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Familial Mediterranean fever (FMF) is a hereditary autoinflammatory disease
characterized by recurrent self-limiting fever and serositis that mainly affects Mediterranean
populations. We analyzed patients clinically diagnosed as having FMF to examine the precise
genotype-phenotype correlation in a large cohort of Japanese FMF patients.

The most frequent mutation in Jaﬁanese patients was E148Q, followed by M6941, L110P, P369S, and
R408Q. The clinical features with M6941 were associated with more severe clinical course compared to
those seen with E148Q. P369S/R408Q showed variable phenotypes with regard to both clinical
manifestations and severity. Patients with M6941 showed a very favorable response to colchicine
therapy, while those with P369S and R408Q did not.

Clinical features and efficacy of treatment in Japanese FMF patients vary widely according to the
specific MEFV gene mutation, and therefore genetic analysis should be performed for diagnosis in
cases of Japanese FMF.

MEFV



(FMF)  MEFV(Pyrin)

MEFV

FMF

10

FMF

FMF

FMF

FMF

FMF

90
DNA PCR
MEFV
2003 9 FMF
FMF
MEFV
)
1
(
)
FMF Tel-Hashomer criteria

Livneh A, Langevitz P, Zemer D et al.
Criteria for the diagnosis of familial
Mediterranean fever. Arthritis Rheum.
1997 Oct;40(10):1879-85.

116

1:1.3



23.7 11.7

1 4.7
38 83.6

62.1 45.7
41.4 AA

1.7
60.3 90

E148Q(

40.2%) M6941(21.0%) L110P(18.8%)

(M694V  V726A  MBSOI)

M6941 FMF
L110P/E148Q E1480Q
P369S/R408Q
FMF

Vol. 39 (2016) No. 2 p. 130-139.( )
doi: 10.2177/jsci.39.130.
Yasunami M, Nakamura H, Agematsu K,
Nakamura A, Yazaki M, Kishida D, ( 11
). ldentification of Disease-Promoting
HLA Class 1 and Protective Class 11
Modifiers in Japanese Patients with
Familial Mediterranean Fever. PL0OS One.
2015 May 14; 10(5). ( )
doi: 10.1371/journal .pone.0125938.
Kishida D, Nakamura A, Yazaki M,

Tsuchiya-Suzuki A, Matsuda M, lkeda S.

Genotype-phenotype correlation in
Japanese patients with familial
Mediterranean fever: differences in

genotype and clinical features between
Japanese and Mediterranean populations.
Arthritis Res Ther. 2014: Sep 27;
16(5):439.( )
doi: 10.1186/s13075-014-0439-7.

Migita K, Agematsu K, Yazaki M, Nonaka
F, Nakamura A, Toma T, Kishida D, (
13 ).
genotype-phenotype

Familial Mediterranean fever:
correlations in
Japanese patients. Medicine (Baltimore).
2014 May; 93(3):158-64. ( )
doi: 10.1097/MD.0000000000000029.

Mollaret MEFV
1 54 2
Page124-129(2014.02) ( )
https://www.jstage. jst.go. jp/article/cl
inicalneurol/54/2/54 124/ article/-char
/ja/




28 2016.9.3

60

2016.4.21

59
2015.4.23

http://ww.shinshu-u.ac. jp/faculty/medi

cine/chair/i-3nai/

o
KISHIDA, Dai

50467180

*®
NAKAMURA, Akinori

10303471

YAZAKI, Masahide

70372513




