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CADASIL

CADASIL (Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts

and Leukoencephalopathy) is the most common hereditary small vessel disease and reported with
frequency of 2-5/100,000. Recently, it has been clarified that some of the patients with NOTCH3 gene
mutations show atypical clinical symptoms of CADASIL. Assuming that NOTCH3 gene mutations may be
involved in some cases of lacunar infarction, this study was designed to examine the prevalence of
NOTCH3 gene mutations in patients who were initially admitted for lacunar infarctions. In patients
hospitalized for lacunar infarctions, the prevalence of CADASIL may be higher than previously
thought. The NOTCH3 mutation may be underdiagnosed in early-onset lacunar infarctions due to
atypical clinical and neuroimaging features of CADASIL. Thus, early detection of underdiagnosed
CADASIL patients might improve the prognosis of the patients.

CADASIL CADASIL scale-J NOTCH3 R75P mutation lacunar infarction



NOTCH3

19K21321

CADASIL (Cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy NOTCH3

CADASIL
10 4-15 NOTCH3

CADASIL

NOTCH3 CADASIL

NOTCH3
2011 1 2018 4 292
60
NOTCH3 85 3 (3.5%) NOTCH3 R75P 58.2
CADASIL
CADASIL NOTCH3 R75P
1 1 1 1
Okada Takashi Washida Kazuo Irie Kenichi Saito Satoshi Noguchi Michio Tomita Tsutomu 12

Koga Masatoshi Toyoda Kazunori Okazaki Shuhei Koizumi Takashi Mizuta Ikuko Mizuno
Toshiki lhara Masafumi

Prevalence and Atypical Clinical Characteristics of NOTCH3 Mutations Among Patients Admitted 2020
for Acute Lacunar Infarctions
Frontiers in Aging Neuroscience 130

DOl
10.3389/fnagi .2020.00130




NOTCH3

39

2020




1 1 0 1

Okada T, Washida K, Irie K, Saito S, Noguchi M, Tomita T, Koga M, Toyoda K, Okazaki S, Koizumi in press
T, Mizuta I, Mizuno T, lhara M

Prevalence and atypical clinical characteristics of NOTCH3 mutations among patients admitted 2020
for acute lacunar infarctions

Frontier in Aging Neuroscience 2020 in press. in press

DOl
10.3389/fnagi .2020.00130

Washida K

Prevalence and atypical clinical characteristics of NOTCH3 mutations among patients admitted for acute lacunar infarctions

The 9th Japan-Korea Joint Stroke Conference (Seoul, Korea)

2019

Okada T

Atypical clinical characteristics of patiants with NOTCH3 mutations initially admitted to a stroke center for acute lacunar
infarctions

The 9th Japan-Korea Joint Stroke Conference (Seoul, Korea)

2019

Washida K

Prevalence and atypical clinical characteristics of NOTCH3 mutations among patients admitted for acute lacunar infarctions

The 2nd Jeju CADASIL symposium (Jeju, Korea).

2019







