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Identity 
Inheritance 
Genetic heterogeneity; majority of cases autosomal 
dominant, occasionally with variable expression 
(incomplete dominance) manifesting as mild anemia in 
transmitting parent; some cases apparently autosomal 
recessive, not linked to 19q. 

Clinics 
Phenotype and clinics 
- Chronic constitutional are generative anemia with 
absent or decreased red cell precursors in bone marrow;  
- Macrocytosis, elevated fetal hemoglobin, increased 
red cell adenosine deaminase;  
- Physical abnormalities in 30% of DBA cases 
including craniofacial and thumb abnormalities, atrial 
or ventricular septal defects, short stature, mild 
retardation, etc. 

Neoplastic risk 
- Hematologic malignancy: in 2.5% of all reported 
cases of DBA; primarily ANLL with no FAB 
preference but also ALL, Hodgkin's disease; 
- Solid tumors include carcinoma of liver, stomach, 
osteogenic sarcoma; 
- Age of malignancy onset from 2 to 43 years; 
- Disease-related and treatment-related factors, i.e., 
allosensitization and iron overload, contribute to 
malignancy. 

Treatment 
Corticosteroids, transfusion, bone marrow transplant. 

Evolution 
Some patients enter remission, with or without 
corticosteroid therapy. 

Prognosis 
Median survival: 38 years. 

Genes involved and proteins 
RPS19 
Location 
19q13.2 

Protein 
Description: Ribosomal protein S19; ribosomal 
proteins are a major component of cellular proteins; 
their function(s), aside from being part of the ribosome, 
are unknown. 

Mutations 
Germinal: Mutations in RPS 19 identified in DBA 
patients include non-sense, frameshift, splice site and 
missense mutations; three patients had disease-
associated chromosomal abnormalities in DBA region, 
t(X;19), t(8;19), microdeletion 19q. 

References 
Van Dijken PJ, Verwijs W. Diamond-Blackfan anemia and 
malignancy. A case report and review of the literature. Cancer 
1995;76:517-520. (Review) 

Janov AJ, Leong T, Nathan DG, Guinan EC. Diamond-
Blackfan anemia. Natural history and sequelae of treatment. 
Medicine 1996;75(2):77-78 

Gustavsson P, Garelli E, Draptchinskaia N, Ball S, Willig T-N, 
Tentler D, Dianzani I, Punnett HH, Shafer F, Cario H, 
Ramenghi U, Glomstein A, Pfeiffer RA, Goringe A, Oliver NF, 
Smibert E, Tchernia G, Elinder G, Dahl N. Identification of 
microdeletions spanning the Diamond-Blackfan anemia locus 
(DBA) on 19q13 and evidence for genetic heterogeneity. Am J 
Human Genet 1998;63:1388-1395 

 

 

brought to you by COREView metadata, citation and similar papers at core.ac.uk

provided by I-Revues

https://core.ac.uk/display/15515302?utm_source=pdf&utm_medium=banner&utm_campaign=pdf-decoration-v1


Diamond-Blackfan anemia (DBA) Punnett HH 
 

Atlas Genet Cytogenet Oncol Haematol. 1999; 3(3)  
 

165 

Draptchinskaia N, Gustavsson P, Andersson B, Petterson M, 
Willig TN, Dianzani I, Ball S, Tchernia G, Klar J, Matsson H, 
Tentler D, Mohandas N, Carlsson B, Dahl N. The gene 
encoding ribosomal protein S19 is mutated in Diamond-
Blackfan anemia. Nature Genet 1999;21:169-174 

This article should be referenced as such: 

Punnett HH. Diamond-Blackfan anemia (DBA). Atlas Genet 
Cytogenet Oncol Haematol. 1999; 3(3):164-165. 


