
HAL Id: inserm-00685753
https://inserm.hal.science/inserm-00685753

Submitted on 24 Jan 2013

HAL is a multi-disciplinary open access
archive for the deposit and dissemination of sci-
entific research documents, whether they are pub-
lished or not. The documents may come from
teaching and research institutions in France or
abroad, or from public or private research centers.

L’archive ouverte pluridisciplinaire HAL, est
destinée au dépôt et à la diffusion de documents
scientifiques de niveau recherche, publiés ou non,
émanant des établissements d’enseignement et de
recherche français ou étrangers, des laboratoires
publics ou privés.

Comparison of Two Known Chromosomal
Rearrangements in the δβ-Globin Complex with

Identical DNA Breakpoints But Causing Different Hb
A(2) Levels.

Elisabeth Saller, Kamran Moradkhani, Fabrizio Dutly, Isabelle Vinatier,
Claude Préhu, Hannes Frischknecht, Michel Goossens

To cite this version:
Elisabeth Saller, Kamran Moradkhani, Fabrizio Dutly, Isabelle Vinatier, Claude Préhu, et al.. Com-
parison of Two Known Chromosomal Rearrangements in the δβ-Globin Complex with Identical DNA
Breakpoints But Causing Different Hb A(2) Levels.: Gene rearrangement in the β-globin complex.
Hemoglobin, 2012, 36 (2), pp.177-82. �10.3109/03630269.2011.644651�. �inserm-00685753�

https://inserm.hal.science/inserm-00685753
https://hal.archives-ouvertes.fr


Table 1:  

Parameters Case 1 Case 2 Case 3 

Age-sex 50-M 44-F 34-M 

RBC (10
12

/L) 5.3 4.6  4.6 

Hb (g/l) 153 108  102  

MCV (fl) 86.8 74.7  67  

MCH (pg) 28.9 23.5  22  

Ferritin (mg/l) nd 39.2  182 

HbA2 17 2.1 1.9 

HbF 0.5 14.2 74 

G promoter nd -158 C/T -158 C/C 

genotype -- 
0


+
 

0


+
 / -29A>G 

Alpha deletions 

(GAP-PCR) 
  

nd: not determined 

 

 

 

 



 

Figure 1A:  

cap site           initiation codon 

 ACATTTGCTTCTGACACAACT GTGTTCACTAGCAACCTCAAACAGACACC ATG GTG CAY CTG ACT CCT GAG GAG AAG  TCTGCCGTT 


0


+ ACACTTTCTTCTGACATAACA GTGTTCACTAGCAACCTCAAACAGACACC ATG GTG CAC CTG ACT CCT GAG GAG AAG  TCTGCCGTT  

- ACATTTGCTTCTGACACAACT GTGTTCACTAGCAACCTCAAACAGACACC ATG GTG CAC CTG ACT CCT GAG GAG AAG  ACTGCTGTC 

 ACACTTTCTTCTGACATAACA GTGTTCACTAGCAACCTCAAACAGACACC ATG GTG CAT CTG ACT CCT GAG GAG AAG   ACTGCTGTC 



 

Figure 1B:  

 

 

 

 


