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Albinism: modern molecular diagnosis
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Steps in assessing an albino suspect
In order to define more precisely the type of albinism a patient has,
the following steps can be undertaken.

(1) In assessing the phenotype of the patient, if the new-born, and
especially the adult, completely lacks pigment in the skin and hair, the
individual probably has OCA 1A. If minimal pigment is apparent, the
individual could be clas-sified as either OCA 1B, OCA 2, or
OCA 3. If the individual has silvery coloured hair and neutrophils
with large inclusions, as observed by light microscopy of a blood smear,
the diagnosis would be Chediak-Higashi syndrome. If the individual
has moderate to minimal hypopigmenta-tion and exhibits reduced
blood clotting upon testing, the diagnosis would be Hermansky—
Pudlak syndrome.
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