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Did the Proband Have Thalassemia Intermedia or

Severe Thalassemia Trait?

Agwr Talasemi Tastyialigir mi? Talasemi Intermedia mi?

Sinasi Ozsoylu

Retired Professor of Pediatrics, Hematology, and Hepatology, Ankara, Turkey

To the Editor,

I enjoyed reading Bilgen et al.’s case report, The effect
of HBB: (c*+96T>C (3’'UTR+1570 T>C) on the mild
B-thalassemia intermedia pheonotype, in the recent issue
of the Journal (2011; 28: 219-222). T congratulate the
authors for exploring at the molecular level at least one
of the thalassemia minima that fits well with the present
clinical thalassemia nomenclature. Based on their clinical
description, I would not consider the proband as thal-
assemia intermedia, as until 20 years of age he did not
require blood transfusions [1]. The mother had thalas-
semia trait, the father had thalassemia minima, and the
proband clinically had severe thalassemia trait, as he had
mild hepatosplenomegaly and was compound heterozy-
gote (thalassemia trait[+] and carrier of HBB: C*+9,6 T>C
mutation).

I would like to suggest the following arbitrarily modi-
fied nomenclature for clinical thalassemia syndromes:

Thalassemia major (according to transfusion require-
ment):

a) Severe: transfusion interval less than 1 month;

b) Moderate: transfusion interval more than 1 month.

Thalassemia intermedia (according to transfusion
requirement):

a) Moderate: transfusion interval less than 1 year;

b) Mild: transfusion interval more than 1 year.
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Thalassemia trait:
a) Severe: with mild hepatosplenomegaly;
b) Mild: without hepatosplenomegaly;

Thalassemia minima: absence of clinical and hema-
tological findings.

Sincerely

Sinasi OZSOYLU, MD

Retired Professor of Pediatrics, Hematology, and Hepatology
Honorary Fellow of the American Academy of Pediatrics since
1995

Honorary Member of the American Pediatric Society since 1993
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Reply

First of all we thank Professor Dr. Ozsoylu for his con-
tribution and interest in our report. Intermedia is a beta
thalassemia group characterized by severity varying from
thalassemia major to asymptomatic carriers. It seems that
according to clinical classification it is possible to describe
our patient as severe thalassemia trait rather than mild
thalassemia intermedia. On the other hand, the primary
reason we consider our patient as thalassemia intermedia
is that he is compound heterozygous for 3’UTR+1570 T>C
and Cod 8(-AA) beta-globin gene mutations. We think
mild thalassemia intermedia is the appropriate descrip-
tion of our patient, considering that he has two differ-
ent mutations on his 2 different copies of the beta globin
gene, as well as mild phenotypic findings. We think that
the description of severe thalassemia trait is more suitable
for patients with only 1 beta globin gene mutation with
clinical findings in addition to the thalassemia minor phe-
notype.

Again, we appreciate your letter, as it afforded us the
opportunity to explain in greater detail our rationale for
the use of genetic data in addition to clinical criteria in the
classification of thalassemias.

Sincerely,
Turker Bilgen, PhD.

Department of Medical Biology and Genetics, Faculty of
Medicine, Akdeniz University, Antalya, Turkey
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