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ABSTRACT
G6PT): Glucose-6- phesphate dehydrogenase

Glucese-6- phosphate dehydrogenase deficiency, the most cotmmon
human E]'i?.}"miillpaﬂl}-’, is character_izad by wide clinical, hiochemical, and
molecular heierogeneity, Cver 400 variants of G6PD have been

distingnished on ihe basis of biochemical characterization.

The aim of this study was to establish, whether a correlation
existed between genotype and clinical phenotype in 30 GOPD deficient
Egyptian pediatric patients, anﬂ to determine whether the presence of
hematolagic and malecular predictive factors could eventually cﬁnditinn
the clinical phenotype, thus facilitating prevention and refiming the
Prognosis.

We study the ¢linical and hermainiogical data from the 30 patients.

Analysis for enzymatic activity and molecular typing were
performed on all subjects, 19 subjeet (63.3%) showed a severe GolD
deficicney {residu-a'l cnz;.;matic activity (REA) <10%%) and 11 subjects
(36.6%) showed a moderate G6PD deficiency (residual enzymatic

activity {REA) =10-60%).

The Mediterranean variant was found in {16.7%), while the
remaining, (53.3%) (Non- Mediterrancan) were negative o all 4 studied

mutations { Mediterrancan, Seattle, A- and Montalbano variants}.



In our study, (14.2%) G6PD deficient patients with Mediterranean
variant were asymptomatic, (R5.7%) had an acute hemolytic crisis, of
them (75%) hemolysis induced atter ingestion of fava beans, while
(16.6%) hcrz{ufysis induced after drug intake and (8.3%%) hemoalysis
mduced sccondary to multiple reasons and in nen-Mediterrangan G6PD
patients, (12.5%) were asymptomatic, (87.5%) presented by AHC, of
thein (92.3%} hemolysis induced afier ingestion of fava beans and (7.1%}

hemolysis induced by drug intake,

Enzymatic activity was shown to be a poor predictive parameter of

acute hemolvtic crisis and was not correlated with clinical features.

Subjects with Mediterranean variant had a more severe clinical

phenotype which was not related 1o enzymatic activity.

Key words: GOPD deficiency, phenotype, genotype.
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