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Fig. 7-3. Enzyme reactions of Embden—Meyerhof and hexose monophosphate pathways of metabolism.
Documented hereditary deficiency diseases are indicated by enclosing dotted lines.
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Fig. 490.2 Most common mutations along coding sequence of G6PD
gene. Exons are shown as open numbered boxes. Open circles are
mutations causing classes |l and lll variants. Filled circles represent
sporadic mutations giving rise to severe variants (class |). Open ellipses
are mutations causing class IV variants. X is a nonsense mutation; f, a
splice site mutation; filled squares, small deletions. 202A and 968C are
the 2 sites of base substitution in G6PD-A. (From Cappellini MD, Fiorelli
G: Glucose-6-phosphate dehydrogenase deficiency, Lancet 371:64-74,
2008.)
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TABLE 9.6 WHO Classification of G6PD Variants
WHO Variant Magnitude of enzyme Severity of hemolysis
class deficiency
I Harilaou, Tokyo, Guadalajara, Stonybrook, 2% of normal activity Chronic non-spherocytic hemolytic anemia

Minnesota
Il Mediterranean 3% of normal activity Intermittent hemolysis
11 A? 10—60% of normal activity  Intermittent hemolysis usually associated

with infections or drugs

I\Y B (Normal) 100% normal activity No hemolysis
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Frequency of G6PD deficient males

<0.5% 7.0-9.9%%
| 0.5-2.9%% B 10.0-14.9%%
B 3.0-6.9%% B 15.0-126.0%%

Polymorphic G6PD variants
@ A-(202A) Chatham
() A-(968C) @ Coimbra
® Aures @ Cosenza

@ Canton () Kaiping

) Mediterranean
() Mahidol
@ Santamaria

@ Seattle

® Taipei
® Union
® Viangchan
@ Local variant
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