
Contents 

I Purine Salvage Enzymes. 1 

IA Hypoxanthine Guanine Phosphoribosyltransferase (HGPRT) 
Deficiency. 3 
1 Introductory Remarks (R.W. E. Watts). 3 
2 The Clinical Aspects of HGPRT Deficiency 

(I. Kamilli and U. Gresser). 5 
3 The Biochemical Basis of HGPRT Deficiency 

(J. G. Puig and E A. Mateos). 12 
4 Prenatal Diagnosis of Lesch-Nyhan Syndrome 

(F. A. Mateos and J. G. Puig). 27 
5 The Genetic Basis of HGPRT Deficiency 

(B. L. Davidson and B. J. Roessler). 33 

IB Adenine Phosphoribosyltransferase (APRT) Deficiency. 41 
1 The Clinical Aspects of APRT Deficiency 

(U. Gresser and B.S. Gathof). 41 
2 The Biochemical Basis of APRT Deficiency (Y. S. Shin). 48 
3 The Genetic Basis of APRT Deficiency 

(A. Sahota, J. Chen, P. J. Stambrook, and J. A. Tischfield). 54 

II Hyperuricemia and Gout Caused by a Defect in Renal 
Ttansport. 61 
1 The Clinical Aspects of Hyperuricemia and Gout 

(U. Gresser). 63 
2 The Biochemical Basis of Hyperuricemia and Gout 

(J.F. Henderson). 69 
3 The Genetic Basis of Hyperuricemia and Gout 

(B. J. Roessler). 73 

III Immunodeficiency Disease: Adenosine Deaminase (ADA) and 
Purine-Nucleoside Phosphorylase (PNP) Deficiencies. 81 
1 Introductory Remarks (B. S. Mitchell). 83 
2 The Clinical Aspects of ADA and PNP Deficiencies 

(W. Friedrich and W. Hartmann). 84 

Bibliografische Informationen
http://d-nb.info/931169151

http://d-nb.info/931169151


XIV Contents 

3 The Biochemical Basis and Pathophysiology of ADA 
and PNP Deficiencies (W. Gutensohn). 92 

4 The Genetic and Metabolic Basis of ADA Deficiency 
(M. S. Hershfield, F. X. Arredondo-Vega, I. Santisteban, 
and S. Chaffee). 104 

IV The Purine Nucleotide Cycle. 113 

IV A Myoadenylate (Muscle AMP) Deaminase Deficiency. 115 
1 Clinical Aspects and Biochemical Basis of AMP Deaminase 

Deficiency: A Clinician’s Point of View (N. Zollner, 
D. R. Wagner, and M. Gross). 115 

2 The AMP Deaminase Multigene Family in Rats and Humans 
(D. K. Mahnke-Zizelman, M. T. Bausch-Jurken, 
and R. L. Sabina). 122 

3 The Genetic Basis of Myoadenylate Deaminase Deficiency 
in Man (M, Gross). 132 

IVB Adenylosuccinate Lyase (ASase) Deficiency. 140 
1 The Clinical Aspects of ASase Deficiency 

(J. Jaeken, P. Casaer, P. De Cock, and G. Van den Berghe) . . . 140 
2 The Biochemical Aspects of ASase Deficiency 

(G. Van den Berghe, F. Van den Bergh, M. F. Vincent, 
and J. Jaeken). 144 

3 The Genetic Basis of ASase Deficiency 
(R. L. Stone, J. Aimi, B. A. Barshop, J. Jaeken, 
G. Van den Berghe, H. Zalkin, and J. E. Dixon). 156 

V Pyrimidine Metabolism. 163 
1 Dihydropyrimidinuria Presenting in Childhood with Severe 

Developmental Retardation (K. Ward, M. J. Henderson, 
H. A. Simmonds, J. A. Duley, and P. M. Davies). 165 

2 The Clinical Aspects of Inherited Defects in Pyrimidine 
Degradation (M. Tuchman). 168 

3 Dihydropyrimidine Dehydrogenase Deficiency: 
Biochemical and Genetic Basis (R. A. De Abreu). 176 


