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Organic Acidurias. Edited by J. Stern and C.
Toothill. (Pp. x+182; figures and tables. £400.)
Edinburgh: Churchill Livingstone. 1972.

This volume comprises the Proceedings of the Ninth
Symposium of the Society for the Study of Inborn
Errors of Metabolism held in Leeds in the summer of
1972. Twenty papers are presented with introductory
remarks, synopses of experimental techniques, and re-
sults in tables and clear figures. Most have a brief
summary and all have valuable references and group
discussion.

Just as paper chromatography led to the discovery of
individual amino-acidurias and metabolic disorders, so
gas chromatography and mass spectrography elucidate
organic acidurias and a new family of inborn errors.
Similarly, these phenomena are produced by enzyme
deficiencies as demonstrated in ketotic hyperglycinaemia
and proprionic acidaemia (propionyl CoA carboxylase),
,B-OH isovaleric acidaemia and p-methyl crotonyl glyci-
nuria (p-methyl crotonyl CoA carboxylase), Leigh's
encephalomyelopathy (pyruvate carboxylase), methylma-
lonic aciduria (leucocyte methyl malonyl CoA mutase),
and in branched chain acidurias. Whether tyrosinosis
is caused by lack of inhibition of p-OH phenylalanine
hydroxylase (seemingly a Cu/Fe enzyme inhibited by
Hg+ + but not by other -SH reagents) or the cirrhosis,
leading to lowered prothrombin ratios and bleeding dis-
orders (in contrast to tyrosinaemia) by peroxide forma-
tion; is still debated.
Thermodynamic considerations in calcium oxalate

precipitation suggest that calcium and oxalate are pro-
bably separate or stabilized in the normal renal papillae
whilst in hyperoxaluria, now divided into Type I (gly-
collic aciduria with glyoxylate: 2-keto-glutarate-carbo-
ligase deficiency) and Type II (glyceric aciduria with
glyceric acid dehydrogenase deficiency) magnesium still
seems the best therapy.

Deuterated phenylalanine confirms the lack of alterna-
tive paths from phenylalanine to tyrosine in phenylke-
tonuria (PKU) and hyperphenylalaninaemia (HPE) and
the excess mandelic acid seems to come from the
phenylalanine whereas the hippurate probably comes
from intestinal benzoate. Why the plasma phenylalanine
and the response to a load should be lower in HPE is not
yet clear. Other investigators notice that changes in-
duced in the kynurenine and indole paths by a tryptophan
load is related to resting levels of more or less than 20
mg%. Are these further differences between PKU and
HPE?

There is description of the elegant linking of GLC to
mass spectrography and computer data storage in the

characterization of body fluid abnormalities and silica
thin layer chromatography of keto acid hydrazones
demonstrating differences between adult and juvenile
cystinosis.

Other works include the four childhood lactic acidoses
contrasted to the more benign adult form, benzoate
excretion in psychosis, and the independence of pyro-
glutamate to N metabolism and its possible implication
in amino-acid transport. Treatment is mentioned when
noteworthy, eg, dietary leucine restriction in :-methyl
crotonyl glycinuria and thiamine in Leigh's encephalo-
myelopathy.

It is fascinating to see modem biochemistry and bio-
chemical techniques unravel the complexities and subtle-
ties of metabolic disease and here, there is much stimulus
for similar applications in other directions. Although
clinical indices for suspicion (eg, persistent acidosis in a
hydrated child with glycine/alanine ratio 1) are men-
tioned, the bias is essentially biochemical with limited
clinical description and brief mention of genetic mechan-
isms. Perhaps the volume will have limited use in
general post- or undergraduate medicine but it will be
of interest especially to the academic clinician and con-
siderable value for the researcher. The presentation is
clear although the chromatograms might have been
better displayed with keys rather than descriptive text.
Overall this is a most interesting and valuable book of
high quality in a new branch of medicine.

CHRISTOPHER OWENS

Progress in Pediatric Radiology. Volume 4.
Intrinsic Diseases ofBones. Edited by H. J. Kaufmann.
(Pp. xiv + 594; 481 illustrations and 16 tables.
£2720.) Basel: S. Karger. 1973.

The appearance of this book will be very welcome to
radiologists, paediatricians, and medical geneticists.
The delineation of the bone dysplasias has much im-
proved over the past 10 years. The literature is widely
scattered over paediatric and radiological journals and it
is invaluable to have it summarized in this book by
contributors, about equally divided between radiologists
and paediatricians, who include many of those who con-
tributed to the new developments. While many of the
disorders are single gene determined, only a minority
are as yet defined in terms of biochemical defect, their
histology is often non-specific, and the radiological
appearances are still in most instances the most reliable
methods of diagnosis. However, Rimoin and colleagues
report new studies in this volume showing that the histo-
logical appearances in achondroplasia and hypochondro-

307

copyright.
 on M

ay 22, 2023 by guest. P
rotected by

http://jm
g.bm

j.com
/

J M
ed G

enet: first published as 10.1136/jm
g.10.3.307 on 1 S

eptem
ber 1973. D

ow
nloaded from

 

http://jmg.bmj.com/

