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Obituary for Prof. Alberto Ponzone

Prof. Alberto Ponzone, Full Professor of Pediatrics, Univer-
sity of Torino, (b: May 4, 1935, Cossombrato, d: April 27,
2022, Torino).

The pediatric and inborn errors of metabolism community
lost a pioneer and great friend on April 27, 2022, when Prof.
Alberto Ponzone died. Prof. Ponzone was born May 4, 1935,
in his beloved Cossombrato (AT), Italy. He received his
Medical Degree (1959) from the University of Torino. Since
1963, he lived in Torino where he held medical position at
Ospedale Infantile Regina Margherita. He became full pro-
fessor of Pediatrics in 1988. For more than 20 years he
directed one of the most important Italian pediatric Centres
and at the same time founded the Regional reference Centre

for newborn screening and inborn errors of metabolism.
Prof. Ponzone will long be remembered as one of the greatest
pediatricians ever to turn his attention to the study of inborn
errors of metabolism. Of his many, critically important con-
tributions to the field, some are particularly noteworthy. His
dedition to the study of hyperphenylalaninemias led to the
discovery and treatment of new inherited disorders of BH4
metabolism. Moreover, his clinical and metabolic approach
to phenylketonuria revolutionized our understanding of
inherited disorders of amino acids metabolism. His early
research interest in the field of hyperphenylalaninemias
originated from the referral of the first neonate with abnor-
mal newborn screening for phenylketonuria in 1982. This
first positive patient, indeed, was affected by an extra-rare
form of “malignant phenylketonuria”, lately identified as
6-pyruvoyl-tetrahydrobiopterin synthase deficiency, a form of
BH4 deficiency coupling hyperphenylalaninemia and neuro-
transmitters deficiency. The persistence of his scientific
approach is best appreciated by considering the systematic
progression of his studies on phenylketonuria, from the
assessment of individual dietary phenylalanine tolerance to
the optimization of its treatment. Besides his unmatched sci-
entific vision and powerful intellectual vigor, Prof. Ponzone
was a very understanding person. His mentorship served as
a professional introduction to pediatrics and inborn errors to
many still active in these fields. Affectionately, for us he was
“the Captain” and we often used to say “The Captain is
always right”. At this sentence, smiling a bit, he invariably
replied with a single word: “Nearly”. He was a real Master.
He teached us to learn.
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