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Hb- M disease is described in a Punjabi Hindu boy and his mother.
The abnormal hemoglobins in these patients were found to be similar to
Hb-Mm lwate having alpha chain abnormality. A point of additional interest
in the boy was the presence of erythrocytosis.

Introduction

A methaemoglobin differing spectroscopically from ‘‘normal’* methaemo-
globin was first described by Horlein and Weber (1948) in a German family with
hereditary methaemoglobinaemia. The designation of this ‘“‘abnormal” methae-
moglobin as Haemoglobin-M (Hb-M) was suggested by Singer (1955). The
fundamental abnormality in this disorder lies in a structural alteration of one globin
chain in the vicinity of the attachment of the haem-moiety, This renders the haem-
oglobin molecule unusually sensitive to oxidation which results in permanent
methaemoglobin formation. The structural mutation leading to the occurence of
Hb-M involves the substitution of an aminoacid in the alpha or the beta polypep-
tide chain of the haemogiobin molecule.

Hb-M disease is transmitted as autosomal dominant, whereas hereditary
methaemoglobinaemia due to enzymatic defect is transmitted as autosomal recessive.
This haemoglobinopathic disorder is extremely rare and only two families with this
disorder have been reported from India (Chatterjea 1961-62; Bajaj et al. 1973).

This paper describes for the first time Hb-M disease in a Punjabi Hindu
family. An additional point of interest was the association of erythrocytosis in the
propositus.

Case Report :

K.L. 19 years old Hindu male born of Punjabi Hindu parents hailing from
East Punjab was admitted to the local Nehru Hospital on 12.5 1973 for mild cough
with expectoration, a vague sense of generalised weakness and dyspnoea on exer-
tion. The boy worked in a steel factory ina non-technical job, which required
hard phyiscal labour. The symptoms were of recent origin extending approximately
over a period of one month. On physical examination, he was found to have a







