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In-vivo Aortic Valve of a Patient with Alkaptonuria
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Figure 1 — Introperative photograph showing the dark discoloration in the aortic valve cusps and the ascending aorta wall

A 73-year-old man underwent surgery due to severe
aortic valve disease. The aortic valve cusps and the wall of
the ascending aorta, which are usually pearly white, had a
dark discoloration (ochronosis). He also presented typical
dark spots in his sclerae and ears and suffered from severe
osteoarthritis of weight-bearing joints, having undergone bi-
lateral knee and hip replacements years before. Histology
of the aortic valve cusps confirmed the suspicion of cardiac

ochronosis. The patient had an uneventful recovery and
was discharged home five days after valve replacement. In
alkaptonuria, deficiency of homogentisate dioxygenase,?
an enzyme involved in tyrosine metabolism, results in high
levels of circulating homogentisic acid (HGA). HGA is oxi-
dized to benzoquinones that polymerize, yielding a dark pig-
ment." From birth, the urine from these patients turns black
after exposure to air for several hours due to homogentisic
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aciduria; however, with ageing, pigment deposition leads to
multisystemic disease.? Alkaptonuria affects one in 250 000
to 1 000 000 live births.?
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