Rotor syndrome

Rotor syndrome (OMIM #237450 (https://omim.org/entry/237450)) is one of the causes of juvenile conjugated
hyperbilirubinemias'. It is a rare autosomal recessive disease. It appears with the simultaneous defect of two
organic anion transporting polypeptides (OATPs), proteins OATP1B1 and OATP1B3 (products of the genes SLCO1B1
and SLCO1B3).

The symptoms of Rotor syndrome are very similar to Dubin-Johnson syndrome. Shortly after birth or in infancy, mild
conjugated hyperbilirubinemia develops and 'bilirubinuria appears. Both syndromes can be distinguished by special
examinations (with Rotor syndrome, the liver absorbs diagnostic substances of an anionic nature more slowly;
Dubin-Johnson syndrome, on the other hand, is characterized by pigment deposits in hepatocytes).

The frequency of Rotor syndrome is estimated to be approximately 1 in 1 million’; however, it is thought to vary
widely in different populations.

Since the OATP1B1/3 transporters, in addition to conjugated bilirubin, take up a number of other substances

including many drugs, it is assumed that some drugs administered in the usual dosage may also show life-
threatening toxicity in patients with Rotor syndrome.
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