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Hepatic glycogen synthetase
deficiency

Sir,
The publication of the article 'Hepatic glycogen

svnthetase deficiency: further studies on a family', by
J. R. W. Dykes and J. Spencer-Peet (1972), is very
welcome. A further description of these patients will
allow us to screen patients with idiopathic hypoglycaemia
better. However, I want to take exception to Table VI,
suggesting a system for differential diagnosis by various
tests. As was described in your journal by Femandes,
Huijing, and van de Kamer (1969), there is a definite
rise in blood lactate concentration in patients with a
deficiency of the debranching enzyme system, as well as
in patients with a phosphorylase (kinase) defect after
administration of galactose. Furthermore, there is a
normal response of the blood glucose in children with
the phosphorylase kinase defect after glucagon
administration.

Preliminary differential diagnosis of glycogen-storage
disease has been made by numerous paediatricians all
over the world on the basis of our screening technique
outlined in our paper. These preliminary diagnoses
have, with very few exceptions, been confirmed in our
laboratory by enzyme assays. Exceptions are patients
with idiopathic hyperlactic acidaemia and Leigh's
disease (Tang et al., 1972; Grover, Auerbach and Patel,
1972), and defects in gluconeogenesis (Baker and
Winegrad, 1970).

In my opinion the Table should read as shown. It
can be seen that the various tests in patients with

debranching enzyme deficiency and with glycogen
synthetase deficiency give the same results.
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TABLE
Preliminary differential diagnosis of liver glycogen storage diseases by various tests

Fasting Oral galactose load Fasting glucagon test
Enzyme defect hypoglycaemia blood

lactate Blood glucose Blood lactate Blood glucose Blood lactate

Glucose 6-phosphatase Severe High No rise Marked rise No rise Marked rise
Debranching enzyme system Moderate to Normal Rise Marked rise No rise when No rise

severe fasted
(normal
rise when
fed)

Phosphorylase (kinase) (see Huijing, 1970) Nil to Normal Rise Marked rise Normal rise No rise
moderate

Glycogen synthetase* Severe Normal Rise Marked rise No rise when No rise
fasted
(small rise
when fed)

Normal children Nil Normal Rise No rise Normal rise No rise

*From Dykes and Spencer-Peet, 1972.

Dr. J. R. W. Dykes and Dr. J. Spencer-Peet comment
as follows:

While recognizing Professor Huijing's extensive
experience with defects in the hepatic phosphorylase
system, we would not support his contention that the
blood glucose response to glucagon is always normal
either in these patients or in those with debrancher
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