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ABSTRACT

For over ten years patients with Hbs At+Bart ‘s phenotype in
adulthood have been cbserved. Genotypes responsible for this syndrome
have remained unknown. This study was undertaken to establish the

genotypes which lead to this syndrome.

Six patients with A+Bart's pattern and their family members
were studied. Besides clinical and hematologic exeminations globin
chain synthesis study was performed by incorporating 3[H]wleucine into
the peripheral blood reticulocytes, counting the radiocactivity of the

O~ and B-chains s

0]

parated by (-Cellulose column chromatography and
calculating the total radicactivity o/ ratio.

2

the patients had jsundice with splenomegaly. The main

iy

All ¢
feature of hemoglobin electrophoresis is that of A+Bart’s. Hb H
inclusion bodies were detected in 3 patients :- Y.H., P.P. and D.J.
Repeated examination after the hemoglobin levels had increased revealed
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The radiocactivity /8 ratios of 0.6 and 0.7 and family studies
confirmed that they had b H disease. It is known that in patients
with Hb H disease superimposed by iron deficiency Hb H and inclusion
bodies are less expressed or disappear. After elevation of hemoglobin

levels characteristic findings of Hb H disease return.

The patient D.J., unlike the ghove two patientsz, had persistent
Hbs A+Bart's pattern inspite of iron supplementation. Hb Constant Spring
was faintly noticeable in some hemoglobin electrophoregrams. Eb H vas
not appérent in the electrophoresis, but inclusion bodies were
demonstrable in 15 % of the red cells. However, the radioactivity
6/B ratio of 0.6 suggested that she had Hb H disease. Her mother
had hemoglobin types of A2+A and the globin chain synthesis a/f ratio
was 0.7 , compatible with o~thal 1 trait. Since Hb Constant Spring
was detected in the patient, her dead father should have contributed
Hb Constant Spring gene. Why should this patient manifest as A+Bart's
syndrome is unclear. Whether the patient had a silent £-thalassenis
along with the a-thal 1 and Hb Constant Spring or not is not known.
Other 3 patients S.S., P.T. and T.I. had 5~T7 % Ib Constant

o
¢

Spring in addition to ¥b A and Bartis. Although the /B ratio were
1.3, the family studies and the hematoleogic findings indicated that

they were homozygous for Hb Congtant

Thus this study heas established that the Hbs A+Bart's syndronme

can occur from hetercgeneous genotypes, i.e.



some cases of O-thal 1/Hb Constant Spring.

o~thal 1/o~thal 2 or o~thal 1/Hb Constant Spring when

there is superimposing anemia.

Hb Constant Spring homozygosity.



