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We performed electron micrographic analysis of the patients' platelets, and functional analysis of
mutant C. elegans carrying the p.Tyr64Cys mutation in cdc-42. The results were published in
Scientific Reports. Macrothrombocytopenia, intellectual disability, sensorineural deafness,
distinctive facial features and structural brain abnormalities are cardinal features of Takenouchi-
Kosaki syndrome.

Notes

MEEE : EEFE (C) (—)
FZeHAR : 2016 ~ 2018
BEEE : 16K09974
MRDEH  HEELRE

Genre

Research Paper

URL

https://koara.lib.keio.ac.jp/xoonips/modules/xoonips/detail.php?koara_id=KAKEN_16K09974seika

BREZBAZZMERVRD N (KOARA)ICEBE M TLWAR OV TUY OERER. ThTIOEEE, FLFLFERLRTECREL. TOERGEEEECELST
REENTVET, B|ACHLE> TR, BEFRELEZETLTIRALEE L,

The copyrights of content available on the KeiO Associated Repository of Academic resources (KOARA) belong to the respective authors, academic societies, or
publishers/issuers, and these rights are protected by the Japanese Copyright Act. When quoting the content, please follow the Japanese copyright act.



http://www.tcpdf.org

©
2016 2018

CDC42

Pathogenetics of Takenouchi-Kosaki syndrome

Takenouchi, Toshiki

3,600,000

Scientific Reports

2018
CDC42 2019

We performed electron micrographic analysis of the patients® platelets, and
functional analysis of mutant C. elegans carrying the p.Tyr64Cys mutation in cdc-42. The results
were published in Scientific Reports. Macrothrombocytopenia, intellectual disability, sensorineural
deafness, distinctive facial features and structural brain abnormalities are cardinal features of
Takenouchi-Kosaki syndrome.
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