B 4

WHERCROPATICEE 2 —H &

i
FEERA | WXy A Sh [EEaRo | E O WRREA | R (AR | ==
TEEE 4
AT fft nis) ORI FEME,  [NFFE A EE (AA 2022 [T-111
gﬁ F o3 A IINEE— R ()
§
AR, [BIRET (BACRRERRE, PR gl aEE A 2022 [I-112
Eﬁ F 52 K JINEE Rk ()
§
(RN e RIFFEE,  |NEF gl aEE (A 2022 [I-113
Eﬁ F £ K SN — Rk ()
§
AR %%{fﬂ?ﬁ? 7%5 MR W M OFEMIET X - TIHA 2022 |147-162
fa, ERDZA & = A s I
e FRA, HER DR = ()
IR A
fi T 3= K
JE]i
/NEFELEE R NI 2 D 18R] IR 8 A B R B s B P2 W & JRA AR 2021 [22-26
otV rr MEGIERET XA UL (B
SES Y —X@/IR )
HE I
INBFEREE | 2 T b — AR e R R A T Y R R IR S R AN 2021 |264-266
2y bORRIA NFRE (#50)
R e A b 0
B A
I (OB - SIS B AN AV P 3 IR W & TR 20224 (244-246
£E 5 IR UL |[FR DRI etk
RFH KA LA A M V4 FFREL KA = H A
R 32 KRR BEIE b D BIGIEHE B ARZEEZSS (3) 395 2021
EFIIE L TOERLIEME
DR #E
A e 7 = )V —EGERE O |B AR EEEFBS (3) 396—401 [2021
AiE A 7 )V —EERE O R |H AR ZAEE FBS (3) 402—408 [2021




HALY R RV
SEAERE

HABHFES

DHERE

58 (3)

413—416

2021

R

Ny F U LT
4 — N R EEMRE

HARZFES

RHERE

58(3)

409-412

2021

R —

BLEE > T 2

/NRBLRZ I Up
—-to—Date

50

42-45

2021

] FET G 3, BRI 46
L KB, K5
Yl B,
A, B’
SN S =P AN
LA E—

FeNFEZ A 0F L 7= Wer
ner EERED 2 5]

HAIRF =

MERE

11265

36-42

2022

/NI HLEE

Rubinstein—-Taybi JE
{17=iz3

NP

53
Jps Bl A= PO

242-244

2021

/NI LA

BARPER BRI 72
BT BB
Vo7

Pt N D SR
B

vol.71(2)

131-135

2022

/NI HLEE

Rubinstein—TaybiiEf&
B, Coffin-SirisfiEfeE
fiEd

JEIE =

52 (5)

2022

Kato H, Maezawa|
Y.

Atherosclerosis and Car|
diovascular Diseases in
Progeroid Syndromes.

J Atheroscler
Thromb.

2021

Kato H, Maezawa|
Y, Ouchi Y, Ta
kayama N, Sone
M, Sone K, Takal
da-Watanabe A, T
sujimura K, Koshi
zaka M, Nagasaw|
a S, Saitoh H, O
htaka M, Nakanis|
hi M, Tahara H,
Shimamoto A, Iw
ama A, Eto K,
Y okote K.

Generation of disease-sp
ecific and CRISPR/Cas9
-mediated gene-correcte
d iPS cells from a pati
ent with adult progeria
Werner syndrome.

Stem Cell Re|
S.

102360

2021

Kato H, Maezawa|
Y, Nishijima D,
Koshizaka M, Tal
kemoto M, Shirai
shi Y, Miyano S,
Ogawa S, Iwama
A, Sanada M, Y

okote K.

A high prevalence of
myeloid malignancies in|
progeria with Werner
syndrome is associated
with p53 insufficiency.

Exp Hematol.

S0301-472

2022




Ogata H, Akita S,
Ikehara S, Azum
a K, Yamaguchi

T, Maimaiti M,

Maezawa Y, Kub
ota Y, Yokote K,

Mitsukawa N, Ike
hara Y.

Calcification in Werner

syndrome associated w|
ith lymphatic vessels ag
ing.

Aging (Albany|
NY).

13(24)

25717-2572
8

2021

Takahashi Y, K
ubota M, Kosak
1 R, Kosaki K,
IshiguroA.

A severe form of aut
osomal recessive spin
ocerebellar ataxia as
sociated with novel
PMPCA variants.

Brain Dev.

43(3)

464-469

2021

Ishikawa T, Ta
mura E, Kasah
ara M,Uchida
H, HiguchiM, K|
obayashi H, Shi
mizu H, Ogawal
E, Yotani N, Iri
e R, Kosaki R,
Kosaki K, Uchi
vama T, Onode
ra M, Kawai T.

Severe Liver Disorde
r Following Liver Tr
ansplantation in STI
NG-Associated Vascu
lopathy with Onset 1
n Infancy.

J Clin Immu
nol.

41(5)

967-974

2021

Ohhashi E,Hay|
akawa I, Murof]
ushi1Y, Kawai
M, Suzuki-Muro|
moto S, Abe Y,
Yoshida M, Ko
saki R,Hoshino
A, Mizuguchi
M, Kubota M.

Recurrent acute necr|
otizing encephalopat]
hy in a Japanese bo
y with both RANBP
2 mutation and ther
molabile CPT II vari
ant: the first case of]
ANE1 in Japan

Brain Dev.

43(8)

873-878

2021

Saito T, Okamu
raK, Kosaki R ,
Wakamatsu K,
Ito S,Nakajima
O, Yamashita
H, Hozumi Y, S
uzuki T

Impact of a SLC24A|
5 novel mutation ide
ntified in the first J
apanese patient with
oculocutaneous albi
nism 6 on retinal pi
gment epithelium

Pigment Cel]
Melanoma
Res.

35(2)

212-219

2022



https://pubmed.ncbi.nlm.nih.gov/34958633/
https://pubmed.ncbi.nlm.nih.gov/34958633/
https://pubmed.ncbi.nlm.nih.gov/34958633/
https://pubmed.ncbi.nlm.nih.gov/34958633/

Suzuki H, Noza
kiM, Yoshihashi
H,Imagawa K,
Kajikawa D, Y]
amadaM, Yama
guchi Y, Morisal
da N, Eguchi
M, Ohashi S, N|
inomiya S,Seto
T, TokutomiT,
Hida M, Toyosh
ima K, Kondo
M, Inui A, Kur|
osawa K, Kosak
i R, Ito Y, Oka
moto N, Kosaki
K, Takenouchi
T.

Genome analysis in
sick neonates and in
fants: high yield phe
notypes andcontribut
ion of small copy nu
mber variations

J Pediatr.

S0022-347
6 (22)

00064-6

2022

Maruwaka K,
NakajimaY, Ya
mada T, Tanak
a T, Kosaki R,
Inagaki H, Ko
saki K, Kuraha
shi H.

Two Japanese patien
ts with Noonan synd|
rome-like disorder wi
th looseanagen hair.

Am J Med
Genet A.

2022

Kuzuya M, Shi
RQ, Yanagawa
M, Watanabe K,
Samizo S, Ando
R.

Long-lived Werner s
yndrome patient aut
opsy report: The pre
sence of liver cirrhos
is.

Geriatr Gero
ntol Int.

433-435

2021

Kuzuya M, Shi R|
Q, Yanagawa M,
Watanabe K, Sam
izo S, Ando R, Mj
yvahara H, Iwasaki
Y, Yoshida M.

Cerebral pathological
findings in long-live
d patient with Wern
er syndrome and de
mentia.

Geriatr Gero
ntol Int.

743-745

2021

Tanaka F, Kuz
uya M.

Examination of the
body composition of
patients with Werne
r syndrome using bi
oelectrical impedance
analysis.

Geriatr Gero
ntol Int.

75-80

2022

Funato M, Ueh
ara T, Okada
Y, Kaneko H,
Kosaki K

Cohesinopathy prese
nting with microtia,

facial palsy, and hea
ring loss caused by

STAG1 pathogenic V|
ariant

Congenit An
om

62

82-83

2022




Takahashi Y, O
ta A, Tohyama
J, Kirino T, Fu
jiwara Y, Ikeda
C, Tanaka S,
Takahashi J, S
hinoki T, Shiral
ga H, Inoue T,
Fujita H, Bonn|
o M, Nagao M,
Kaneko H.

Different pharmacore
sistance of focal epil
eptic spasms, genera
lized epileptic spasm
s, and generalized e
pileptic spasms comb
ined with focal seizu
res.

Epilepsia Op
en

]

85-97

2022

Otsuka Y, Mori
ta H, Kimura
Y, Mori R, Miy
azaki K, Shimo
kawa Y, Tatebal
vashi K, Funat
o M, Kaneko
H.

Threshold dose of co
w's milk in sensitiza
tion to casein higher
than those of casel
n and B-lactoglobulin
in children with co
w's milk allergy

Asian Pac J
Allergy Im|
munol

doi: 10.129
32/AP-220
720-09217.

2021

Kaneko H, Tak
emoto M, Mura
kami H, Thara

K, Kosaki R, M
otegi S, Tanigu
chi A, Matsuo

M, Yamazaki

N, Nishigori C,
Takita J, Kosh
izaka M, Maeza
wa Y, Yokote

K.

Rothmund-Thomson
syndrome investigate
d by two nationwide
surveys in Japan

Pediatrics 1

nternational

in press

Okada Y, Funa
to M, Takeda
S, Kaneko H.

Duchenne muscular
dystrophy diagnosis
using the fibroblast-
derived myotube cell
S

Pediatrics 1

nternational

in press

I —

i

KkD/NERLOBH Y

ARG & B jj;i

TR
(FRIHAT )

63(13)

1506-1512

2022

Kato H, Koshiz
aka M, Kaneko
H, Maezawa
Y, Yokote K.

Lifetime extension 4
nd the recent cause
of death in Werner
syndrome: a retrospe
ctive study from 201
1 to 2020.

Orphanet J
Rare Dis.

17(1)

226

2022




Kinoshita D, Ka
to H, Kaneko

H, Ishikawa T,
Teramoto N, Ts
ukagoshi A, Ma
eda Y, Minamiz
uka T, Hayashi
A, Shoji M, Sa
wada D, Funa
vama S, Koshi
zaka M, Ogata
H, Kubota Y,

Mitsukawa N, T
akemoto M, Yo

Case of Werner synd
rome with significan
t improvement of ref]
ractory skin ulcer de
spite fibroblast cellul
ar senescence.

Case Report
s Geriatr Ge
rontol Int.

23(3)

239-241

2023

Nagai T, Yokou
chi H, Miura
G, Koshizaka
M, Maezawa Y,
Oshitari T, Yok
ote K, Baba T.

Optical coherence to
mography findings i
n three patients wit
h Werner syndrome.

BMC Ophth|
almol.

22(1)

448

2022

Sugawara S, O
kada R, Loo T
M, Tanaka H,

Miyata K, Chib
a M, Kawasaki

H, Katoh K, K
aji S, Maezawa

Y, Yokote K, N
akayama M, Os
hima M, Nagao

K, Obuse C, N
agayama S, Ta
kubo K, Nakani
shi A, Kanema
ki TM. Hara E.

RNaseH2A downregu
lation drives inflam
matory gene expressi
on via genomic DNA
fragmentation in se
nescent and cancer ¢
ells.

Commun Bio

1.

5(1)

1420

2022

Miller DE, Lee
L, Galey M, Ka
ndhaya-Pillai
R, Tischkowitz
M, Amalnath
D, Vithlani A,
Yokote K, Kato
H, Maezawa Y,
Takada-Watana
be A, Takemoto|
M, Martin G
M, Eichler EE,

T oa

Targeted long-read s
equencing identifies
missing pathogenic v
ariants in unsolved
Werner syndrome cal
ses.

J Med Gene
t.

59(11)

1087-1094

2022

Kaneko H, Kaw
ase C, Seki dJ, I
kawa Y, Yachie
A, Funato M.

Intellectual disability

and abnormal cortic
al neuron phenotype
s in patients with B
loom syndrome.

J Hum Gene
t

in press

2023

Okada Y, Funa
to M, Takeda
S, Kaneko H.

Duchenne muscular
dystrophy diagnosis
using fibroblast-deriv
ed myotube cells.

Pediatr Int

doi: 10.111
1/ped.1515
1.

2022




Kaneko H, TakRothmund-Thomson [Pediatr Int |doi: 10.111 2022
emoto M, Muralsyndrome investigate 1/ped.1512
kami H, Thara [d by two nationwide 0.
K, Kosaki R, M| surveys in Japan
otegi SI, Tanig
uchi A, Matsuo
M, Yamazaki
N, Nishigori C,
Takita J, Kosh
izaka M, Maeza
wa Y, Yokote
K
& 7Y 7 /b= (Bloom) JEBy i [ A B AKIT 304—308 (2023
i3 i W% E e B
(H3HR)
& T Yl Good AEAE AL oy iy 1y i T T 309—314 [2023
SiE 2 £ 5 Ji JiR e i % E i B
(5300
PRANE— I Wernersi g P& FE 5 57-63 2024
Maeda Y, KoshiRenal dysfunction, m|Aging (Alban|15(9) 3273-3294 (2023

zaka M, Shoji
M, Kaneko H,
Kato H, Maeza
wa Y, Kawashi
ma J, Yoshinag
a K, Ishikawa
M, Sekiguchi A,
Motegi SI, Na
kagami H, Yam
ada Y, Tsukam
oto S, Taniguch
1 A, Sugimoto
K, Takami Y, S
hoda Y, Hashi
moto K, Yoshim
ura T, Kogure
A, Suzuki D, O
kubo N, Yoshid|
a T, Watanabe
K, Kuzuya M,
Takemoto M, O

alignant neoplasms,
atherosclerotic cardio
vascular diseases, an|
d sarcopenia as key
outcomes observed in
a three-year follow-
up study using the
Werner Syndrome R
egistry.

y NY).




Sawada D, Kat
o H, Kaneko H,
Kinoshita D, F
unayama S, Mi
namizuka T, Ta
kasaki A, Igara
shi K, Koshizak
a M, Takada-W
atanabe A, Nak
amura R, Aono
K, Yamaguchi
A, Teramoto N,
Maeda Y, Ohn
o T, Hayashi A,
Ide K, Ide S,
Shoji M, Kitam
oto T, Endo Y,
Ogata H, Kubot|
a Y, Mitsukawa
N, Iwama A,
Ouchi Y, Takay|
ama N, Eto K,
Fujii K, Takata
ni T, Shiohama

Senescence-associated|
inflammation and i
nhibition of adipogen
esis In subcutaneous
fat in Werner syndr
ome.

Aging (Alban|
y NY).

15(19)

9948-9964

2023

Kaneko H, Mae
zawa Y, Tsukag
oshi-Yamaguchi
A, Koshizaka
M, Takada-Wat
anabe A, Naka
mura R, Funay)|
ama S, Aono K,
Teramoto N, S
awada D, Maed
a Y, Minamizu
ka T, Hayashi
A, Ide K, Ide
S, Shoji M, Kit|
amoto T, Take
moto M, Kato

H, Yokote K.

Sex differences in sy
mptom presentation
and their impact on
diagnostic accuracy
in Werner syndrome.

Geriatr Gero
ntol Int.

24(1)

161-167

2024




