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Tetrahydrobiopterin - Basic Biochem-
istry and Role in Human Disease.
Seymour Kaufman. (Pp 420; £37 hard-
back.) Baltimore: The Johns Hopkins
University Press. 1997. ISBN 0-8018-
5344-3.

This is a well written and authoritative book.
The author, Seymour Kaufman, and his
research collaborators at the USA National
Institutes ofHealth have contributed much to
the subject; 17% of the 1300 or so references
cited bear his name. I would specifically re-
commend it to readers of this Journal who
have a particular interest in inherited meta-
bolic disease. Its content serves to emphasise
how our understanding of the biochemical,
and clinical, phenotypic expression ofmutant
genes is highly dependent on our knowing, in
precise mechanistic detail, how the gene
product functions normally.
During the 1950s there began a major bio-

chemical research effort aimed at discovering
how molecular oxygen was used during
enzymic hydroxylation ofthe ring structure of
aromatic amino acids. Much of the stimulus
for this activity derived from the knowledge
that this reaction constituted the first step in
synthesis of the "biogenic amine" neuro-
transmitter substances, and also that a defect
in the hydroxylation of phenylalanine oc-
curred in the recessively inherited
neurological disease, phenylketonuria. This
book describes in considerable detail the
ensuing 40 years of scientific endeavour
which has led to our contemporary know-
ledge of the structural and functional aspects
of aromatic amino acid hydroxylation, in-
cluding the unique cofactor requirement for
these reactions in the form of reduced biopt-
erin. This work, in turn, provides the
scientific basis for our understanding of the
inherited hyperphenylalaninaemias and, in
particular, those rare variant forms owing to
defects in the biosynthesis and recycling of
tetrahydrobiopterin.
Approximately one quarter of the content

is devoted to pathological aspects of the bio-
chemistry described, although one might be
tempted to criticise the title of the book as
misleading for there is little here specifically
related to biopterins. Nevertheless, the author
provides a particularly comprehensive review
of the many facets of the neurochemical
pathology of the hyperphenylalaninaemias.
This serves to remind the reader how much
more work needs to be done in this area, not
least because the clinical management of
these conditions is, as yet, far from ideal.
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Culture, Kinship and Genes. Editors
Angus Clarke, Evelyn Parsons. (,C45.00.)
UK: Macmillan. 1997. ISBN 0-312-
17499-3.

Genetic counselling "consists largely of
talking", says Angus Clarke in the introduc-
tion to this volume. Through it, a person,
couple, or family at risk of developing or
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