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Microtubule-dependent motor protein required for spindle pole assembly during mitosis. Required to
stabilize the pericentriolar material (PCM).

Okamoto et al. report a novel mutation in the STARD9 (also known as KIF16A) gene found in a patient
with severe ID, characteristic features, epilepsy, acquired microcephaly, and blindness. Using whole-
exome sequence analysis, we sequenced potential candidate genes in the patient. We identified a
homozygous single-nucleotide deletion creating a premature stop codon in the STARD9 gene. STARD9
encodes a 4,700 amino acid protein belonging to the kinesin superfamily. Depletion of STARD9 or
overexpression of C-terminally truncated STARD9 mutants were known to induce spindle assembly
defects in human culture cells. To determine cytological features in the patient cells, we isolated
lymphoblast cells from the patient, and performed immunofluorescence analysis. Remarkably, mitotic
defects, including multipolar spindle formation, fragmentation of pericentriolar materials and
centrosome amplification, were observed in the cells. Taken together, our findings raise the possibility
that controlled expression of full-length STARD9 is necessary for proper spindle assembly in cell
division during human development. We propose that mutations in STARD9 result in abnormal spindle
morphology and cause a novel genetic syndrome with ID 1).

1)

Okamoto N, Tsuchiya Y, Miya F, Tsunoda T, Yamashita K, Boroevich KA, Kato M, Saitoh S, Yamasaki M,
Kanemura Y, Kosaki K, Kitagawa D. A novel genetic syndrome with STARD9 mutation and abnormal
spindle morphology. Am J Med Genet A. 2017 Aug 4. doi: 10.1002/ajmg.a.38391. [Epub ahead of print]
PubMed PMID: 28777490.

From:
https://neurosurgerywiki.com/wiki/ - Neurosurgery Wiki

Permanent link:
https://neurosurgerywiki.com/wiki/doku.php?id=stard9

Last update: 2024/06/07 02:57

https://neurosurgerywiki.com/wiki/
https://neurosurgerywiki.com/wiki/doku.php?id=stard9

