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Demographic profile of NF1 patients and healthy volunteers in this study

NF1(n=73) Healthy volunteers (n=76)
Age (mean (SD)) 4416 (14.87) 4418 (1563)
20-29 15 17
30-39 18 17
40-49 15 16
50-59 12 13
60-69 8 8
70-79 4 4
80-89 1 1
Female/male 4764.4%)/26(35.6%) 50(66%)/26(34%)
Severity (DNB classification)
stage 1 5
stage 2 30
stage 3 §) NA
stage 4 2
stage 5 30

SD: standerd deviation, NF1: nheurofibromatosis 1, NA: not applicable

x~1. BEBER
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Mann-Whitney U test

EQ-5D-5L index values and EuroQol-VAS score

Mean (SD) NF1(h=73) Healthy volunteers (n=76)
EQ-5D-5L 0.738 (0.137) 0.951 (0.097) p<0.0001
VAS 6993 (19.14) 87.96 (9.261) p<0.0001

SD: standerd deviation, NF1: neurofibromatosis 1, VAS: visual analogue scale

=2. NF1 CRREAZDLER



Stage 2MUNESMUEICEEER L

Severity (DNB classification) mobility self-care usual activities ~ pain/discomfort anxiety/depression  index values VAS
stage 1 (n=5) 12 (04) 10 1.6 (0.8) 1.4 (049 22 (117 0815 (0.151) 73 (204)
stage 2 (n=30) 1.03 (0183 1.07 (0.254) 1.4 (O.770) 1.93 (0.691) 210 (0.712) 0.751 (0089 745 (1213
stage 3 (N=6) 117 (0372 117 (0372 1.5 (0.764) 217 (0.373) 1.83 (0.687) 0723 (0054) 725 (12.16)
stage 4 (n=2) 1) 10 1 (O) 1(1.414) 2 0 0773 (0078 775 (354
stage 5 (n=30) 123 (0.774 1.37 (0.809) 200 (1.203) 1.93 (0.691) 240 (1.22) 0.713 (0.178) 63.83 (24.35)
mean (SD) 1.1 (05 1.19 (0.57) 1.7 (1.0) 19 (0.7) 221 (099 0.738 (0.137) 69.93 (19.14)

SD: standerd deviation, NF1: heurofibromatosis 1

3. EQ-5D-BLLE

S IIEE C DOAERIRAR
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D 30 FMIzI 1T 5 TSC DI DZEALIE.TSC I
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LT, 29 LEERE Z BB OIRESR
PERIED T AT MMZDRTFH Z EA, EEIZLT
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TTHTRAET D Z L3N L, 72720 25 %
F TIZBEIZRA LT SEGA M AW A - THE
KTHZEITHVED EEINTE T, THFEITHON
72 SEGA OEEEMRHFAEIZL S L. s AHIZ
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P I I BRAERE  (facial angiofibromas, LA T
FA), % 7 U oy JIERHEEZ: & ORI
BEEMICE LRI TH DD, ABIZA>THiE
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T o7, (Ikuta K, Nishida Y, J Clin Med.
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X1 DK EOERBESIVEROBLR (B (FiSH) @ %)

NF1 NF2

(n=1,487) (n=160)

TEFE (RERE) 45.4 (17.9) 38.6 (15.1)
4R S 48 49
RIEFE : D 43 24
B RAICRIE 59 69
BEORE : PEEUL 28 42
BOEOERORRE : PEEMUL 23 30
EEROEBORE : PEREMU L 37 54
fEH - NRER : PEEL L 56 55
AL -5eEdH  PEEM L 43 42

2 NF1BEIOVWTOEAKREST

2015-2019 4
2008 4
(n=342) 9 ) e
(n=297) (n=1,487)
no (%) no (%) n
RRIEIREE
D1 : BERBIL D DR IRMERE 40 (12) 29 (10) 146
D2 : BRI BN Z B OTHIFIRMERE 64 (19) 73 (25) 367
D3 : SO 140 (41) 131 (44) 654
D4 : UFAMARRERIENE /BRI R e S 96 (28) 64 (22) 320
THREIR
NO : 8L 140 (41) 156  (52) 778
N1 : FRE -0, TS ROBRBFTR 129 (38) 109 (37) 544
N2 : BE - ETHOMRIER - BEFR 64 (19) 33 (11) 165
BRE
BO : HU 157  (46) 179 (60) 894
Bl : 8- hIZEOBRE 110 (32) 78 (26) 389
B2 : BEOBRE 64 (19) a1 (14) 204
451
S 148 (43) 142 (48) 712
=4t 194 (57) 155  (52) 775
Fip
0-19#% 74 (22) 24 (8) 121
20-39 5% 109 (32) 95  (32) 474
40-59 1% 89 (26) 108 (36) 538
60 BRI £ 70 (20) 71 (24) 354
SEE DA
Stage 1,2 57 (17) 69 (23) 346
Stage 3,4 105 (31) 113 (38) 565
Stage 5 180  (53) 115 (39) 576

a) Yamauchi T, et al., 2019. fz/ZL. DNB 24ERI0IER (L RIBFHZ BN S ENZ.
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=3 EEATIRRIO NF1 OEBREAFARFFER
BOFER (AO 100 53)
2008 2015-2019

REGE (EEr

=) (n=342)) F
3 (n=1,487)

HEFR 1 0.8 4.1
HEFE 2 1.1 2.9
HIEAFR 3 1.3 2.6
HEFE 4 1.4 2.6
#HIERFIR 5 1.6 2.8
HIEFFR 6 1.8 2.2
HIEFFR 7 2.0 3.4
ERERTIE 8 2.0 2.0
#HIEFFIR 9 2.1 1.1
#ERFE 10 2.2 6.1
EEFE 11 2.4 2.7
HIERFIR 12 2.5 0.7
EEFE 13 2.9 0.6
ERERTR 14 3.0 4.8
ERERFIR 15 3.1 2.3
ERERTE 16 3.3 2.5
HERFR 17 3.4 3.0
EREATE 18 3.6 2.0
ERERFIR 19 3.7 0.9
ERERTE 20 3.8 1.3
EREATE 21 3.9 4.2
ERERTR 22 3.9 —
EREATE 23 4.5 2.8
HIERTIR 24 4.8 0.7
#IERFIR 25 4.9 0.4
EREATE 26 4.9 3.3
HIERFIR 27 5.0 3.5
EREATE 28 5.0 3.9
#IERFIR 29 5.4 2.1
ERERFIR 30 5.5 2.8
HEFE 31 5.9 3.8
EREATE 32 6.0 3.1
ERERFIR 33 6.0 0.3
HIERTIR 34 8.1 2.4
ERERFIR 35 9.0 4.0
#IERTIR 36 11.1 2.8
#IERFIR 37 — 2.3
#PIERTIR 38 — 0.7
#ERTIR 39 — 4.3
#IERFIR 40 — 3.0
#IERFIR 41 — 3.7
HIERTIR 42 — 3.5
#IERTIR 43 — 3.7
HIEATIR 44 — 1.7
EREATE 45 — 4.5
#IERTIR 46 — 4.4
ERERTR 47 - 2.3
i 2.7 2.3

3E) AO1005 3 OFAREBBEEORERCDOVT, 2008FNREXRDFIETIRHL TS,
JAT> (—) (FEEZEREAFRICHSVTHRERBEORSEN RN IEERT .
BE. MEFEOES (1~47) FRIBTOMUBZEEENCASULEDTHD., HBISATERETIEI-RIRELOEESHEER,
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&4 NF2 BECOOVTOEAREST

2004-2013 £ 2015-2019 &
a)
(n=334) (n=160)
n (%) n (%)

FENIET

Al 75 (22) 38 (24)

— Al 98  (29) 46 (29)

BU 161  (48) 76 (48)
BRI R AR

B (—{Al/mEAY) 82  (25) 29 (18)

BU 252 (75) 131 (82)
AN TS

&h 74 (22) 34 (21)

BU 260  (78) 126 (79)
BAEAEET

&h 73 (22) 31 (19)

BU 261 (78) 129 (81)
SEEE

&h 55  (16) 33 (21)

BU 279  (84) 127 (79)
B

&h 40  (12) 16 (10)

BU 294  (88) 144 (90)
e

B (—{Al/mEAY) 18 (5) — (10%3K5)

BU 316 (95) — (90%4 k)
FERE

&h 34 (10) 16 (10)

BU 300  (90) 144 (90)
SEHIET

&h 23 (7) — (10%3K5)

BU 311 (93) — (90%4 k)

&h 26 (8) 10 (6)

BU 308 (92) 150 (94)
BhbfEE

HI(BE/EE) 130 (39) 64 (40)

BU 204  (61) 96 (60)
451

Btk 162 (49) 79 (49)

i 172 (51) 81 (51)
Fiin (6~64 %)

6-24 97  (29) 37 (23)

25-44 138 (41) 63 (39)

45-64 97  (29) 60 (38)
EREEDER

Stage 0 78 (23) 27 (17)

Stage 1 38 (11) 21 (13)

Stage 2 68  (20) 33 (21)

Stage 3 30 (9) 10 (6)

Stage 4 120 (36) 69 (43)

a) Okoshi H, et al. Neurol Med Chir (Tokyo). 2020.
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=5 EEAFIRRO NF2 OEBREMKFRPFRED
FAER (AO 100 F73)
2004-2013  2015-2019

REEH (EEr

=) F F
(n=334) (n=160)

HEAFE 1 0.1 0.5
HEFFIE 2 0.1 —
HERFE 3 0.2 0.4
HIEATIR 4 0.2 0.9
HERFIR 5 0.2 0.4
HERE 6 0.2 1.1
HIERTIR 7 0.2 0.4
HIERFE 8 0.2 0.3
HERFIE 9 0.2 —
HEATIE 10 0.2 0.1
HIEATIE 11 0.2 0.8
HIEATIE 12 0.2 0.6
HEATIR 13 0.3 —
HIERFR 14 0.3 0.2
HEAFIR 15 0.3 0.5
HIEATIE 16 0.3 0.3
HIERTIR 17 0.3 0.9
HIEATIE 18 0.3 0.7
HPERTIE 19 0.3 0.1
HIERTIE 20 0.3 0.2
HIEATIR 21 0.3 0.3
HIERTIR 22 0.3 1.5
HIERTIE 23 0.3 0.4
HEATIR 24 0.4 —
HPERTIE 25 0.4 0.2
HEATIE 26 0.4 0.3
HERTIR 27 0.4 0.6
HPEATIE 28 0.4 0.5
HPERTIE 29 0.5 0.5
HIERFE 30 0.5 0.4
HERTIE 31 0.5 —
HERTIE 32 0.5 1.9
HERFIE 33 0.5 0.5
HIERTIE 34 0.5 1.0
HPERFIE 35 0.6 0.4
HIERFIE 36 0.6 —
HERTIR 37 0.6 —
HPERFIE 38 0.6 0.6
HIERFIE 39 0.7 0.6
HIEATIR 40 0.7 0.4
HERTIE 41 0.7 —
HIERTIR 42 0.7 0.7
HIEATIE 43 0.8 0.3
BT 44 0.8 —
HPEATIE 45 — 0.2
HIEARTIR 46 — —
EIERTR 47 — —
HER 0.4 0.4

7E) AO1005OFAREFEFEREOFERCONT, 2004F~2013FENFEEEDOFIATEHL TS,
IMIY () BHEZERBRRICBVTITRREOREN Bl IEERT,
BE HEFEROVES (1~47) BFIETOULVBIZCEENCATSULEOTHD., HISATEBARI-RIDELOESMERRB,
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Sy HRbF R
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Wt E
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Ak Ch o7z, SFEXPOMFIELHILSH ( (TRTEER2D) ) THY, ZOH TXP-ALH,
XPrR R (BERFEE) 2012 TR Uiz, XPTIZARW EHEE LTIEMIDMAH] (W00 b B f&kbami
W OEINEE) BV | 5D OIPNIBIEARIEB 2B 71300 Th b, ZHET/HIRNGD
KR CY T o H — IS THRNT &2 T2 L C X 7=XPHRRRIE R, 27 A IERERE (CS) 12BE LTI, 2021
FERENOINEBIG TRAENREE o722 ENEHE E BN 2 P RAEKIEIZOTH 72, wE
IZXP L2 LTIEFI O ERZZ 00X ¥ T e 7ol | REREUE BT 202,
Wb A FHENIRIER T L F 25, XPREEDOIFRIEA o N— L EgAERQ, W77 v b
T —LE AN THEEFEOXPIEFI DO LY A M) — 35 EEITE RSSO EE TH 5,

EZS N
nz

A. HFRE®
O FZ MR E (xeroderma pigmentosum ; XP)

IZER BRI DNA $E 85 0D S R 22 (61 AR CHRIE L

EEZLARRBUER, BT EER A DAY R
TN Z . BRHIARFE CII@E 2 iER] (XPA £E)
(XP-A) TH¥ - FRER 2B 0F 2, > TR
TIHEERE DB E ED D0, TEX L7200
B () COMEZENBE 7%, BEFK
@ QOL [A] EOBLENG L METH D, BIEFHIIC
HI2D 8 OOHNH Y, ARHTIX XP-A 25 50%,
RUNT XP NY 7o R (XP-V) 28 25% & B
Tdh D, HAFZEE 1T 1999 457> & 254144 DNA $8
EHEEGE D BARHY 72 KB THRIET D AR MR
JiE (XP) . a5 A EfERE (CS) 7o EBARPE LA
WUE (FREER. NUBMERRERR) O B2k
HENC2E N ORIKEZ I O 21T > T
77

B. BRFE

WIS B XA E 2 & T ol O 20 [,
XP, XP KB OB o — & HiEr L. 2E)
DRI ZHTE 72 500 FILL o> XP B\ B %

NIRRT, Gy FIBARSR) 5 2 Al U TRERT L

ZHVET 162 o XP BE (BB HARNER]) %
FHICHeEEZW L=, ZOWNERIZ 50% 7% XPA B,
25%23 XP-V TH YV, &V % XP-D, XP-F 72 & TH
D5, 2021 FRE S | B EE HREFFRRRHE SRR
b AHVNTEE MK Z VT, DNA B Iz L
7o AR HIMEAT . XPIBAR T2 DV T DBIR IR
MraiT->72,
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(I ~DAELFE)

AHFFED—ER (XP BB DOAFE DNA &1 fiF
Mr. B Xp BBE OB\ An 1-fihT, 7 — X HERER )
IESEEE R CIIARBR I S U2 iR BB 7 i A oD
DEHDE LTHRDOLNTWDS, £ - BEMITE K
IERRERRZFE N7 L BT 2 R B
FBESCBOVTTCILAR IR TS, B b2
TIE AN D AL FORESOEYEL BT L,
BEHDWVIEIFEOLEIZLDRIBEZHET-%IC
J1T L. ZF OHA WAL 2 — Nk L CHiks rTRERE
ZAL U CTHD #9  EAIERIIZH0EE L, R
KRR B DT LT L0 BTG
RIEMOSRE b RREICIT > 7, LAk, e~
Ty REE D b & TAMIZE 2 e LT,

C. iR

AR XP DR EEOE 8 1 ((F~_TRERI A
5)) ThH., ZOH T XP-AL ], XP PR (B
KeE) 2Bl &R LIz, XP CTldWEfEE L
FEFIS 4 B (W30 b et am I 208 D2 INEBT)
HY IR O 1 BUIBAEYREGE A D 721300
Thd, INETHNERNLORNTHE L & —
CCRENT 2 520 L C & 7= XP HigIRB, 271 v
JEMGERE (CS) (R LTI, 2021 ) B AMEER
FRENARELE o2 LM L BEbh b n
FRAEAKIEHIL 0 Tholo, BEIZ XP & 2W LTIE
BOFEMZZOX v BT 7o ekl
JERFREONZ, B2k b = v FRancixE
RoTeEERD,



D. £#%8&
BEMETZAE (XP), 27 A VREGERE (CS) 1w
TG B CAMEBEUE CTH 0 FEEER, /A
PERFEIRN Cd D, SFE, XP ZWHKE O 8UX
WEAEE L [ARE CHINX 22 o 7oAy, RA hanm
RERIC AT R EZ W HMICSL D B 7232
Wt Z—FA%IEcmEL > b0 EEbR
Do ZAVE CRERICIRAFE bkl L. RBUER] 2
AR, BRFICHREFTT 2 TETH D, IEE
FEM L, S4EEIIE e Th o7 CS MAFKEN
/bﬁbﬁﬁm&LxCi\ﬁEK#EA\ BENDN S DRI
MENST-HATDS, 2021 42 6 H 30 H L 0 A
[ A 79 & DNA M%Fﬁa:m\f\#f%ﬁ@& 500
M/ fK) O CS BARTFHIREDN FIRE L 7R o 72728,
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(XPB/CS) , ERCC2 (XPD/CS) , ERCC5(XPG/CS))
DOEFRPRHEFREL e o220 EEZ B D,

L

E. #&im

EOHFRITBICEB T 5720, 4tk bol ks
XP, XP B DO RWIZM A HAy L LT XP 227
T —EHEREF L TS TETH D, 2021 FELL
Beid with oS E RV IR, 2l bicx
PHEZ MR 0 YEEM E R LT D, 5% b5l
fex XPEMIZER LT XP SRR 218G
A REVUBE Z M5 5, S BT 2021 258
ERRSTHIR T T v N7 4 — A2 XD XP JEFID
LA R = AT MIAEETFONTTH
S T2 DISRAEFE I 1388 S B 72,

F. BEARER
L

G. ﬁ%%i

1. FsC¥esE

(Dm%ﬁ— B EMREE (XP) Z2MH 5 MB
Derma 320 : 237-242, 2022

Q) E— 7 b E—VERERBE ORI
HOFEATLET RE— p272-278 (KREFEFR
££) 2022. 10 (EFER)

Q)R E — JeHaBmEIERR  BEREREE
A R 3R pld6-151 (e EAs - R4
—BB - JEOKE W) B3R SORE 2022
W HBHE— TR T U —=CFOFEWT ] H L
WERBREFLY: pl64-167 (B RAEVR, B HAECE,
IR, AR E W) Rl 2022
G)HRHE— fRieABETIED OB EIL? p334-
336,2022 JZJEFRIZLHE Controversy (& Hi ELASf
W —ES MR (hohESA)

O FMHE— HBEEUEO & E 0E S HO
B g PR BBIGIRFEEHEE 5 i p653-654 ({EjH{H—.
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FHRAE:
2022.1
(7)Senju C, Nakazawa Y, Shimada M, Iwata D,
Matsuse M, Tanaka K, Miyazaki Y, Moriwaki S,
Mitsutake N, Ogi T Aicardi-Goutiéres syndrome
with SAMHD1 deficiency can be diagnosed by
unscheduled DNA synthesis test.
Pediatrics 04 Nov 2022,10:1048002
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Q) FRME— AFEVERLEIE pl24 FJFREEH
DR 2023-2024 fwiE EEEE. EAFA
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Am\ﬁ
(BT DA %E
W s wH O PR ARRFEENE AR R S (MUREREITZEET) sOdbER - v ¥ — R
Wt E

L CIIEIZE 2D TV 5, 20224 1%,

BRI IE (XP) BEICB W THIERICEEE U7 E R - D0 Sr, RBEHE, BB
SR UNB Y T —a a8 DEICR T 5 A PHEICRET 5
DgESOHED 5 BE OB ZE Y & L i, T
B OTREARFT 21T o 72, E7o, HWAIE(LOFE, KEBHOMRE GG LT,

BIEHA NI A4 L DOIERE BFs

A. BIEEE®

A BEEFRMET A (XP-A) B35 ClE, Mk
DOHEITHNEBE QOL LAM TR E2ELAT D, BT
PR, Wi TR O HBUT RO, IHEIPEOK T2 A
WA, EELT S, o, Bl ClrEsREmL
AOHEICBT2EHORES AL TE T
%o ABFZETIX, (RMEGE (XP) BEICE WD
T, MRIERICEE U2t R - A8, ¢
T AR - UANE Y TF—2 g VAR D
gl T2 EEICETEIRETA RT714 D
ek % B,

B. BRFE

() DA PHED & 2 BE ORI\ EZ 5| ki X8
ST, T2, EEHNZEBW T RIFEICZ TR
PR PRI A AT o T

Q) WHNER O 28l LT, &t DB,
AT, J8717% &% ATRE/R&aPH Gl L7-, A B
TIX O PRz S HIE LT,

Q) A& & BIREEOME 2 Bis LT,
(fEE i ~DECLRE)

IN R FHVE N M 12 5 i 92 T O W 28 ffi BR5E A
FZESIIRB W KR LS.

C. WFEEkER

(1) Wenchbach ®EE7 o v 7 LHIEED
HONTEEFICBN T &R R AEZRD 5
ERIRFIZ 18 B DRI CME (L 2 5B D T2, S ka Rk
et 24T, BB{LA P L A ——ThH D 8-
hydroxy—2’ —deoxyguanosine (8-0HdG) T .[» & 4=
&3, superoxidedismutase 2 (SOD2) T.0 A
M & 72 o 72,

58

(2) T, AL, ARIER D720 C BT
RN TN AR, DEECIHE T 2387, 0
T e =i ot N o St [: Wl N DE 3 e S

BAEERDT,

(3) FEGIED D 70 < FRFIDIA53 TRV, 1l H
DIEEH L AN TR ML ET XL X —R3D 7
WEE DNV,

D. £#%8

(1) 20 3% kD XP-A B3 2 4 THRER, L=
1EZ2RER UT-, XP BE CIREEIMRIEED 7= 012
EXIVDIEARLRLTLEFL EXI DA
& EDARORE BB S, ARSI LS
HEEZD, o, XP EBETIIERELA N L AD
BG83 E 2 b TR, SRSk ¢
DIEICB W TBIELA P L A~—H—Th D 8§
OHAG & SOD-2 OBE I RS NTZ, S HITH
FHABIN L TWAD 2, A% E IR 722 Cligfd s 2 HE
BEL, DERAESOFORRE, BRI 2 M Lz
A%

(2) BIEFEIEHMahah Cldd 2573, BlRF AT
E. HEEDIEK T2 ABFETHED TV, B FIT
B 2 WA ET OB OBE b D TV E 720,

(3) FIEBIED D 72 < BRETHZ03, @ O
EIFH LR THED 1 Y —BRBIRICD 20

BEDN, BUERITH TH 5,

E. f&5#

XP BEIZHBNT, LETHENRD LAV TWN D,
L EMIRA L L, SHE, SOME D BRI
ONTHHF LTV EZY, XP-A BETKRA
FEOR T 2RO, W FREFICBEL TX,



P, AREREREO W S OERENH H, FXEFRIZHO
WCIIEEDNEE LY, OFERTE, &IEE T o3t
LTHATDHZ LICL Y, HEFREEORKA X 5
ZEEREILTCVERY, XP BEICB TS, HF
WilF. TFERE D BIE~IT AT D7D, MBI

U—BORSZRHNTTH L, £ LDRL,

BB T 575, Bl EHEEMRIT 21T >T1>
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A. BFREER
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DOFHH LETH D, E-HREFED QL I L
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BEOAEFREZMEF L T 9 X TITEER
TR LEZOLND, AT XP BEB LU
A (EEE) O QOL FH ATV, ARTE - RARIR
BEART 52 L2 A ET 5,

B. BREFE

WRMSREEE TR O XPBE B L O &RV 0%
HEIzx LT, DNRHAOFMRETH D COoP
chart (FRE X, RELZVOLEEETY), BLWY
AHTIELS NS TWS SF-12 (RiEE x15)
DOEMZEA FAWT QL A ZTT -7, et D
723, [ C/NREATEAE O K FEIEERE T Db
EPERELIE (TSC) BBEIZHOWT S [AEEDFHE 21T
ST,

(fwEL i ~DECLRE)

BE - FIR~O25, A, W23~ TEE
PEOHIETH U M CORZ Z2MET 20
Elbniz, BEOBEKT —X I3 TELALE L
7~ ECREEIZEY o7,

C. iR

XP-A BEIERL 7 44, oD XP 24, TSC 44, B
L O DRHEE x5 L Uiz, XP-A EHIER O B
WIZBWT, BEIEE R a7 (B15a) & COOP chart
(ief35) ICIEOFERS %, COOP chart (FafF5)
LRFER SF-12 () ICADOHEBEZFR DT,
PLEDNS XP-A BEIERCIIEE O QOL 2NHEFE D E
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R O SF-12 1B 2K o0 Tk, Bikm
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REHE O QLK TFOERKE LT, BEDT T LL
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G. WrFExE

L. GWSCFER

Matoba K, Chihara N, Satake W, Tokuoka H,
Otsuka Y, Ueda T, Sekiguchi K, Itoh M,
Matsumoto R. Long-Surviving Adult Siblings
with Joubert Syndrome Harboring a Novel
Compound Heterozygous CPLANE1l Variant.



Neurol Genet. 2022; 8(5): e200031.

Sekiya H, Koga S, Otsuka Y, Chihara N, Ueda
T, Sekiguchi K, Yoneda Y, Kageyama Y,
Matsumoto R, Dickson DW. Clinical and
pathological characteristics of later onset
multiple system atrophy. J Neurol. 2022;
269(8) : 4310-4321.

Ando M, Higuchi Y, Yuan J, Yoshimura A,
Taniguchi T, Takei J, Takeuchi M, Hiramatsu
Y, Shimizu F, Kubota M, Takeshima A, Ueda T,
Koh K, Nagaoka U, Tokashiki T, Sawai S,
Sakiyama Y, Hashiguchi A, Sato R, Kanda T,
Okamoto Y, Takashima H. Novel heterozygous
variants of SLC12A6 in Japanese families with
Charcot-Marie—Tooth disease. Ann Clin Transl
Neurol. 2022; 9(7): 902-911.
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