
chain fatty acids levels, The timely diagnosis also contributes
o an adequaie genetic counseling 1o families suffering from
these disesses

031 - Delayed Diagnosis of Nephrophatic
Cystinosis in Mexico

L Belmont-Martinez', M. Velo-Amieva', C Fernandez-
Lainez', & Guillen-Lopez', A Hemandez-Montiel',

I bdrrd-ﬂmndu], and & MWE}LSEME}U]

!Instinite Nacional de Pedarin, Federal Distmict, Mexico

Bac kground: Cyatiness is an autoeomal mecessive lysmomal
disorder that may represent a challenging diagnosis because
of low prevalence and symploms similar to other diseases,
Objective: To estimate the time elapsed between age of onset
of clinical manifestations and age of disagnosic in Mexican
patients with nephropathic eysinosis, Methods: Longiudinal
observationg of 36 matents with documented nephaophatic
cystinosis Results: A tow]of 36 patients] 14 giflsand 23 bays)
from 25 families wene damosed with neplrophatic cystingsis
[ all, 34 patients wene dis gnosed with infantile eystinosis, and
in 31 patienis sympioms began be fone 2 yvears of age (15 befone
& months). All patients had Fancond syndrome and failure to
thrive, 33 had comeal crystals, and 30 rickeis. A total of 24
patients were disgnosed afier T years (1 month 1o 16 years)
since the fird clinical manifestation ocouwmed. Four patients
were diagnosed afier kidney transplant, Conclusion: Cyating
sizis a difficult disesse to suspect, symplom onset is onaverage
at & months, and dagnosis & delayed untl 16 years in some
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