Contents

The genetic control of protein synthesis: The haemoglobin model

D.J. WEATHERALL . ...\ttt ittt ii i i ii e page 1

Haemoglobinopathies
The  pathophysiology of  beta-thalassaemia major
C.B.MODELL ...ttt eineennreeeneennns 12
The clinical features of unstable haemoglobin disease
B ¥ R 2 PP 19
The sickling process in relation to clinical manifestations A. J.
BELLINGHAM .. ...\ttt 23
Management of sickle-cell disease JOHN STUART ...... 26

Genetic heterogeneity in inherited disease HARRY HARRIS 32

Inborn errors of metabolism
Vitamin-responsive genetic disease S. HARVEY MUDD .. 38

Molecular variation in relation to purine metabolism R. w. E.
D77 1T PP 48

Mucopolysaccharidoses and mucolipidoses F. VAN HOOF 64

Sphingolipidoses KONRAD SANDHOFF ................ 94
The glycogen storage diseases BRENDA E. RYMAN ...... 106
Isoenzymes D. A. HOPKINSON..........voueeunennnnn. 122

Erythrocyte enzyme deficiencies
Pyruvate kinase deficiency E. C. GORDON-SMITH ...... 128

Defective molecular variants of glucose-6-phosphate dehydro-
genase and methaemoglobin reductase JEAN-CLAUDE KAPLAN

.................................................. 134

The physiological consequences of changes in oxygen affinity in

red cell enzyme defects E. R.HUEHNS ................ 142
Problems affecting the community

Population screening BARBARA E. CLAYTON .......... 145

Prenatal diagnosis and genetic counselling D.J. H. BROCK 150

The need for a national policy for the management of inherited
metabolic disease D. N.RAINE ...........coueunenn.. 156

salfojouyoal Jejiwis pue ‘Bulurey | ‘Buluiw elep pue 1Xa1 01 pale|al sasn Joj Bulpnjoul ‘1ybliAdoo Aq paloalold

"1sanb Aqg gzoz ‘og 114dy uo /woo fwg daly:dny woly pspeojumod v/6T Arenuer T uo se paysiignd 1si1j jjoyred ul|d ¢


http://jcp.bmj.com/

