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Mutation data 
 
 
Status: Heterozygous

Beta-thalassemia 

Mutation 
One of the many described Beta gene defects reported on 

http://globin.cse.psu.edu/hbvar/menu.html

Nomenclature  

In combination with:  

Mutation  

Nomenclature  

 
Comments:  
 
Hematology 
 
 

 
 
Other information 
 
 
Clinical context:  

Clinical presentation Mild chronic anemia symptoms

Genetic risk 
Severe risk in combination with Beta

common hemoglobin variants

Advice Partner and family analysis

About this variant:  

Stability  

Oxygen affinity  

Found in All ethnic groups from tropic and sub

 
Comments:  
 
References: - 

Hematological 
parameters 

Results 

RBC Normal or elevated

Hemoglobin Low 

Hematocrit Low 

MCV Low 

Comments on hematology: Microcytic, hypochromic, eventually elevated RBC counts.

 

 

 

 

 

 

-thalassemia  
with presence of elevated Hb F 

Heterozygous 

One of the many described Beta gene defects reported on 

http://globin.cse.psu.edu/hbvar/menu.html 

 
 

Mild chronic anemia symptoms 

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

common hemoglobin variants 

Partner and family analysis 

All ethnic groups from tropic and sub-tropic origin 

Normal or elevated 

Hematological 

parameters 

MCH 

Blood smear 

Serum iron and ferritin 

Microcytic, hypochromic, eventually elevated RBC counts. 

One of the many described Beta gene defects reported on 

thalassemia, Hb S, Hb E, Hb Lepore and other less 

Results 

Low 

Thalassemic smear. 

Normal or elevated ferritin 


