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What is Griscelli Syndrome?

It is a disease where the affected have partial albinism and 
immunodeficiency.
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What is type II?

Type II is associated specifically with mutations in Rab27A.
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What causes the albinism?

Inability to transport melanin outside of cells results in albinism.
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What causes the immunodeficiency?

Disruption in cell transport makes lymphocytes ineffective at 
fighting infections.
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How conserved is the gene?
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The structure is highly conserved between
humans and model organisms. 



What is the pattern of descent for Rab27A?
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Phylogenetics show that the dog copy of the gene is most closely related to the
human copy and the fruit fly copy is the outgroup. 



What could potentially be used to study GStII? 

Wilson, et al. (2000)

Mutant ashen mice provide an
easy to detect phenotype. 

Cultured cell lines are easier
to grow and maintain and
allow membrane transport
to be studied.



References
Griscelli, Claude, et al. “A Syndrome Associating Partial Albinism and Immunodeficiency.” The 
American Journal of Medicine, vol. 65, no. 4, 1978, pp. 691–702., doi:10.1016/0002-9343(78)90858-
6.
Klein, Christoph, et al. “Partial Albinism with Immunodeficiency (Griscelli Syndrome).” The Journal of 
Pediatrics, vol. 125, no. 6, 1994, pp. 886–895., doi:10.1016/s0022-3476(05)82003-7.
Ménasché, Gaël, et al. “Mutations in RAB27A Cause Griscelli Syndrome Associated with 
Haemophagocytic Syndrome.” Nature Genetics, vol. 25, no. 2, 2000, pp. 173–176., 
doi:10.1038/76024.
Ostrowski, Matias, et al. “Rab27a And Rab27b Control Different Steps of the Exosome Secretion 
Pathway.” Nature Cell Biology, vol. 12, no. 1, 2009, pp. 19–30., doi:10.1038/ncb2000.
Wilson, S. M., et al. “A Mutation in Rab27a Causes the Vesicle Transport Defects Observed in Ashen 
Mice.” Proceedings of the National Academy of Sciences, vol. 97, no. 14, 2000, pp. 7933–7938., 
doi:10.1073/pnas.140212797.
Wu, Xufeng S., et al. “Melanophilin and Myosin Va Track the Microtubule plus End on EB1.” The 
Journal of Cell Biology, vol. 171, no. 2, 2005, pp. 201–207., doi:10.1083/jcb.200503028.


