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Mutation data 
 
 
Status: Compound heterozygous

Hb E 

Mutation Beta 26(B8) Glu>Lys

Nomenclature HBB:c.79G>A

In combination with: β-thalassemia 

Mutation 
One of the many described Beta gene defects reported on 
http://globin.cse.psu.edu/hbvar/menu.html

Nomenclature  

 
Comments:  
 
Hematology 
 
 

 
 
Other information 
 
 
Clinical context:  

Clinical presentation Severe hemolytic anemia symptoms

Genetic risk 
Severe risk in combination with Hb S, Hb E, Beta

thalassemic variants

Advice Partner and family analysis

About this variant:  

Stability Midly unstable, sensitive to oxidati

Oxygen affinity Normal

Found in 
Observed mainly in populati
East 

 
Comments:  
 
References: Kazazian HH Jr. et al., Am J Hum Genet. 1984 Jan;36(1):212
  Nakatsuji T. et al., Am J Hum Genet. 1986 Jun;38(6):981
  Indrak K., Ann Hematol. 1991 Jul;63(1):42

Hematological 

parameters 
Results 

RBC  

Hemoglobin Low 

Hematocrit Low 

MCV Low 

Comments on hematology: Severely microcytic hypochromic. Hemolysis

 

 

 

 

 

 

Hb E + β-thalassemia 

Compound heterozygous 

Beta 26(B8) Glu>Lys 

HBB:c.79G>A 

One of the many described Beta gene defects reported on 
http://globin.cse.psu.edu/hbvar/menu.html 

 
 

Severe hemolytic anemia symptoms 

Severe risk in combination with Hb S, Hb E, Beta-thalassemia, Hb Lepore and other Beta

thalassemic variants 

Partner and family analysis 

Midly unstable, sensitive to oxidative stress 

Normal 

Observed mainly in populations from South East Asia, along the Silk Road and the Middle 
 

Kazazian HH Jr. et al., Am J Hum Genet. 1984 Jan;36(1):212-7. 
Nakatsuji T. et al., Am J Hum Genet. 1986 Jun;38(6):981-3. 
Indrak K., Ann Hematol. 1991 Jul;63(1):42-4. 

Hematological 
parameters 

MCH 

Blood smear 

Serum iron and ferritin 

Severely microcytic hypochromic. Hemolysis 

One of the many described Beta gene defects reported on 

thalassemia, Hb Lepore and other Beta-

ons from South East Asia, along the Silk Road and the Middle 

Results 

Low 

Severe thalassemic smear 

 


