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Meeting of the Japanese Society of
Neurology (JSN2024) and 19th Asian
Oceanian Congress of Neurology
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2024.
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Disorders. Nara, 2024.4.24.
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Hb =
1TBE=

7maAY7x)Lb Y7 (Creutzfeldt-Jakob disease, LAF [CID) & 9, ) T
RFEEIND TV F 9L, SURICHEITT 2R E ., I 47 0 —X X7 EOMRE
WAa R L, EEMESIREZ R T T 2 BIER R ERETH D,

LIRT D TR BIRROIIEEE ) | BUEO TEHROBF T 5 [BFEEICEET 514
A (BUF TRk &, ) 18D 7Y A 2% S TR O RS A E A ]
FEOREOBIC, BRAREMAZEZIMNT 52 L1225 TWDA, 1999 4 L AR A
DOIFE (RABERGEIIIFEDORIE) MG 6T 7 U F 98O ka3 O R T A
R A GRS IR R A Bh A TEERYE D A L A RGBS DA ERE (LU THF
JEHE] LS, 2002 AEE LD (77U A4 6 R ONERME & A L R EYIE 2 B9 2 SR A
FeHE] . 2010 LY [TV A I{OY—_g T R LG TEHICBE T 2 AT
PE) ~BAT LT, ) 1B S, VA UIROMERICIER SIS Z L o7,

2 &

MFEEETIZ CID h—~ A T2 F8a (LU TRBS) 2WwWH, RICT VA Y
—NRA T UAFER LS LT, ) EEL, BAREEZ 10 7 1 v 712550 TRtk
MR, e POBHMEL Y —_A T 2FBE L TRELTWS, —/fF %
ZEIX, BWENROT Y A S EME (EREYEME) oW 25T, 8Nk
(235D < R R B S B GE OBRIZUSHT S5 BEAR TR A N ZE CIEMNE vz &
FIZOWT, JFHIE L TR EMRHEZIT> TV 5D, 2006 FE) 51T EGYED T
B e OV HSE D FBE T )T A ERICEET 2158 (RYMERE) IS TmiTH o
JEBNZOWTHRABRNR LT DL oT=, AEEIT) )BT —_A T U RAEER
7Y IR PR E AN LIRS OW T S REEEICIHE L T D, Ehiz, —
ATUVAFREDO—BRE LT, R2EDBKRENS TV A VRN EDNDBEIZHOWT, 7
U A4V EAE B TREOKENIAL KD, BT ANA 4~ — T —REDKENE
IFRFZCFESNDN, ZNOLOFEHRLABITTEHL TN D, 2B, U EORFEEITNT
NHEE (HDWVIEFEE) ORENMEOLNTZHEICOHRER L TV 5D,

EMMICBB SN D EZEERTIE, P—A T U AEZEN R ESNDIFE/RE D &
2. lHx OBEITONT, K (INFEH] - B - SRR &) | 2T OfEFEM R
EERFHEZ L TWD, ZERTOWM@EER T Y A U9R & RE SNTREGNLT —F ~—
AN ER I N D, LLED X 9 72 Pt & 2/ CRER S IVTIERNT, JEHZ2 R CERIY
(22 EREBICHATEZ & L, £TOROIRWZEHL TWD, £/, 2017 44 A
7513 Japanese Consortium of Prion Disease (JACOP) (2 XL 5 7' U A 95 O H SRR
CHE L T ZED TV D,

AETIE, TNETEHEINTEZT—XIT, 202542 4 13 H, 14 HICBfES
NI-EZES TR SNTERZINZ -8R 285 5,
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3 fE R

M=

1999 /£ 4 A 1 B 5 2025 42 A £ TOWIMIC, WFFEEEFEE R %4 U T 10220 fild
BEFRPDEE SN (EEALET) | ZESEZRTEDI L BABFAN TV AL
BB, T—HRN—R|TBEEESNT, 2025 42 A OZFEE S TIL 252 BIORERI St
SN, FDOHIH178 BN T Y AR & L TRERESNT-, MEHER 252 FloONRIZ, I
M CID A 118 3 (66.3%) . BIBMET U A 9m08 57 fil (32%) . WEEREAHE LN DR
RINC X 5515 CID 25 1 5] (0.6%) . ROGFEDT ) A A 2 6 (1.1%) . ZWi A~
B 341 (1.7%) . ZWrtREEIS 26 I (14.6%) . 7" U A 9w S EHIDS 45

(25.3%) Thote, (F1) 7ok, ZWARRA LI TCLBYABED T DIZZIIZ L
BMERMPE SN TERAEBIIN TE R o726, B E & 1R BSOS TRk
ONTIEBMORHELET 5 LW S -flzEWwT 5,

DU & DEARSMOEE

BEREF AR ONERIL., IEEME CID 728 4102 5l (75.5%) . ZFA CID 73 1 f5], Ein
MU A 9w Ds 1215 il (22.4%) | HEBHEREO &H 5 CID 28 94 il (1.7%) . R
FELIA DJRIRNC S CID 23 1 B, RGFED U A 296205 20 ] (0.4%) TH -
7~

Bkt (Br) 1%, M3 CID 28 0.79 (1813/2289) |, B&METU A4 ¥ 0.68
(492/723) . WHEBAEIED & 5 CID 23 0.74 (40/54) . RYFED TV A KA 0.82
(9/11) THolz, BRI CID © 1 BIOMRNT B M, HEEHEUNDIRKIC L 5 #5
P CID D 1 FlOMRNIT LM TH -T2,

IR O PG (MU ACFEPH) 1%, VREME CID 23 71 5% (64,77) . BABMETY A
IR 73 % (62,81) | WEIREHERED H D CID 23 61 5% (49.2,69) . ROV A
VRN 70 % (63,75) Tdh oz, EEECID @ 1 BlOESET 48 mE. HEIEBHL LIS D
JRIRNZ X 2 HESE CID O 1 BlOFEEIX 75 i Th - 7=,

W OREFMEIZ RN T, FEERF] & IZIZMEFERIN LoD DEIE 1%, JFEME CID 28 10%
(411/4102) . 2B CID 23 100% (1/71) . BTV A0 12% (148/1215)
TEREAEIE D & 2 CID 75 44% (41/94) | WIBAELISN DIFIKNC X 2 515 CID 23
100% (1/1) . ROBOT VAL PH10% (2/20) Thoto, —hT, MEERFIRED D
HA41%. MM CID 78 85% (3502/4102) ., ZEHH CID 73 100% (1/1) . EistE~"V
AP 99% (1198/1215) | WEEEAHEIE D& 5 CID 723 83% (78/94) . WHEEHELIAL
DRI L D5 CID 23 100% (1/1) | RO TV A L #is 35% (7/20) T -
7=

FVFUEAEELGFICIZa R 129 &2 Ry 219 ICEFZAIRMOENTEY . IK
BEIZEELTWAD, DOAEIZBWT, 2 R 129 2RI TR L EZBO DL AT A=k
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EEAER (LT [Met/Met] &9, ) OEDHDEIAIL, 5N CID 28 95%
(2539/2674) . AEFICID 78 100% (1/1) | BEEMET U 490 82%

(966/1171) . HEEBHERED H 25 CID 7 96% (64/67) . FHEIEBHL LA DJFRIKIC K 5 H#
5 CID 23 100% (1/1) . ROGFEDO 7 U A 955 100% (11/11) Tho7l=, —J, =
K> 219 %ﬁ”ﬁ%%%@m)é&w& VEEREREAW (LAF TGW/Glul W), )
D5 DEEIL, VRN CID 23 99% (2651/2665) . ZEAI CID 78 100% (1/1) . &
BME7 U A 950 98% (1120/1139) | TEIEREHEIED & % CID 73 92% (61/66) . i
BAELIAA DRI X 28154 CID 28 100% (1/1) . ROFEDO 7 U 4 9558 82%
(9/11) Thol=, =7ZL, 7V AV EHE ﬁfx%#ﬁﬁﬁﬁ%ﬁ’@ﬁ@mwﬁé@zﬁtﬁ”@”
%, (F2)

DOREOT VA7 —_A T AOBEOOE DITHRE GRS R H L, 7V A
VIROMEEZWNILARNR VAT S0, HREEom EXEECTH D, HEIEBAERE
D% CID TITHIFRE S i%%mb\{tﬁﬁmbéﬂ Z DM OIFH TILHER O 5D 2
FEIL10%REELIZ & EF - TV D, BUIEITESHEGERIRIC X 2 iR RE TR R
i%ﬁ%%f‘%%ﬂ*ﬁc:ou\f@i%ﬁ%x 5z ENTE, %Eié}f IR SR 2B W
A— M H 3L TW5D,

BLEETV A U REIT VA EAEOBELRFERIZL > CEBECID, VA b~
Ve AR AT — ¥ A2 H—I (Gerstmann-Straussler-Scheinker &, LLF
[GSS] L9, ) | BSEHFEMEAIRSE (Fatal Familial Insomnia, LLF TFFI) &\
V. ) WHFEEIND, BEET U A URICET D ERBETARONRIZ, visol (G&
&% CID) 23677 il (55.7%) . E200K (#Efm4: CID) 23138 f5 (11.4%) . M232R
(G&f=tk: cID) 23138 il (11.4%) . P102L (GSS) %166 f (13.7%) . P105L
(GSS) 7324 # (2%) . D178N (FFI) 7310 il (0.8%) . T DOfthdZEHE A 62
(5.1%) ThH-o7-,

Bk (B/4) 1%, V1801 25 0.53 (234/443) . E200K 731 (69/69) . M232R 73
0.94 (67/71) . P102L 78 0.87 (77/89) . P105L 7% 1.18 (13/11) . D178N 728 1.5
(6/4) . FDHDOZEEN 0.72 (26/36) Th o7,

TR ERS (WUAAI&EPE) 1%, V1801 25 79 1% (75,84) . E200K 7% 61.5 7% (55,
67.8) . M232R 73 67 1% (60,73) . P102L 23 57 1% (51,62) . P105L 72 46.5 1% (41,
48.2) . D178N 2 57.5 1% (54.2,60.8) . DO E N 66.5 % (52.2,73.8) THh o
77

2 R 129 £ C Met/Met D 56 2 E| 51X, V1801 728 76% (513/673) . E200K 2%
96% (131/137) . M232R 73 98% (134/137) . P102L 7% 93% (140/150) . P105L 73
0% (0/22) . D178N 728 90% (9/10) ToHh-o7-, —J7. = K 219 LT Glu/Glu D 5
D BHEIETEL, V1801 23 100% (668/668) . E200K 73 93% (127/137) . M232R 7% 99%

(136/137) . P102L 7% 95% (124/131) . P105L 73 100% (16/16) . D178N 7% 100%

(9/9) Thol-, (R3) ERERIUANALEDLET VAV EAEREBTFEROEEIZ
R40DEY Tholo, BT LICEZARANDT Y 4 U EEAEBE T OREITITDOI
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TRV, FETERERRBD DN TWATOISEEIET Y A 95w &HE ST 5ER &
HY ., BILFEROTEMNAHTH DIEF L BEGFEKINTWD, 2, VM CID &
EISNTIEMOTIITT ) AU EBABE G FRENMTORL TV RNEbLEEN TV 5,

B ERCETIERNEONTZHEIZ. BEFEBLOZOFKRICH L TARFIEEZ S
O REMEZ R L CRREZEM LW X, BFEITAREEZ N LT ) A9/ O
LRI DR N D AREME A R E TEX 2V, F DT OARMIEHE TlE, T L ABEMIICZF O
LA EEOFHFSOERICOWVWTHHAZITY Z I LTW5D, Bl FREOREEmMIZON
T, EARMICIEERENMTY) ZEZ2FAIE LTWAD, MBISUTEESLH AL
TW5, MFRIHCITBEIZE L CEROENI T ) Y TOEMFZ LRI TE D,

B LN THR— M &2fTo T 5,

R T & DERINER - BORH R - MRI AT R O HIREE

T = OGRS TR, MRI AT RO BB IZR S 0@ Thb, Kk
BNz K> T, JERCHRENT RO HBHAEEIZITEDRDH D,

JEE T & OEFHRE

P T A LIBHRREIC Lo T 4780 BIDOSR T FERB ST, BT L O
gL, A CID A3 13 22 H . V1801 73 23 7> . E200K 28 11 2° . M232R 8
15 77H. P102L 28 73 7> H . P105L 73 184 /2 H . D178N 78 24 7 H . fHEBAERED & 5
CID N 15 A Th -7,

RN K > THEFHIRIZIZEZRZH Y . BTV A mod T vi8ol 13V CID
X0 HLAFHR N K <. P102L ° P105L X & HIZRVMEA N H - 72,

FERFEC L DEFBELDOER

IR Z & OB R OWER ZBILET D &, BIRE L 2014 48 (303 i) Tl
H% <, DUNT 2020 4 (300 1) . 2013 25 (295 f5]) . 2021 HEAS (294 f5i]) T
bhot-, (F6) BFELTHLY—_A T AR TEEESND F TOHMOF Rl
(Mo Ar&spe) 13 1.6 4 (1.1,2.1) Thote,

bR I Do 72 2014 FEDOFEPEHR Z & OB (/100 5 AF) 1% 39 kLA
2% 0.04, 40 5% ~49 %7 0.54, 50 5% ~59 k2 2.02, 60 % ~69 ik’ 4.66, 70 ik~
79 7% 75 8.83, 80 5kLL Y 7.38 Tho7-, (£ 7)

NHOEIEEFHAEIZ L 5D CID DL OHER ZSE L L TORLTWAH DY, 2016 LU
P T ARER L REEN D D, TR L T D EEEIND T TIIHEHENMN OB ZEN
HDHTZD, b—_A T U ABERBERISHR O D EHEHEIND,

TR R RDOERMERS 2 BT 5 L. 2000 FEACHT- & Huik L T4 Tl 60
i LA E DRI W TR ERMIANICH 5, BRI TIIHIFEEHL T Y A IR D
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BEHEOM EICXY ., SEOEITHREEN T ) A VIR eI Z N8z 7-7-
WEEZTND

WIRBEREDH 5 CID

INETIIARY =S T U ATEEINT-EEBEEOSH 5 CID 1ZE 2 1TrT &8
DEt A THD, ARIOEEETIIB I8 INTIEGNI o7z, ZiLH D 94
FIOIENZ, LAY —_A Z AT CID & L TEEEIIL, TDHOBHGHAIZLY
TR BRI DS HIBT U7 E B & | 1l IR EFR A SRR B ClE S, £ 0%
BRI LTERl 250 5 & MBI DO & %5 CID IFHE, FF157 fInEES
IZE > THERINLTWD

TEREREAE 2 2 1 B RIK & 72 o T2 R REONERIZ. IMAEIS S 70 5] (45%) | A2 27
Bl (17%) . AREZZLEAREE S 10 6] (6%) . AMIAEDS 7 1 (4%) . &7 8 43
6%)\$ﬁﬂ7ﬁJM%>\%ﬁE@ﬁ19W(u%)\EXWﬁﬁﬁ7@JM%)\
BB ALIEDY 1 1 (1%) . SMEHZ TANAD focus BREFMHN 1 (1%) Th -
776

TEIEBHEE D& 5 CID DRIFED AR ZBET D &, BIRENE - T-HIC, 1995
D 15 i, 1998 4FED 12 fil. 1997 D 11 flTH -7, (K1)

TEERAE 2> B3R £ COMI OEHIX 13.6 £, H/MEIX 1 4., RAEIZ 38 £ TH
7=, (X 2)

BEEREAN 2 52 1 F D JRIA & 72 o T RgId, BB 23402z B B 23 Fuicikun
72, < OBEN 1987 4 (BF0 62 4F) OIS IEZ ELIRNI B 22 T 1= 72
DT, BAED HREFEEARIE D & % CID %9 £ TOHMIT R 26 mIc

TE NS D ALER TR AR AR\ Z R % 52 1 T2 BT IS DWW T, (HALERIE ORER M S 7z 2
EDVEI LTS 1993 4 (PRl 5 4F) OBAES] (1 61) ZFRE | AEREZ T LIRT O
RRASE ) 72 D 8 S AR OREIBEAE FH 22 D7 3HIA L Tuve vy, & OMUS B AR O AT REMEAS
HOIEBIL H Y . BIAELIEBRIET TH D,

AWFFEHETIL, BEBHERE NI SN2 > 123858, TONFICOWTEIREN D FIE
Kﬁ%#éibmwﬁbfwéom%&&ﬂﬁf\ﬁmf@ﬁmfiﬁﬁ(%éw@
R B RE (HDHWIEFEE) ~ EEBHEELZ AT 5 CID THhb ) LS
NTWALZ ENHERINTWND

475A

INFEFTEEINTEET—XITIMZ., 2025 F2 HIZBBEIN -V —X 1 T RAFE
BTN INTEEEZNZ -8Rk 2H®HE L, ZNFETOY—A T U AFEBEEDONE
B, AR LEDTUTD2 2D Web A FTABRLTWS, (Fouro— K|
2
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5Web U1 b ® URL

* TV T IRDOY—_A T R L RGT BT 5 s A EBE
https://square.umin.ac.jp/prion/

- Japanese Consortium of Prion Disease (JACOP)
https://square.umin.ac.jp/jacop/

» BIRERIREEHURIE R 2 o Z — AR (7Y A it —~ A T 2 R)
http://www jichi.ac.jp/dph/inprogress/prion/

6 X5
#1.2025 £ 2 AFEOT —A TV XA FZESDHER
e ISFHERE RVl Z Dfth, Bt
M CID 6 (5.1%) 84 (71%) 28 (24%) 0 118 (100%)
BILME 7 U A 4 (7.0%) 52 (91%) 1 (1.8%) 0 57 (100%)
M CID (FERELLSL) 1 (100%) 0 0 0 1 (100%)
ROFEDT Y F 95 0 0 0 2 (100%) 2 (100%)
W A 45 0 0 0 3 (100%) 3 (100%)
7V F R 0 0 0 45 (100%) 45 (100%)
TR 5 0 0 0 26 (100%) 26 (100%)
&5t 11 (4.4%) 136 (54%) 29 (12%) 76 (30%) 252 (100%)

CID: Z7uaAY 7z k- ¥aAThH.
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%K 2. 2T & OEARNEH

IMFEAE CID, BEHETY FUR, ZEEA CID, #1584 CID (R 4 CID (B RSV 495 N
N = 4102 N = 1215 N=1 ) ,N=094 BELISh)  N=1 =20

51

5 1,813 (44%) 492 (40%) 1 (100%) 40 (43%) 0 9 (45%)

% 2,289 (56%) 723 (60%) 0 54 (57%) 1 (100%) 11 (55%)
Efif @ 71 (64, 77) 73 (62, 81) 48 (48, 48) 61 (49, 69) 75 (75, 75) 70 (63, 75)
file 2k

e 32451 411 (10%) 148 (12%) 1 (100%) 41 (44%) 1 (100%) 2 (10%)

(T VE T FE45] 3,091 (75%) 1,050 (86%) 0 37 (39%) 0 5 (25%)

AN | 600 (15%) 17 (1.4%) 0 16 (17%) 0 4 (20%)

NI 0 0 0 0 0 9 (45%)
= R 129 £

Met/Met 2,539 (62%) 966 (80%) 1 (100%) 64 (68%) 1 (100%) 11 (55%)

Met/Val 123 (3.0%) 204 (17%) 0 3 (3.2%) 0 0

val/Val 12 (0.3%) 1 (<0.1%) 0 0 0 0

N 1,428 (35%) 44 (3.6%) 0 27 (29%) 0 9 (45%)
2 Ky 219 £

Glu/Glu 2,651 (65%) 1,120 (92%) 1 (100%) 61 (65%) 1 (100%) 9 (45%)

Glu/Lys 11 (0.3%) 17 (1.4%) 0 5 (5.3%) 0 1 (5.0%)

Lys/Lys 3 (<0.1%) 2 (0.2%) 0 0 0 1 (5.0%)

N 1,437 (35%) 76 (6.3%) 0 28 (30%) 0 9 (45%)

CID: Z7uAY7x)bh - FarJE. Met: AF 4=, Val: NV, Glu: ZFVH I, Lys: U,

arffE (MUSALEERE) .
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EXIEBTEHETV A VIHICBITAELRTET & OEERIEE

EfstE CID GSS FFI
V180, N=677  M232R,N=138 [E200K,N=138 P102L,N =166 P105L, N = 24 D178N, N =10 %wl\?ﬁ:”%?i ’
PER]
5 234 (35%) 67 (49%) 69 (50%) 77 (46%) 13 (54%) 6 (60%) 26 (42%)
1 443 (65%) 71 (51%) 69 (50%) 89 (54%) 11 (46%) 4 (40%) 36 (58%)
A 2 79 (75, 84) 67 (60, 73) 62 (55, 68) 57 (51, 62) 47 (41, 49) 58 (54, 61) 67 (52, 74)
Tl M
e SE 451 72 (11%) 20 (14%) 28 (20%) 14 (8.4%) 2 (8.3%) 5 (50%) 7 (11%)
EYELE] 604 (89%) 118 (86%) 110 (80%) 152 (92%) 22 (92%) 5 (50%) 39 (63%)
BRI 1 (0.1%) 0 0 0 0 0 16 (26%)
RHA 0 0 0 0 0 0 0
o R 129 £
Met/Met 513 (76%) 134 (97%) 131 (95%) 140 (84%) 0 9 (90%) 39 (63%)
Met/Val 159 (23%) 3 (2.2%) 6 (4.3%) 10 (6.0%) 22 (92%) 1 (10%) 3 (4.8%)
Val/Val 1 (0.1%) 0 0 0 0 0 0
RHA 4 (0.6%) 1 (0.7%) 1 (0.7%) 16 (9.6%) 2 (8.3%) 0 20 (32%)
a K219 £
Glu/Glu 668 (99%) 136 (99%) 127 (92%) 124 (75%) 16 (67%) 9 (90%) 40 (65%)
Glu/Lys 0 1 (0.7%) 10 (7.2%) 6 (3.6%) 0 0 0
Lys/Lys 0 0 0 1 (0.6%) 0 0 1 (1.6%)
REA 9 (1.3%) 1 (0.7%) 1 (0.7%) 35 (21%) 8 (33%) 1 (10%) 21 (34%)

CID:Z7uAY7=x/)L - ¥27Y. GSS : Gerstmann-Straussler-Scheinker J%. FFI : B FHEMEAIRIE. Met: A F A=, Val: XU, Glu: 7L % 3

VB, Lys: U T

arpgefi (U ALAERE)
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R4 BEETVARICBTE7 VA VEAERETER DK

AR R OFEA N = 1215
P102L 166 (13.7%)
P105L 24 (2%)
D178N 10 (0.8%)
V180l 677 (55.7%)
V180l + M232R 6 (0.5%)
V180! + 24bp Deletion 1 (0.1%)
V180l + S237P 1 (0.1%)
Y188K 1 (0.1%)
E196K 2 (0.2%)
E200K 138 (11.4%)
E200K + 24bp Deletion 2 (0.2%)
E200K + M232R 1 (0.1%)
E200G 1 (0.1%)
V203l 4 (0.3%)
R208H 1 (0.1%)
V210l 3 (0.2%)
M232R 138 (11.4%)
R232R 3 (0.2%)
Octapeptide Repeat Insertion (72bp) 1 (0.1%)
Octapeptide Repeat Insertion (96bp) 2 (0.2%)
Octapeptide Repeat Insertion (120bp) 7 (0.6%)
Octapeptide Repeat Insertion (168bp) 2 (0.2%)
Octapeptide Repeat Insertion (4~5f) 2 (0.2%)
Codon 178 (2bp Deletion) 2 (0.2%)
PN 18 (1.5%)
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X5 EARMIEDETEFER. MEEFME. MR £2FFTRE OHIREE

R CID GSS FFI
Overall sCJD dCJD V180l  M232R  E200K  P102L  P105L  D178N
R 34/ E—x X 66% 76%  100%  31% 55% 67% 19% 0% 33%
AT MRS 97% 98%  100%  97% 98% 96% 52% 100% 100%
SIS I 46% 50% 33% 27% 33% 47% 94% 50% 33%
1R R 31% 37% 0% 9.4% 29% 35% 6.5% 0% 0%
e s R P 54% 57% 67% 44% 55% 57% 35% 100% 0%
BE A R P 39% 41% 33% 34% 35% 37% 16% 50% 33%
WS 66% 72%  100%  45% 73% 69% 32% 0% 67%
s PSD 59% 73% 67%  5.3% 63% 67% 16% 0% 0%
FEREEEE ORI 40% 36% 33% 56% 33% 45% 26% 0% 67%
MRl KIMEEO&EE S 85% 87%  100%  88% 76% 78% 23% 0% 33%
HIEMOBIES 40% 44%  100%  26% 33% 61% 19% 0% 0%
KD B 9.9% 10% 67%  5.3% 18% 27% 9.7% 0% 0%
BWE  14-3-3%&H 80% 81% 67% 81% 73% 82% 16% 0% 33%
waEN 77% 79% 33% 78% 69% 84% 19% 0% 33%
RT-QUIC 61% 75%  100%  1.3% 67% 96% 13% 0% 67%

CID: Z7uAY7=x)Lk -+ F¥Ya7y. sCID: M CID. dCID : #EEFED & 5 CID. GSS : Gerstmann-Straussler-
Scheinker 9. FFI : SyEM S5 M AR IRE.

A BN UGET S 7z 2017 LA B Gk S MU EBN DWW TR LT,
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x 6. BRBERDRRE Z & OFRER

IR Y= T ARER NAERERAE T2 &P

1999 86 115 -29
2000 106 113 -7
2001 117 123 -6
2002 97 134 -37
2003 120 142 -22
2004 137 168 -31
2005 168 156 12
2006 174 174 0
2007 182 170 12
2008 179 206 -27
2009 220 166 54
2010 251 219 32
2011 272 219 53
2012 269 241 28
2013 295 252 43
2014 303 245 58
2015 276 266 10
2016 249 261 -12
2017 256 294 -38
2018 201 339 -48
2019 254 274 -20
2020 300 315 -15
2021 294 328 -34
2022 250 365 -115
2023 141 381 -240

aZET-%43 ICD 10th 123317 % A81.0 & A81.8 DAEITH 5,
PAENTY—_ A T AR NOBEREXECHOAHOETH D,
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x 7. FER T & ORBEROERWD

FE IR 0~39i% 40~495% 50~59i% 60~69K  70~79 ik 80 &~
1999 0.03 0.24 0.99 2.29 2.19 1.03
2000 0.07 0.42 1.25 1.75 3.08 2.89
2001 0.07 0.12 1.10 2.76 4.18 1.44
2002 0.05 0.12 1.30 1.89 3.18 1.44
2003 0.08 0.36 0.99 2.63 4.38 1.44
2004 0.07 0.30 0.89 2.76 5.07 3.71
2005 0.07 0.38 1.47 3.19 5.55 2.05
2006 0.03 0.13 1.36 4.13 4.79 3.16
2007 0.05 0.38 1.21 2.57 6.22 5.52
2008 0.05 0.44 0.73 3.25 6.22 4.57
2009 0.05 0.44 1.57 4.01 6.89 5.36
2010 0.07 0.42 1.78 4.16 6.97 5.29
2011 0.00 0.36 2.08 3.95 8.45 6.15
2012 0.00 0.42 1.66 4.11 8.21 6.64
2013 0.00 0.30 1.35 4.49 9.84 7.26
2014 0.04 0.54 2.02 4.66 8.83 7.38
2015 0.04 0.27 1.54 3.99 7.87 6.14
2016 0.06 0.54 0.70 3.28 6.95 6.75
2017 0.02 0.54 1.92 3.66 5.88 6.54
2018 0.02 0.32 1.92 4.43 7.72 6.44
2019 0.06 0.11 1.09 3.77 6.24 7.55
2020 0.02 0.27 1.08 491 7.44 6.76
2021 0.02 0.27 1.62 4.27 6.95 7.02
2022 0.02 0.27 1.14 3.06 6.40 6.33
2023 0.00 0.16 0.72 2.04 3.88 2.69
2024 0.00 0.00 0.06 0.26 0.31 0.69

PEAROHALIT AT 100 5 AKERTH 5, BEROSRHTIZEZFECI T 5 A0 2

L7z,
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M 1. BEREBRAB T 5 CID DRRE DD

104

T T T T T T L] T T
1985 1980 1935 2000 2005 2010 2015 2020 2025
Calendar Year at onset

N

X 2. R IEE A B 2 CID ODBIEL -HFE TCOHE (F) OoH%h

[

N ||IIIII“‘Il“lllllllllllll e
T T T T T T T
0 5 10 15 20 25 30

L%
i

35 40
Incubation period (year)
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7TV F VIRV — A T v AR ESRREE

2024 (S 6 F )9 H B
JE 2k SRl W 5 2 Wi B 4 i v M e BB T AR g S 3

TVFA VRO —R A T v R EERGF I ICBEE T 5 BT HE

BT EDEERIER - BRFR - MRIFTROBIRFERE oo,
TR T D A TR R oo e aaeeeas
RIRE S E DB BB DMHETS oo

FEREFEAEIE DD 3D D CID oo e e e e e e e e e e e e s e e e e s eeeeeeaans
AR e et e et et a e a e ————raraaaraaa—_

BWED A 0D URL eeeiiiiiiiieiteeete ettt ettt et e saeee e

£1.2024F 9 AREDHY—RASUVREEEDFER oo,
R 2. M T EDEREIE oo
RILEBETIA URICETA5ELGERESEOERMFE oo
K4 BEETIAURICETE2 TV A D EHEEGFERDEE o
K5 IRV ILOFTEERK, BREEMR. MR EEMROHERHAE
R BBREBEERORBECLEDERIER oo
K7 EBEREDBEBEREDERMETS oo
B 1. EEFEHEREE T T D CID DFERED DI oo
X 2. BRI HEREEHET 5 CID DBENSFKFE TOHME (F) DR ...
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Hb =
1TBE=

rsuaAY7x)L k- ¥a7YE (Creutzfeldt-Jakob disease, UL T [CID] &9, ) IZ
RFEIND TV A HHIE, QRICHET T 28 AEREREE . I 47 0 —X R 7g EOMIRIE
WAEEL, EHMESIRELZR T T T 5B R AR BTH 5,

LIRT D TRpERBIRROIIEEE ) | BUEO TEHROBF T 5 [EEEICEET 514
A (LLF TRk &), ) 18D 7Y A U0 % 8 TR O R E A A ]
FEOREOBIC, BARREMAZEZIMN T2 L1825 TWDA, 1999 £ L AR A
DOIFEE (RABERGEIIIFEDORIE) MG 6T 7 U F RO ka3 O iR T A A
R A IR A IR A Bh A TEERYE D A L R RGBS DA EEE (LU THF
FRHE] LD, 2002 FFFEL Y T U AU 9E R ONERME » A L A RYYE 2 B3 5 AT
FeHE] . 2010 LY [TV A I{OY—_a T 2 R LY TBHICBE T 2 AT
i) ~BAT LT, ) ICEfF &, Y A UIRoRIiciEf SN Z L &l o,

2 &

MFEEETIZ CID h—~ A T2 F8a (LU TRBS) 2WwWH, RICT VA Y
—RA T UARER LS LT, ) EEL, BAR2EZ 10 7 1 v 712551 TRtk
NE, KR POBEMEL Y —_A T 2FB L LTRELTWS, —4fF %
ZEIX, BWEFROT Y F S EME (EREYEME) oW 25T, 8Nk
(235D < R R B S B GE OBRICUSHT S5 BRAR TR A 8 N ZE CIEMNE vz &
FIZOWT, JFHIE L TR EMRHEZIT> TV 5D, 2006 FE) 51T EGYED T
B K QNS D BBE T )T A ERICEE T 2158 (RYMERE) IS TmiFH o
JEFNZOWTHHENRET L LI RoTz, AEZITI 2 BICY—_A T U AKER
7Y IR PR E AN LRGN OV T S REEEICHE L TV D, Ehiz, —
ATUVAFREDO—BRE LT, REDEKRENS TV A VRN EDNDBEIZHOWT, 7
U A4V EAE B TREOKENIAL KIS, MEBERANA 4~ — T —REDKENE
IFRFZCFESNDN, ZNOLOBEHRLABITTEHL TN D, 2B, U EORFEEITNT
NHEE (HDWVIEFEE) ORENMELNTZSEEICOHRER L TV 5D,

EMMICBB SN D EZEERTIE, P—A T U AEZEN o ESNDIFERRE D &
2. lHx OBEITONT, K (INFEH] - B - SRR &) | 2T OfE MR
EERFHEZ L TWD, ZERTOWM@EER T Y A U9R & RE SNTREGNLT —F ~—
ANZBEREIND, LLED X D 72 FHe & 2/ ORI NTIERNT, JETHIZ RV CERIM
(CRZEREEICRAE R 2 A L, TORDRWZIEH L TWD, £72, 2017 44 /]
72513 Japanese Consortium of Prion Disease (JACOP) (Z XL 257U A 95 D H SR EHA
CHE L CIEZED TV D,

AETIE, TNETEBEINTEZT—XIT, 202449 A5 H, 6 HIZBESN
FREEES TR SRR Z M2 -8k 2 #®ET 5,
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3 fE R

M=

1999 /£ 4 A 1 B 5 2024 9 A £ TOWIMIC, WFFEEEFEH R %8 U T 10004 {5l D
BEFENPIMUES N (HEEFZETe) | ZEE%%ET%@ 95 5260 FIN TV A 95 &
BB, T—HR—R|TBEEESNT, 2024 549 A OZFE S TIL 296 HlORERI A3 et
ENn, FOOH 216 FIN T U A iR & LTSN, BiaHER 296 D NFRIZINGE
M CID 28 170 il (78.7%) . BMET U A 008 46 51 (21.3%) . ZWFRIAGIAS 4 4

(1.9%) . U A IREEBIN 57 ] (26.4%) . ZHHREEHIA 19 %l (8.8%) T -
7o (&A1) B, ZWARBAH & I3 LCCEBARRED - OICZWNC LB R ERIE S
TIHRAEZWIN TE o726, ZWrREE | & 1IXRBE SO S TRZKN OB MO
RS LI SN A BT S,

DU & DEARSMOEE

BRERIEB R DOWNERIZ. IIZEM: CID 2 3988 4] (75.8%) . HHEBHEEED & 5 CID 23
94 5] (1.8%) . BT U A 9 1159 fl (22%) . RO T U A 9D 18 Hil
(0.3%) . Z2HEAICID 21T -7,

Bt (5/4) X, M CID 28 0.79 (1760/2228) . AL D & 5 CID M
0.74 (40/54) . EBVEZ Y A 973 0.68 (468/691) . RAFED 7V A 97 0.8
(8/10) . ZHA CID D 1 FIOMERNI BT - 7=,

FEIRFEE O R AE (W Ar&iPE) 1. I8N CID 28 71 1% (64,77) | WS HEIE D
&5 CID 261k (49.2,69) . BTV A 9N 73 5% (62,81) . ROFEDOT U 4
IR 70 w% (83,75) . ZEAL CID1 BlOE#T 48 i TH o T,

ZWr OREREMEIZIBWN T, MG & RTINS G 8 2 EG 1TV CID 23 85%
(3405/3988) . ua M) A JRAS 99% (1143/1159) | fEIREHEFED & 5 CID 73
83% (78/94) . RYFED TV AL IR{HN 39% (7/18) Th-o7=, — T, HEEFIN LHD
BHEE i?}l\%%fi CJD 73 10% (405/3988) . E&MET U A 95A 13% (145/1159) . il
IERAEEE D &> 2 CID 73 44% (41/94) | RO T U F L I[H 1% (2/18) Th o7z,

TV A VEAEEGFICIET R 129 L a KU 219 ICEEEZMRA M LN TEY . I/
REICBE LTV A, bAEICBWT, a2 R 129 2RI THE L LS BOLAF A=K
EEEAER (LLT TMet/Met) &9, ) OEHHEIGIL, M5 CID 25 95%
(2467/2600) . @ItV 49508 83% (922/1117) | WEEBHEFED 3 5 CID 2
96% (64/67) . RO TV F K0 100% (10/10) ThHho7z, —FH. 2 K 219%
TR GBEZLBOLTINVE I VBEBREESE (LLF IGW/GW] EWH, ) oD 5HE
A, IVFEME CID 73 99% (2577/2591) . BABMET U A W25 99% (1070/1085) | fif
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R AHEE D & 5 CID 75 92% (61/66) . ARFD U A 6705 80% (8/10) Th o7z,
-77-L., VA VERE ﬁfx%*ﬁﬁﬁﬁ%ﬁﬁﬁ@ﬁ%*ﬁéu%tffﬁ“é (& 2)

DOREOT VA JFY—_A T U ZAOREO O E DICEHBREIEDIREND D, VA
VIR DOREEZENITH N MNEATH D720, HIREIG O EITEETH S, IR
DI 5 CID TIHHIBE AT EmVMEM N B D3, F OMOIFH ClimEM O L 5
ﬁé@m%@ﬁmkfiofwéoﬁ@w5%ﬂﬁﬁﬁm&5@ﬁ%ﬁ%ﬁ@%@%
TEFEETHLIRICOWTOXKELZZITHZ LN TE, ZESTIEFIBFEMICKTI 5
A—FHFE L TWD,

BTV AR A ERAE OB TAERIZL > TEEMECID, VA R
Ve AR AT — ¥ A2 —I (Gerstmann-Straussler-Scheinker 5, LI T
[GSS] W9, ) | BIEMFEMEARIRGE (Fatal Familial Insomnia, LLF [FFI] &\
I, ) WWHHEHEND, BT L UIRICEBT D EREEFEREONRIZ, visol (&
= CID) 7% 640 f5 (55.2%) . M232R (iEfnltE CID) 73132 f5] (11.4%) . E200K
G&f=tk cID) 23129 il (11.1%) . P102L (GSS) 7% 163 fi (14.1%) . P105L
(GSS) 7324 ] (2.1%) . D178N (FFI) 2310 f5] (0.9%) . ZDOfhdZEE ) 61 i
(5.3%) Th-oT-,

Bickk (Br4&) 1Z. v1801 7% 0.52 (220/420) . M232R 7% 0.91 (63/69) ., E200K 7%
1.02 (65/64) . P102L »%0.85 (75/88) . P105L 7% 1.18 (13/11) ., D178N 23 1.5
(6/4) . ZDMDOEEN 0.74 (26/35) Th o7,

TRy (WUAAIEEPE) 1. V1801 28 79 1% (75,84) . M232R 73 67 % (60,73) .
E200K 7% 62 % (55,68) . P102L 7% 57 % (51,62) . P105L 7° 46.5 5% (41,48.2) .
D178N 73 57.5 % (54.2,60.8) . ZDOMOEEN 66 1% (52,73) Th-o7T-,

o R 129 2 C Met/Met D 58 28|51, V180l 73 76% (485/636) . M232R 73
98% (128/131) . E200K 7% 96% (123/128) . P102L 7% 93% (138/148) . P105L 73
0% (0/22) . D178N 73 90% (9/10) Toh-o7=, —JF. = N2 219 ZHIT Glu/Glu D5
D 5 E| A1, V1801 23 100% (631/631) . M232R 73 99% (130/131) . E200K 7% 95%
(121/128) . P102L 7% 95% (123/129) . P105L 7% 100% (16/16) . D178N 73 100%
(9/9) ThHo7-, (FE3) EREZADUANLED-T VAV EAEERFEREOEHIT
RA4DEY Thole, BRICHT LIZEZEARANDT Y F L EBPEBE T OREITITOI
TV, FIETEREDED LN TWATZOIZBIBME T U A 9k & HE S VT-IER
HY ., BETEREOFEMBARIATHDEF BRI TWD, 2B, M CID &
ESNTIEFOFIIZ TV AV EREBLG TFRENMTONL TV ARWNWELEEN TN D

BIETFERICEAT ERPELNTZGAIC, BEBLOZOFEEIZH L TARFEZ b
7= & AlH @%Fﬁbfﬁ%%iﬂbﬁw X, BERITAREEN LT U A RO
GERIC DR N D A REME A R E TE RN, T O OARMFZEHETlX, To L AREMAICZEDE
IFEROBEOSEWRICOWVWTHAZIT) Z LI LTV D, B RE O EEEIC OV

Tid, BAMICIZERENMTY 2L 2FHIE LTWAR, MESUTEESLIHIL
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TW5, WFEHHCITEBICE L TERRDEW I T 2 ) U Z7OHEMFLRIMLTEY
B LTS THAR—FE2To TS,

R T & DERINER - BORY R - MRI AT R O HIRSEE

TR AL T L ORFRAEIR, BEIAT L. MRI AT RO HIBHE IR 5 0@ TH D, 7
RNZ Ko T SRR RO HBBEEITITEV R H 5,

WA & oA FIRME

PR TR LBHREIC L - T 4616 BIOIE TR SN, Wl Z & DA
P efElL, SN CID 2313 » J . BREAI CID 2842 » A, HEBEEDH 5 CID 23
15 » H. V1801 75 23 » H, M232R 73 14 »+ A, E200K 7310 » H. P102L 23 75 » H .
P105L 23184 » H . D178N 2324 »» H CToH o 7=,

RN K> CTHAEFHBICIEIZEZEN DY . BTV A WoHfTh visol i ZE M CID
L0 BAFEHENE <, P102L R P105L X & HIZEVWMEAN H - 77,

FREC L DEFBELDOHER

TR Z L OBGBEROHRB 2 BT 5 L. BIRAEIL 2014 428 (303 ffl) T
H% <, DUVT 2013 F7% (295 41]) . 2020 4723 (295 1) . 2018 473 (284 1§J)
Holz, (Fe) %E"ﬁbfﬁ>%47‘~/\°/l'?VZ’%%%’C%@%%M%?E’G@E@F’@@EP%@
(U &EapH) 1X 1.5 4 (1.1,2) ThHhoiz,

B b IIRE DL Do e 2014 FFE ORI Z & OB (/100 7 AF) 1% 39 kLA
T2 0.04, 40 5%—~49 %20 0.54. 50 j%—~59 mE2S 2.02. 60 7% ~69 S 4.66, 70 ki~
79 7%75 8.83, 80 %Ll 73 7.38 Tho7-, (E7)

NOEIEEFHEIZ L5 CID DL OHER ZSE L L TORLTWAH DY, 2016 FLUGEIX
P T ARER L REEN D D, TR L TG IN D T TIIHEHENMN OB ZEN
DD, b—_A T U AREREBEIISHR DD EHEHIEIND,

A i &%%$4@$&%%%ﬁ 295 L 2mo$ﬁm#km@bfﬁ$1i6o
LA EOFRRFERRIZ B W TR ERMEMICH 5, BIRFR CIRBEEHT T Y A i D
%ﬂﬁ@ﬁimi@\%%%@ﬁﬁ@%ﬂﬁﬁfﬂﬁyﬁ P EnsZ ENRE T
HEFEZTND
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WIREEREDH 5 CID

INETIIARY =S T U ATEEINT-EREBEEOSH 5 CID 1ZE£ 2 1TrT &8
NEFA I THD, SRIOFE S TITHT-ITBRGR I NTIERIL e o7z, 21D D 94
FIOIENZ, LAY —_A F AT CID & L TEEEIIL, TDHOBHEAIZLY
TR BRI DS HIBT U7 EB] & | 1l B2 EFR A SRR B TlE S, £ 0%
BRI LTER 2 50 5 & MBI D & %5 CID IF8E, §F 157 fInEES
IZE > THERINLTWD

TEREREANE 2 2 1 D RIK & 72 5 T2 R REONERIZ. IMAEIS S 70 5] (45%) | A2 27
Bl (17%) . AREZZLEAREE S 10 B (6%) . AMIAEDS 7 1 (4%) . &7 8 fl
6%)\$ﬁﬂ7ﬁJM%>\%ﬁE@ﬁ19W(u%)\EXWﬁﬁﬁ7@JM%)\
B BALIEDS 1 61 (1%) . SMEHL TADAD focus BREFMN 1 6 (1%) THh -
72o

TEIEBHEE D& 5 CID DRIFED AR BET D &, BRENE - T2HIC, 1995
D 15 i, 1998 4FED 12 fil. 1997 D 11 flTH -7, (K1)

TR 2> B3 £ TOWRI OFH1X 13.6 £, F/MEIL 1 . I AEIZ 38 FETH
7=, (X 2)

RS AE 2 52 1T D IRIK & 72 o T2 RE IR, IS 2SR 402 5 oo, AMHI L 23 Z FuiZ kv
72, < OHBEN 1987 4 (WFFN 62 42) ORENEALER 7 A2 B LARNC AL 252 T 7238 72
DT, BN SHFEBHEDH 5 CID 3% £ COMMITEM LT 2EmICH

BE S D ALER TR IS AR\ Z R % 52 T T2 R I DWW T, IHABRIE ORI AME S vz 2
EDVHEI LTS 1993 4F (Rl 5 4F) ORBES] (1 f) ZFRE . AERIEZEF LIRT O
RRASE ) 72 D 8 A% OREIBEAE FH 22 D7 3HIA L Tuve vy, Z OMUS B AR O AT HEMEAS
HOIEBIL H Y . BIAELIERINET TH D,

AWFFEHEClL, BRI DM o 1238 . TONBICOWTEIREN O FIE
Kﬁ%#éi5mwﬁbfméomm&wﬂﬁf\ﬁmfwﬁmfiﬁﬁ(%éw@
EEHEES) MOEE (bAWIEFEKR) ~ HEBHELHET 5 CID THhdH| LS
NTWALZ ENHERINTWND

4 4538

INETEEINTELT—HITHZ., 2024 F9 HIZBfE SNV —X4( T A
BETHRHN SN RZMAZHREZRE L2, NFETOV—_S T U AFESOHE
B, AR LEDTUTD2 5D Web A FTABRLTWS, (Fvro— K|
2
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5Web U1 b ® URL

s TV FIRDY—A T R LR T BB D AT IEEE
https://square.umin.ac.jp/prion/

- Japanese Consortium of Prion Disease (JACOP)
https://square.umin.ac.jp/jacop/

» BIRERIREEHURIE R 2 o Z — AR (7Y A it —~ A T 2 R)

http://www.jichi.ac.jp/dph/inprogress/prion/

6 X5
#1.2024 £ 9 AFEOT —A TV XA FZECDHER
it SEME
MM IFFHEN BV Z DAt At
M CID 4 (2.4%) 125 (74%) 41 (24%) 0 170 (100%)
TR AEIE O & 5 CID 0 0 0 0 0
BT A4 4(8.7%) 41 (89%) 1 (2.2%) 0 46 (100%)
W A 45 0 0 0 4 (100%) 4 (100%)
7V F R 0 0 0 57 (100%) 57 (100%)
Z W R 5 0 0 0 19 (100%) 19 (100%)
&5t 8 (2.7%) 166 (56%) 42 (14%) 80 (27%) 296 (100%)

CID: Z7uAY7=x/Lk Y7y
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http://www.jichi.ac.jp/dph/inprogress/prion/

% 2. 2T & OEARNEH

PFEE CID, ZEAI CID, BIEBHED H 5 CID, BEMTY 4R, RIPEDT Y A9,
N = 3988 N=1 N =94 N = 1159 N =18

P

5 1,760 (44%) 1 (100%) 40 (43%) 468 (40%) 8 (44%)

e 2,228 (56%) 0 54 (57%) 691 (60%) 10 (56%)
A fih 2 71 (64, 77) 48 (48, 48) 61 (49, 69) 73 (62, 81) 70 (63, 75)
fife I

Tite 451 405 (10%) 1 (100%) 41 (44%) 145 (13%) 2 (11%)

EIER =] 3,000 (75%) 0 37 (39%) 998 (86%) 5 (28%)

ARV 583 (15%) 0 16 (17%) 16 (1.4%) 4 (22%)

R 0 0 0 0 7 (39%)
o R 129 £

Met/Met 2,467 (62%) 1 (100%) 64 (68%) 922 (80%) 10 (56%)

Met/Val 121 (3.0%) 0 3 (3.2%) 194 (17%) 0

Val/Val 12 (0.3%) 0 0 1 (<0.1%) 0

NI 1,388 (35%) 0 27 (29%) 42 (3.6%) 8 (44%)
o R 219 &7

Glu/Glu 2,577 (65%) 1 (100%) 61 (65%) 1,070 (92%) 8 (44%)

Glu/Lys 11 (0.3%) 0 5 (5.3%) 13 (1.1%) 1 (5.6%)

Lys/Lys 3 (<0.1%) 0 0 2 (0.2%) 1 (5.6%)

NI 1,397 (35%) 0 28 (30%) 74 (6.4%) 8 (44%)

CID: 7Y 7=k a7 Met: AFA4=, Val: XU, Glu: ZVH IR, Lys: UYr . afigfi (JUSAL

030

PH) .



ERIEBTEHETV A VIHICBITAELRETET & OEERIEEE

Eat CID GSS FFI
V180, N=640 M232R,N=132 [E200K,N=129 P102L, N=163 P105L, N =24 D178N, N = 10 Z0fth, N=61

51
% 220 (34%) 63 (48%) 65 (50%) 75 (46%) 13 (54%) 6 (60%) 26 (43%)
% 420 (66%) 69 (52%) 64 (50%) 88 (54%) 11 (46%) 4 (40%) 35 (57%)
i @ 79 (75, 84) 67 (60, 73) 62 (55, 68) 57 (51, 62) 47 (41, 48) 58 (54, 61) 66 (52, 73)
file Itk
file 2151 70 (11%) 20 (15%) 27 (21%) 14 (8.6%) 2 (8.3%) 5 (50%) 7 (11%)
EIER ] 569 (89%) 112 (85%) 102 (79%) 149 (91%) 22 (92%) 5 (50%) 39 (64%)
EEU M 1 (0.2%) 0 0 0 0 0 15 (25%)
R 0 0 0 0 0 0 0
o R 129 &7
Met/Met 485 (76%) 128 (97%) 123 (95%) 138 (85%) 0 9 (90%) 39 (64%)
Met/Val 150 (23%) 3 (2.3%) 5 (3.9%) 10 (6.1%) 22 (92%) 1 (10%) 3 (4.9%)
val/Val 1 (0.2%) 0 0 0 0 0 0
R 4 (0.6%) 1 (0.8%) 1 (0.8%) 15 (9.2%) 2 (8.3%) 0 19 (31%)
2 Ky 219 £
Glu/Glu 631 (99%) 130 (98%) 121 (94%) 123 (75%) 16 (67%) 9 (90%) 40 (66%)
Glu/Lys 0 1 (0.8%) 7 (5.4%) 5 (3.1%) 0 0 0
Lys/Lys 0 0 0 1 (0.6%) 0 0 1 (1.6%)
R 9 (1.4%) 1 (0.8%) 1 (0.8%) 34 (21%) 8 (33%) 1 (10%) 20 (33%)

CID:7uAY 7=/l ¥a7%. GSS : Gerstmann-Straussler-Scheinker 5. FFl : BOEMEFBEERIRIE. Met : A F 4=, Val: XU, Glu: 7%
SUME, Lys: Uy, athduE (W ArEspE) .

031



FABEETVAVUEICBITS T EABETEEDERT
s 7R RO N = 1159
P102L 163 (14.1%)
P105L 24 (2.1%)
D178N 10 (0.9%)
V180l 640 (55.2%)
V180! + M232R 7 (0.6%)
V1801 + 24bp Deletion 1 (0.1%)
V180! + S237P 1 (0.1%)
Y188K 1 (0.1%)
E196K 2 (0.2%)
E200K 129 (11.1%)
E200K + 24bp Deletion 2 (0.2%)
E200K + M232R 1 (0.1%)
E200G 1 (0.1%)
V203| 4 (0.3%)
R208H 1 (0.1%)
V210l 3 (0.3%)
M232R 132 (11.4%)
R232R 3 (0.3%)

Octapeptide Repeat Insertion (72bp) 1 (0.1%)
Octapeptide Repeat Insertion (96bp) 3 (0.3%)
Octapeptide Repeat Insertion (120bp) 7 (0.6%)

Octapeptide Repeat Insertion (168bp) 2 (0.2%)

Octapeptide Repeat Insertion (~5£) 2 (0.2%)
Codon 178 (2bp Deletion) 2 (0.2%)
! 17 (1.5%)
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®5 ELHRET L OERIR. BOKEEFRRE. MR REATR O HIBERAE

Az CID GSS FFI
2tk sCJD  dCJD  Visol M232R E200K P102L P105L D178N
R AT Rr—X2 66% 76% 100% 31% 56% 66% 21% 0% 33%
A THERR S 97% 98% 100% 98% 98% 98% 50% 100% 100%
FINBE I 46% 50% 33% 28% 33% 51% 93% 50% 33%
1R R 31% 37% 0% 9.6% 30% 39% 7.1% 0% 0%
Sl (A B 54% 57% 67% 44% 56% 59% 39% 100% 0%
S A IR 1 39% 41% 33% 33% 37% 34% 18% 50% 33%
WS 67% 72% 100% 46% 74% 76% 29% 0% 67%
Ml PSD 60% 72% 67% 6.4% 70% 73% 18% 0% 0%
IERSEE ORI 39% 36% 33% 56% 30% 44% 25% 0% 67%
MRl KMEEOSES 84% 86% 100% 87% 79% 73% 25% 0% 33%
R OBIES 39% 43% 100% 24% 30% 61% 21% 0% 0%
KOS 9.2% 9.2% 67% 4.6% 19% 27% 11% 0% 0%
BiE  14-3-3E[ 77% 79% 67% 77% 74% 78% 14% 0% 33%
wHEN 75% 77% 33% 76% 67% 80% 21% 0% 33%
RT-QUIC 61% 74% 100% 1.4% 70% 95% 14% 0% 67%

CID: 7nuAY7=x)b k- F¥vazjy. sCID: JiFEM CID. dCID : MEBHEED H 5 CID. GSS : Gerstmann-Straussler-Scheinker J75. FFI :
BIEMEF AR IRIE.

A ER ST S AU72 2017 FELABRIZ B 8k S LT IEBNZ SV THERF LTz,
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x 6. BRBERDRRE Z & OF R

FEIAF Y T ARER ANAEEHAE T &P
1999 86 115 -29
2000 106 113 -7
2001 117 123 -6
2002 97 134 -37
2003 120 142 -22
2004 137 168 -31
2005 168 156 12
2006 174 174 0
2007 181 170 11
2008 179 206 -27
2009 220 166 54
2010 249 219 30
2011 272 219 53
2012 269 241 28
2013 295 252 43
2014 303 245 58
2015 276 266 10
2016 249 261 -12
2017 249 294  -45
2018 284 339 55
2019 252 274 -22
2020 295 315 -20

aFT-41% ICD 10th 123517 %5 A81.0 & A81.8 DEETH 5,

DT — A T U AFER L AN OBEERHE CROAF DOETH D,

034



x 7. FER T & ORBEROERWY

FE IR AR 0—~39 % 40~49 % 50~59 5% 60~69 % 70~79 5% 80 m~
1999 0.03 0.24 0.99 2.29 2.19 1.03
2000 0.07 0.42 1.25 1.75 3.08 2.89
2001 0.07 0.12 1.10 2.76 4.18 1.44
2002 0.05 0.12 1.30 1.89 3.18 1.44
2003 0.08 0.36 0.99 2.63 4.38 1.44
2004 0.07 0.30 0.89 2.76 5.07 3.71
2005 0.07 0.38 1.47 3.19 5.55 2.05
2006 0.03 0.13 1.36 4.13 4.79 3.16
2007 0.05 0.38 1.21 2.50 6.22 5.52
2008 0.05 0.44 0.73 3.25 6.22 4.57
2009 0.05 0.44 1.57 4.01 6.89 5.36
2010 0.07 0.42 1.78 4.16 6.82 5.29
2011 0.00 0.36 2.08 3.95 8.45 6.15
2012 0.00 0.42 1.66 411 8.21 6.64
2013 0.00 0.30 1.35 4.49 9.84 7.26
2014 0.04 0.54 2.02 4.66 8.83 7.38
2015 0.04 0.27 1.54 3.99 7.87 6.14
2016 0.06 0.54 0.70 3.28 6.95 6.75
2017 0.02 0.54 1.86 3.61 5.60 6.44
2018 0.02 0.32 1.92 4.43 7.30 6.34
2019 0.06 0.11 1.09 3.77 6.17 7.45
2020 0.02 0.27 1.08 4.85 7.32 6.59
2021 0.02 0.27 1.44 4.08 6.77 6.67
2022 0.02 0.22 1.02 2.36 5.41 5.29
2023 0.00 0.11 0.24 0.83 1.66 1.47
2024 0.00 0.00 0.00 0.00 0.12 0.00

MAEROHEAIIAD 100 T AXMFERTH 5, BAEROSRHIITIERFEICB T A2 A0 2/ H L,
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M 1. BEREBRAHB T 5 CID DRRED D

101

T T T T T T L] T T
1985 1990 1995 2000 2005 2010 2015 2020 2025
Calendar Year at onset

wn

X 2. R IEE A B 2 CID ODBIEL - HFE TCOHE (F) oH%h

[

N ||IIIII“‘Il“lllllllllllll e
T T T T T T T
0 5 10 15 20 25 30

L%
i

35 40
Incubation period (year)
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SERARHREEES 01
IR TEHEE R A S R (AR BRI 3E)
Sy RBFFE S
TN A AFDY—_A T R L EGTRHIZ BT 2 AT

EEY—RAFVRICETKOAED T F U RDEFBR
(19994 ~20244F)

BFFEs A« BTCRESY EHAE R F IRIE IR o & — AR Y
BFEl 0« AME R BRSPS MR St o & — SR A

MRET

rsuaAY 7V s Y279 (Creutzfeldt-Jakob disease, AT TCIJD] w9, ) IfFEXINhD
TV A RIE, ARICHET T A RAMSREREE . S 47 0 —X AR EOMBYERE R L, EEhPEES IR EE
%&fﬁﬁta‘éﬁzﬁﬁﬁﬁfxfﬁ% ry“ BThd,

19994E4 H LI bﬂﬁfif7)ﬁ/r®#~m47/ka GBI BE T D RAENFZEEE] ASRERR
L7z [CIDY—_A T AEFES ) IZX0, VA mose l‘bL~f\4’7/7<75)9é7}méh“Cb\%5 A
—RA T ADERBINL. DREICEIT BT ) A ORAERR A BN 5 2 b ERBICIDO
RAEZERTHZ ED2HTH D,

1999424 H 7> 5202542 H £ TOHIMIZ ., WFFEHEEF %%Lbfummm@%%M$ﬂW%éh(E
BhHlEaEte) . RESERTEDD %54331§J73>7 VA IRERD BN, T—Z =R |TBEEINT-,
OM$F@§E TIX5455) DIERFI D fRET S 4u, %@9%&%@#7Jﬁ/f&bfﬂﬁéMKo&ﬁf
15450 D NER X, }JIR%ET$CJD75>2881§J (73.1%) . EIBMET U 4 9580310301 (26 1%) . FHEEREAE LA
SROJERIC L 5 IEAHECTD LG (0.8%) . FASED 7 U 354820 (0.5%) . SWARBIE R TH (1.
w@\‘Am%W%Mw%ﬂ<m7%)\7)ﬂw4L mmﬁunﬁJ@5%@‘(%oto

ABEEBN < fiddedt, : ﬁ) r%;e f:c CJD‘H‘:“\4’
s AT b }r.ygj‘yﬁ (Cre)utzfﬁé%%tgak %gléﬁé % FEHFR AL 25 R Jﬂaﬁ (2 FEhE S
ob disease, AT ITCJD] w95, ) 1Tk pal .

B 7 NI, AT B SR AR B S AT S T OB T AL I 208 e =
A7 B XA 7 EOMRIERE 2 L, B Qg%g%~“ﬁ3{ﬁ?f%1@joﬁgi
5 A BFEH) 2 AR S PR FR T E@m& > A BAE
%vf%( E 2% D BIER) 7o pp RS M R 7‘_{“{? \ Lﬁggﬁ?géﬁggéfuyﬂﬁég\
199944 H L ORETIE (7Y 425w+ REZ FOUC DN,
F/\4$7/;£Eﬁsz %[3)3. B+ 2 FARFZEHE | A TN HER IND £ TEMIBIRA 2 52k
ik L7z TCIDV—~_a T 2FEES] IThD, LTWa,

7V A IF DO EE A *7‘/2753‘9%7}’@%%(

Wb, K —~_4 F o 20F BT, bREIC (T FIE) )
BIFDLTY A HEOREEEY ST D ﬁ?%ﬁg&fz% 29?¢%@%@%?%§$@§;
b BEAICIDD I A T L D2ET - R PR %
3 FAEEERTS ® UCHESNEL NS, ) £t L
RIFFECIE, 7Y A=A T2 ADF— FERI, i, BETORERIE, BisTRICS
5 2B 5T L DBE DT ) A RS i,

TR LT, (REmADEE)

ifwﬁﬁiﬁﬁ%b<i%%@ﬂ #%%n
I DA =T v, fEE BT
(#_“47/"@“5" RIR) Bv5) AL <L s, CID— g

7)%‘/%*“5‘“—/\47/%“(;* EZ1007 o 8 ) Y P2 A =
v ZITF Fx DTy ZIZCID—_A T é%g%ﬁg%gt:g&i BRAFOMAFEER

x§E<W%mﬂ%ﬁWﬂ@%Wz>%mgbf
W5, CIDY—_A T U AFE X, FEGEFIRO C B R
CIDIE S B PE (R R EE) & L, 1 - B

BAIEL TV B, (i)
NN o ST 1 < 199944 H 7> 5202542 H £ TO MM AF5THE
ﬁ;fﬁifg@% é%%%ﬁ%?ﬁf <3 %FK%%@ FH5 R %1l L T1022061 0 AT RS E S
N (2) RYSELE 5 < 1 HH (5 IR | (EHpIZET)  BEREFETLOS H5433
(3) UL & [ SR - iR R et o ¥ BIZR7"Y A 25 & G DAL, T — S S 2 LR
—CEEOND T Y AL EAE G TR L i, 2024$ﬁ®§,§\ TIX545%1 DFER H3 kR
ORIGRZFZCFE 55 BEERE OKIZIES S, 205 H3MABINT Y A E L TR

037



STz, BEHEFISASF OWNFRIZ, IFEMECIDA
288%1 (73.1%) . BExlE7"V z‘ﬂ“z’»lo%ﬂ (2
6.1%) . WL LIS ORKIC X 2 5 CID
A1 (0.3%) . LDV ﬂ‘/ﬁz’n%ﬂ (0.5%) .
DRI T (1.8%) . BIHEEE 23426 (1
0.7%) . 7'V A LIRS ERFIN1026] (25.9%) T
Hot-, (F1)

(Bl Z & DR OEFH)
BEERI AR DOWERIZ, IMFEHECIDA4102651 (7
5.5%) . BEREICIDMN1HI, BTV A 9wn
1215641 (22.4%) . FEEBHERE D & 5 CIDA394
Bl (1.7%) . BRI O JRIRN L 2 JEEM:C
JD 141, 51%/\* D7V F L HE206] (0.4%)
ThoT-,
Btk (Bre) 1%, IEHECIDAY0.79 (1813/
2289) . BEMET YU A L 9030.68 (492/723)
T EREAEIE D 3> 5 CIDA30.74  (40/54) 5E/\*E
DTV A 97H0.82 (9/11) Th o7, Wﬁ’*”c
JDD1F OB T, BB LI/ O JRINIZ X
5 S CID D 1FI OMERN T et Tdh - 7=,
IR O IAE (U Arsape) (X, FIEETECT
D23715% (64, 77) . BTV ﬁ‘/rbﬂ?ﬂﬂz (6
2, 81) . ﬁEE%WﬁF@%z)CJD#Gm (49.2,
69) . FAKED TV AL IERTORE (63, 75) T
;9)07" = ,ﬁﬁ”CJD@lfﬁJ@ﬂit_ﬁ“ 1$485%, MR
HELIAN D JRIRNT X 2 18R CID O 16| O 4E s L7
ik T o7, i
W OREEMEIZ RN T, FEER &I HEFEFH
5O B EEIL, MFEMECIDA10% (411/4102)
WEF'JCJDMOO% (1/1) | EEMHETY T 9HERN
12% (148/1215) . ﬁﬁﬂﬁiz%@@&%cm@%%
(41/94) . WHPERBAELIANOJRIRIC X 2 H#ESMECT
D3100% (1/1) . RupFEO 7Y zL/J“MO% (2
120) ThoT-, — T, BEEHIN 5 2EIE1L.
IFMECIDAN85% (3502/4102) . ZARAICID)
100% (1/1) . EMEZ Y A 57399% (1198/
1215) | HERBHERE D & 5 CIDA383% (78/94) |
BRI LIS ORI 2 2 A5 CIDA3100% (1
7L) KOO TV A 95 H385% (7/20) Th o
A )zL/EE LB Crepmaltel = b/129<‘: = NV%
21T EF RN MO TE Y, JREICEE L T
W5, zbz’)‘iéljab\f\ 2 L1295 Tl b %
SBDHAHAF A= REEASK (LLF TMet/Me
t] SV, ) O BAEIEIL, %%%@CJDﬂ%%
(2539/2674) . & 5‘%@0JD75>100% (1/1) .
(G U L 957582% (966/1171) . ﬁﬁﬂ%@*ﬁ@
D& HCIDN6% (64/67) . FEIERAL LIS DR
l 2 X AEAMECIDAN100% (1/1) « RAFEDO T
U A 95%03100% (11/11) ﬂ@oto —F., ak
‘/219%’7@?%%%< BHDHTIE I UEERTE
AWK (LLF TGIW/GIul Evw9, ) oD 5E
AL, MIEHECIDAY99% (2651/2665) | 28 HiA
CID23100% (1/1) . &tV A 95 1398% (1
120/1139) . WHEBHERED H 5 CIDH192% (61/
66) . MEEREAELIA OJRIRIC K D EAEMECIDNL
00% (1/1) . ROFEDO TV I 970382% (9/11)
Tho7T, 7‘_7‘_1, 7 A U EAEEG AN
Kl T OB HF L BAFET D, (FR2)

CBEMETY AR OREL = L DR
uz: ") AT 7 ) A B AE OB TE
BIZ K> CEMEMECID, VA R~y A haA

038

SERARHREEES 01

AT — ¥ A 1 —9 (Gerstmann-Straussl
er-Scheinkeri@, LLF [GSS) w95, ) . FFE
MFREMEARIEE (Fatal Familial Insomnia, LA
T TFFI) W), ) IofEaEns, sty
FARIZBIT D F B AR OWNRIZ, V1801
(Bf=tECID) 23677641 (55.7%) . E200K (&
{EMECID) 73138%1 (11.4%) . M232R (GE{mliE
CJD) 73138% (11.4%) . P102L (GSS) 7316
611 (13.7%) . P105L (GSS) 7232441 (2%) .
D178N (FFI) 72310 (0.8%) . & DOz F
624 (5.1%) Toh -7,

Bk (Bz) 1%, V1801230.53 (234/443) .
E200K#31 (69/69) . M232R7%30.94 (67/71) .
P102L7430.87 (77/89) . P105LA31.18 (13/11) .
D178NA»31.5 (6/4) . ZDOMDOZEEN0.72 (26/
36) ThH-o7=,

e (M prsipe) 13X, V180179 (75,
84) . E200K7%61.5k% (55, 67.8) . M232R73
67% (60, 73) . P102L2357% (51, 62) . P1
05L7346.55% (41, 48.2) . D178N2357.55% (54.
2, 60.8) . ZTDOMDOEEN66.55% (52.2, 73.8)
ThoT,

= R 12945 CMet/Met® 5 8 5 E|&1%. V1
80I72376% (513/673) . E200K7396% (131/137)
M232R7398% (134/137) . P102L7393% (140/
150) . P105L72350% (0/22) . D178N2390% (9
/10) THho7=, —JF. 2 K219 C¢Glu/Glu
D 5 AEIE 1T, V180IA3100% (668/668) . E
200K7393% (127/137) . M232R7399% (136/
137) . P102L7395% (124/131) . P105L7310
0% (16/16) . D178N723100% (9/9) THh -7~
(F#3) BT LTZBERANDOT VA U EHE
B ORE t.’cmbzmﬂ\focu\ﬁ: FETEE N
ROLINTWVWAHTZD {Z{$7Jﬂ_/r&'ﬁ
SNTZIEFSH H Y fo%ﬁﬁmaﬁfﬂi#ﬂﬁf&;
LI b B EE STV D, 728, IEHECID & H)
EINTIEFOHRIZIZ TV A EHE ﬁﬁ%ﬁ
ENMTON T 2WELEENLTWD

(FIFF Z & DRGRBERDOHER)

FIFAE T L OBGBE OB 2T 5 L
TIREFNT20144E0 (303%1]) ThH %< . DO
T20204E2% (30041) . 20134EAY (295f1) . 20
2QU4EDY (294f5)) Todh-o7-, (K1) FHHE L THh
LY —_A T AR TEGEIND F TOHM
@;Pﬂ%ﬁ (U5 fr&ape) 131.64F (1.1, 2.1) Th
O —o

B U IIRE B LD 72201 44F D AE R % =
L ORERFE (/1005 NF) 13395 LA F230.04, 4
03k ~49715730.54. 50 ~59E5732.02. 60 ~6
95k /14.66, TORE~T95%/38.83. 80mkLL 737.38
Thotz, (X2)

(FEEERAERE D 3 5CID)

TIVETICARY —_ A T A TR S TR
BHEED & 5 CIDIZ 21T & BV 3944 T
H D, AROFESTITH T f%«%émtﬂﬂ
7RIl IS DAFIDIENNT . LLRTIC B—x
£ 52 ZTCIDE LTREES L. £ D% DiBHF
AN LV ARSI U EB & i RIC 4
[E R SR BAE s S, F 0%
FEPRE DS U 7B 2 5 6D 5 & | BRI D &
?L CIDIEBIE. ZHBTHINEERDIC L - CHER S

T35



TR % 52 1T D JRIK & 72 - T2 JRBED INERIE,
RMREE 237051 (45%) . AdHIm 232761 (17%)
AL ZLENREE A 1061 (6%) | A TLAEAS T4 (4%) |
FIEN8H (5%) . FHHTHI (4%) . B mE R
21961 (12%) . = SARIEATH] (4%) | 14t
EUHBLIEA 1B (1%) . ME% TA DA Dfocu
sbRETFM 16 (1%) ThoT-,

THIERHEE D 3 5 CID D IEIFRAE D 434 2 Bl et
DL RIFE DL - T-IEIC, 19954E D154, 1
998EM 120, 199T4ED 11 TH-7-, (X3)
THEREAE > & F895 £ T O WM D141 13,64,

Bo/MBEIZ1IE, BRMEIX38ETH-7-,  (K4)

D. &=

DOREDO TV F IR —_A T RTBIT D
FREREROT, B S TIZ20144EN R B LV, L
LN OEREFE BT ACIDIC L AT HD
R ABIZET AL, CIDDOFTEZEEIT20144ELL
R & HEIMER CH D, Bl EE OIEF SN CIDY —
RA T UARERITRE I, 7Y A 9 ERRE
SNDETITIFEELZEST 57290, 20144 LI
IIBGBEE DD L TS LRz D, A0
FHEEF T D% A 1B > T, —31 T ADEEHA
HELEML L A ETPHREND,

7V A IR DOFREIFE B DOFEIRHERZ L, DET
IZHEIME RN B D, BIEFSTIE, Bz emaiiEo
HMARLCIDY —_ A T AFBERIC L DMK
BRI O 72 B2 X0 | LLENZRZ B 207712
- L CW TR AE N Y 7 U 4 95
LR END Lol ol2 2 & DNEFIEE D
FREREZEZTWD, EEEIZ, CIDY—XA F
v AFB TG SN A REMED BEIMERNIZ H

50

NP B B R DR MRS 2 #2395 &L 20
O0EEARRTY: & bl L CUT4E CTlE 605k LA _E D 4E
PEERRIZ W TR RN BRI H B, 7V A4
R OFREEDE LI XV | ElsE O TIERAE
N FIREBZEEND Z Nz -T-0 L
EZEZTCWb, £, BT A UIRICBWTT
V18014 B % £ 5 Bt CID S T FEH N L T
%, V180IZH % £ 5 BB MECIDIX I IIEF#n )3
OB TARE HOBMEMECID & ik L TE
ECTHY, @i TSN 7 A molEne
BIE L TV EHERI S NS,

DOREDO TV F Y —_A T ADFRED O
EOICHIMEIEDIRE N D D, 7V A IR DOREE
ZWNITHR A NETH D=, HElEom E
ITEETH 5, WEBHEIRE D & 5 CID TILHmE|
BBV MERI AN B B D3, Z DO O IR Tk
EHIOE D BEEIXI0%FRE I E EFE > T A,
BUEITEORE I RIC X D iR B e TR
BEEFRETHLIRIOWTOXEEZZITDHZ
EMNTE | FEATITHREMICKT YR — b
HFEfig L T\ B,

20235 FE I Z 1T ERAEIE D & 5 CID 2 Hi 7-121
BB S 72, 1987THELIME, & b EZERERR 2 15
EKEBALT B U A LALLM THLNLD LD
2725 T b, D TCIEd 2 DEEIRBAEE D &
% CIDDFIF MR B 55), ZILE TOFRHEN
SRLNIBREIM I TEAD L, B—2 1T
WETWD LHEHITE 2208, 5% b EWN CHlER
WEFED & 2 CIDZEIT T D [ REME N B 5,

039

SERARHREEES 01

E. ¥R

INFTERINTE T —XITMZ, 20244
B S NT= Y —_a T U AEBE TRFTE
NTREREINZ T, DBEO T Y A it —~A
Z U ADBIR B Uiz, 7V & IR OB ERE S
T4 % LB B A REERH Y | —_of TR
DRIV TH D,

F. REERIEHR
L

G. FRFEE
1. B R
L

2. 58K
L

H. MBI EEE D HFE - B8R
1. HEFIE
L

2. EAHERR
L

3. F Dk
L



&1 2024 FEFREDHY—A 5 RAEERDHER

SERARHREEES 01

file 52451 EYE =] =yl Z DAth, Al
% CID 11 (3.8%) 213 (74%) 64 (22%) 0 288 (100%)
WEET Y A 9 8 (7.8%) 93 (90%) 2 (1.9%) 0 103 (100%)
WEERAE LIS DR IRC K % 1 (100%) 0 0 0 1 (100%)
15 CID
RKOEDT Y A 95 0 0 0 2 (100%) 2 (100%)
LN 0 0 0 7 (100%) 7 (100%)
7Y F R 0 0 0 102 (100%) 102 (100%)
TR B 15 0 0 0 42 (100%) 42 (100%)
& 20 (3.7%) 306 (56%) 66 (12%) 153 (28%) 545 (100%)

CID: Z7uAY 7=/l k- YaAThy.

040



SERRREEES 0]
R 2. W EDERKEHY

S CID, REMT Y 4, 2B CID, @ﬁ%ﬁfwbé ?ﬁﬁﬁéﬁgﬁf ;?fa%

N = 4102 N = 1215 N=1 - o b
P
5 1,813 (44%) 492 (40%) 1 (100%) 40 (43%) 0 9 (45%)
I 2,289 (56%) 723 (60%) 0 54 (57%) 1 (100%) 11 (55%)
fef 2 71 (64, 77) 73 (62, 81) 48 61 (49, 69) 75 70 (63, 75)
fife Mk
e 32451 411 (10%) 148 (12%) 1 (100%) 41 (44%) 1 (100%) 2 (10%)
EEEL 3,001 (75%) 1,050 (86%) 0 37 (39%) 0 5 (25%)
S 600 (15%) 17 (1.4%) 0 16 (17%) 0 4 (20%)
KB 0 (0%) 0 (0%) 0 0 0 9 (45%)
o Ry 129 7
Met/Met 2,539 (62%) 966 (80%) 1 (100%) 64 (68%) 1 (100%) 11 (55%)
Met\Val 123 (3.0%) 204 (17%) 0 3 (3.2%) 0 0
ValVal 12 (0.3%) 1 (<0.1%) 0 0 0 0
KB 1,428 (35%) 44 (3.6%) 0 27 (29%) 0 9 (45%)
o R 219 £
Glu/Glu 2,651 (65%) 1,120 (92%) 1 (100%) 61 (65%) 1 (100%) 9 (45%)
GlulLys 11 (0.3%) 17 (1.4%) 0 5 (5.3%) 0 1 (5.0%)
LysiLys 3 (<0.1%) 2 (0.2%) 0 0 0 1 (5.0%)
KB 1,437 (35%) 76 (6.3%) 0 28 (30%) 0 9 (45%)

CID: 7uAY 7=/l ¥YaT7hh. Met: AFA=>, Val: NV, Glu: 7VZ I g, Lys: U,
arp g fiE (DU 2 atipe) .
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x3 BEUETIVFURICEITHTLHEED EOEKRWEFEY

s CID GSS FFI
V180l, N=677 M232R, N=138 E200K, N=138 P102L,N=166 P105L,N=24 D178N,N=10 ZODfNDER N=62
PR
5 234 (35%) 67 (49%) 69 (50%) 77 (46%) 13 (54%) 6 (60%) 26 (42%)
1 443 (65%) 71 (51%) 69 (50%) 89 (54%) 11 (46%) 4 (40%) 36 (58%)
IS 2 79 (75, 84) 67 (60, 73) 62 (55, 68) 57 (51, 62) 47 (41, 49) 58 (54, 61) 67 (52, 74)
file Ik
il F2 451 72 (11%) 20 (14%) 28 (20%) 14 (8.4%) 2 (8.3%) 5 (50%) 7 (11%)
EIER E=X1 604 (89%) 118 (86%) 110 (80%) 152 (92%) 22 (92%) 5 (50%) 39 (63%)
EE\U 1 (0.1%) 0 0 0 0 0 16 (26%)
N 0 0 0 0 0 0 0
o Ry 129 %7
Met/Met 513 (76%) 134 (97%) 131 (95%) 140 (84%) 0 9 (90%) 39 (63%)
Met/Val 159 (23%) 3 (2.2%) 6 (4.3%) 10 (6.0%) 22 (92%) 1 (10%) 3 (4.8%)
Val/Val 1 (0.1%) 0 0 0 0 0 0 (0%)
A 4 (0.6%) 1 (0.7%) 1 (0.7%) 16 (9.6%) 2 (8.3%) 0 20 (32%)
o Ry 219 47
Glu/Glu 668 (99%) 136 (99%) 127 (92%) 124 (75%) 16 (67%) 9 (90%) 40 (65%)
Glu/Lys 0 1 (0.7%) 10 (7.2%) 6 (3.6%) 0 0 0
Lys/Lys 0 0 0 1 (0.6%) 0 0 1 (1.6%)
KA 9 (1.3%) 1 (0.7%) 1 (0.7%) 35 (21%) 8 (33%) 1 (10%) 21 (34%)

CID: Z7uAY7=x)Lk - ¥Ya7¥%. GSS : Gerstmann-Straussler-Scheinker %%5. FFI : BEMHFEMERIRIE. Met : A F A=, Val: XU, Glu: 7 /v
2 VEE, Lys: U
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=t CID GSS FFI

V180l, N =677 M232R,N=138 E200K,N=138 P102L,N=166 P105L,N=24 D178N,N=10 Z0DfiDEHE N=62

arpfE (U5 AZHEDH) .
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BHZWrE T LV OMBEIC OV L, [BAES A
2B T DR T — 2 X — 2 DS & T — &
L LT, #EFEE7 /L (Point-wise linear mo
del, HSHBUERT) 2k W igiT 21772 ->7-, 7V
T IR O HIBEERE 2 OV TR, 2017T4E) 5 2023
FE CORRYYER AR AL X O EERE
(FEEHER) a8 AT REE £ WV CARE AT
WBRID 7 1Ay 7 )b b a7REORAEOHE
BaRDT,

(fREEA~DERE)

[ENTRE AR R o Z — R E B S (A2
019-056,201949H 10 H) IZB W THEARBEF T,
JEA TS K 0 SEBIT — % O 22 T 7, THr
TETR IR TR BT D AR A AN ZE D
e B BRI ANCBI 3 2 2 ) 12HE D,

C. FRHBER

BRI T DRTHIFE AL O & L T ORYYE
FEAEB A OHERRIZ OV T, 1005 AH7- 0
20174 1.94, 20184 1.92, 20194 1.77. 202
04F 1.45. 20214F 1.64, 20224F 1.38. 2023
145 L RMEM 2R LT (y =0.0974x + 19
8.34 R’ = 0.7909) , HERIEIZIS ERE S
B AHERE IOV TIE, 1005 AH72 0 | 20
174 3.27. 20184:3.3. 20194-3.39. 202043.
8. 20214:3.8, 20224-3.66, 20234-3.54 & 2020
NS HIMER 277 U, 20224 B LI 1 3986
MRS BV, HUBRZx, &)IR, BV IR
THIMT B EA R STz,
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1) Tsukamoto T, Kosami K, Ae R, Hamag
uchi T, Sanjo N, Satoh K, Kitamoto T,
Takao M, Yamada M, and Mizusawa H
and Prion Diseases Surveillance Commi
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e from 1999 to 2024. PRION2024(Chin
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K1, TVFPRONA T~ =T —DORRJE - FrRE (T A0 3THER & IET Y A i 1064EH])
14-3-3 14-3-3 protein total tau RT-QulIC assay RT-QulIC assay2nd
protein WB ELISA protein 1st generation generation
R 87.10% 87.90% 84. 70% 69. 70% 73.10%
WL 50. 30% 49. 00% 49. 00% 99. 30% 99. 30%

#F2. UL QSHIER) DX A TRIDNA = —F— D JEE

. 14-3-3 147373 Total tau RT-QuIC assay RT-QuIC assay
T . protein ) . ;
protein WB protein 1st generation 2nd generation
ELISA
MFEM: | 285 87. 4% 88. 4% 87. 7% 81. 8% 86. 0%
BT 93 84. 9% 87. 1% 82. 8% 22. 6% 22. 6%
FEAGIE 1 100. 0% 100. 0% 100. 0% 100. 0% 100. 0%

KIBENET VAW 9SEF) D X A TRNDASA F~— N1 — DREE

e 14-3-3 147373 Total tau | RT-QuIC assay | RT-QuIC assay
SEL rotei
i protein WB pEEIZAn protein 1st generation 2™ generation
102 Pro/L
ro/Leu 11 63. 90% 63. 90% 90. 90% 36. 40% 36. 40%
(GSS-P102L)
105 Pro/Leu . . . .
(GSS-P105L) ’ o o o o
120 bp Insertion 2 50% 50% 50% 100% 100%
18?VY254§16 60 91. 70% 93. 30% 81. 70% 5% 5%
20?Egég£§YS 7 76. 90% 76. 90% 71.80% 76. 90% 76. 90%
21?Vggééile 1 100% 100% 100% 100% 100%
23ng§;£?rg 9 100% 100% 100% 66. T0% 66. 70%
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ZNENOHEEE TOHELE MRC scale 2 A 2
TIL Bt a4y 7V b v a7 121.3
+151.4 H, 7.3+7.0 KA > k. VI80I 156.5=+
296.5 H. 10.6+5.7 A > k., M232R 141.2+
163.4 H., 9.1%£6.9 &4 > . P102L 740.3+
496.1 H., 15.4%5.8 7"A > k. E200K 138.3+
210.7 H, 6.9%6.9 RA > b, FIEMEFEBEIER
ARJE 199.7+139.1 H.8.7+3.7 A > k., P105L
1042.74£694.9 H, 17.3£3.1 &A1 > . V1801
+M232R 142.5+15.5 H, 9.0%£6.0 RA > T
HoTm,
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S) Prion 2024 International Conference.O
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W)

SrRAFFE R
T VA RDY—A T R LG T I B D AL

MEEIQOMY TV VYIATHRETADAERDOERIZHITS
gt _E D epileptiform discharges M f&#T

BRAEo 0% - SR AUTRRE AP IR B (MR R
[E52 5P BL o At B LB e
WRSEH % AR URTRR PR B (P
BIGER 1%« EERER AUURRE RS e B AR (i) “ “
PRI i RSO ST SRR GRERR
WA - IRIE SO R ELIE Y (PR
HRES

I v A>T = b« ¥ 3 795(sCID) DIk % TAMNAEFE(SE) & i L, it 452 & %
HiOE L. 961> MM/ 87 sCID B3 L0 20 #od SE #£(D B 11 BIAERENE T AMA BT
9 B FEFLAENE T A0 ATEFR) DNl o epileptiform discharges, SH MRI, iR # 2 Lol fig
Hr U7z BMIRAT X, IERRRIEIC - 72(Fp,3,4. C. P, O)xFED BRMESIIE £ 7 1 ik 8
& (central sagittal sporadic epileptiform discharges ; CSSEDs) . — ] ¥ J& # 1 Jik &
(LPDs[PLEDs)). J& #i4 R ik 7E(GPDs[PSWCs)) % fig %t 52 & L7z, CSSEDs, LPDs % WHO
DZ W EEHED BN OZWIE BN 2 72354 . probable sCJD F T2 Wr MBI 4E L
7(2.06 17 vs. 2.44 %1 i p=0.02), —J5C. CSSEDs D% WHO 037 5UE D il 0 25 Wi IE
HIZIN %2 72354 . probable sCJD £ CTONYLZWHIRIL, BALEITRW AN ERE T 2 M 2RO 7

REPEAN IR STz,

(2.17 7 A vs. 2.44 7 H; p=0.051), CSSEDs i MM1/# #! sCJD D RHEAZWH A H T 5 7]

A BIRER

raAY 7=V k¥ azyECIDICKT DI
WL L THIEE TIZ, 7 ¥ MMEHEGEABRIZ T
CIDDAEAFHIM A IE R T X 7o FANIFE L 72\
[1]. FREBHET ORI CIDDIBRORINITIT, F
WZWDEETH D . 20214 28 S L7238
M:CID(sporadic CJD ; sCID) D77 7272 W ke
T, SHEBMRIGEHGRFR G 0O & 5ot o
PrPScOg i 7e EWRBRF RIS, A~ — T —
MEIH I TWAH[2], M IXIER TR i
IRNNA F=—T1—"Td Y | Ji Lo Ja HIPERI M
Ji & (generalized periodic discharges ; GPDs)
IZCIDIZFHERI TH U | JEEE67%, FFHRER6% &
W N3], CIDOZWHTIAL V55 WHO
OBWREEIZ L EAIN TS, —F T, sCI
DM IZ RN T, £ ¥ 7repileptiform discharges
DHBLT 2 Z &b TR Y | HWIHIZGPDs
BT, FEEREME C AN A BEFE(nonconvulsi
ve status epilepticus;NCSE) & #4232 & 5 SEf
b STV B (5], AIFFETIE, sCIDDNKRE
% C A AU FE(status epilepticus ; SE) & Lhifg
L. fRtr+ 52 BRI E LT,

082

B. AR A&

200912 A 752022412 H £ TIZHABHFEK
FREARRENEHC ARE L, 1ELLERM: 2 iR S
7=, MM1/5#RsCID & 2l S 7= B9, S
E & 2 S B220061(9 6116512038 T A
A EFE[convulsive status epilepticus ; CSE],
IBIANCSE) & x5 & L=, MM1/& #7%sCJID
ITWHO DO ZWiE#E[4], NCSE(X > 7 v =
v 2ol 6] 2 VTR S vz,
i b Depileptiform dischargeid, 1) FEE:
FEFEIMEC, IEHHRFE, C. P, OMEALOEME
DLW F 72 1 TBRER I A (central sagittal spora
dic epileptiform discharges ; CSSEDs), 2) —
A JE 1 e (lateralized periodic discharge
s ; LPDs), 3) GPDs % fifirxi& s Lz, MM1/
R sCIDRE & SEREORFIRTEH . M. MRI
T 5L % PR iR L7z,

(REEm~DOEE)

ARFFEITH R ER R R F O fMEEER B R IT&RE
I ALY ES TED LIV mER AU | UE
LTV D, EAERIZES L UBEICEFLL C



l/ A E) o
C. FRHR
RUHGEITIERRAE (X, MM1/ &8s CID TB

(100%). SERET1HI(BWIZ#RDT-(E),

MM1/classic sCID SE
(n=9) (n=20)

Male 2(22.2%) 13 (65%)
Age* (range) 66.4 (51-78) 56.5 (21-85)
Diagnosis (WHO diagnostic criteria)
Definite 1{11.1%)
Probable 8 (88.9%)
Possible 0 (0%)
Clinical symptoms
Progressive dementia 9 (100%) 1 (5.0%)
Myoclonus 67(77.8%) 5 (25.0%)
Visual or cerebellar signs 6 (66.7%) 3 (15.0%)
Pyramidal or extra pyramidal signs 87(77 8%) 6 (30%)
Akinetic mutism 6 (66.7%) 0 (0%)
EEG(epileptiform discharges)
CSSEDs 5 (55.6%) 1 (5.0%)
LPDs 1{11.1%) 6 (30.0%)
GPDs 8 (88.9%) 6 (30.0%)
MRI-DWI high signal
Cortex 9 (100%) 5/17 (29.4%)
Basal ganglia 8 (88.9%) 0/17 0%)
CSF
Positive 14-3-3 protein 9(100%) 3/6 (50%)
RT-QuIC 6/6 (100%) 0/6 (0%)

#1 M1/ BBICIDEER K USERE D SR A5

MM1/#& 878 sCIDREEIC B VT, CSSEDs (X1
A) . LPDs(®1B). GPDs(M10) i+ nEn 54105
5.6%). 1651(11.1%). 8%il(88.9% )it X7z,
SE#EIZ3\ T, CSSEDs. LPDs. GPDsix#1
ZH11(5.0%) . 241(10.0%). 4%1(20.0%) 1= f H
N7,

A ' B

Pl SN ):\'\«N""V»\,\’\\ M Fpt

i p—‘\,\,\,h:.j\,/x__m ey
St A
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0 1 1 1

& & ]

9""((9 F &
I

B2 MML1/+7BREICTDAEIC
discharge® HEHA

epileptiform discharges (m)

Duration from onset to the first recording of

BT A %Epileptiform

CSSEDs, LPDS%WHOO) W EEUE DM D2
WrId B (20 2 72534, probable sCJDE TO )
WA AL NS L7-(X3: 2.06 0 A vs. 2.
4471 A5 p = 0.02), CSSEDs® A2 WHO D2 W
FYED P ORI B 121 2. 7234, probable
sCIDE TOVLZ IR, EBA 2TV S EL
e DM AZFRD7 (K4 :2.1TH H vs. 2.447

ll MMl/Eﬁ*”CJDﬁi ﬂ'éCSSEDs LPDs, G
PDs

MM 1/ #8s CIDFERSE B D Az D CSSED
s. LPDs. GPDs® HEHMHIIZZFNF N F1.6
B A 1.0, 2,440 A ThH - 7-(22),

H; p = 0.051),
E 4
§ * (p =0.02)
> | |
33— (X )
2
2
§2— ele
5 )
51— LX)
=
o)
E 0 \I T
o N
2 Q?
o <Q
R
& P
\Qq‘b "o("o
S
¥}
&
d
.\0‘\
N
()
g%
D

|3 CSSEDs. LPDsZWHOD Z W B #E D iz D2
HHIZM 2 7=3%A Dprobable CJDZWrE THOHA
i

083



E
= 4=
§ ns(p = 0.051)
=) [ I
I 34
T
£
e
= 2 eole
[72]
g )
5 1- .
=
o)
E 0 T T
(] ENY
@ &
.{&G %‘b
& (¢
O >
Oy N
D &
&2
&@
‘\
G
Q%
,\Cb

X]4 CSSEDs%WHOD MW EE#E D i3k D2 WrTE B
Nz 7= 34 Dprobable CJDE2WT £ TOHIM

D. &%

ABFIETIE, B O CSSEDsIISERE & g L |

MM1/# 88 sCIDREIZ I CESafE 12 H =
Nz, —Ji. LPDsIZSEREIC BT EMEE IR
72 CSSEDsiZMM1 sCJIDDJRHRFHIZ AL A3 IR
m&ﬁiéMéE¢%ﬁﬁ®kHEﬁ I—%L
THELTELI[7], m %}iﬂﬂ&ﬁ“‘éﬂuﬁfﬁﬁk
LT, sCIDDIEfE/ WA 595 AIREMEN R
e Xz,

& 512, CSSEDsH L ULPDsix, WHOD 2tk
E@HH{EZOD‘J’\UTIEE 7JD7L71 4 Dprobable C
JDZWr £ TOMMZ A EICHNE S, HiAlsC
JDORMIZMICAEHATHD EEZ BN, —F
T. LmhmamDiwrﬁmAé%é\%ﬂgﬁWR
T35 AREME NS S 47, CSSEDsD A &2k
FETIN 2 723556 ALV O OSEH2 W
MM 2 &M MRS . L0 KEERZE CC
SSEDs D F Wi ~ DB L AR ETT 2 B
Db EEZ BN, CSSEDs% & TrsCJDD H
A A~ — D —DOIEAIC X 5 B2 WENL, 5%
EE L 725 BRI E IR CTH 2 AIREMEN
TR X Tz,

E. &%

MM 1/ #RsCID Th D CSSEDsIZSE & ™

fﬁ*%u BWCIEMEZ2ZWNZF 53 2 AlREME A R
Xz, 52, CSSEDsIZMM1/ & #iRlsCd

D@Eﬂ;ﬁ%@lﬂéﬂ:?ﬁﬂﬁ%6%@@733‘%@3%7’:0
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IR TEHEE R A S R (AR BRI 3E)
Sy RBFFE S
T VA AFGOY—A T R L REGTRHICE 4 5 AN

AIBITEH 1T 5 GSS-P102L DERFRZEFHIRET (W)
WFZe 8« ML [EIBREERERR AR MR PR

WHoEs 0¥ - LT HIRERIRT: ARMES
WHoEs 03 - EIRPSA TN KRR ZFBRE T e fE AL

MREET

1999 4 4 A6 2024 F 9 HETlczua A Y 7/ k « a7y (CID) r—_( T 2AFBS
THRESNIER D 5 B GSS-P102L Zflitt L, Z OERRAVFHEIZ DWW TRRET L7, F8JE D HBER)
FAADIED, IR/ NT A —5& &2kl & OB#EZ A Lo, 2E THEF 165 5l GSS-P102L JEH] )
HER Iz, BEORFERITIMND 63.6%THY ., JUNTEENIUNUA~BELZEEZEGDD &
T6.5% 2 DIE - 7=, PIFIERIT/ I T4.4% & % T, WO TRAVEN 10.0% T -7, MRI
EEFOFEL SR EOMELTHNDL L @ETH YV OFREE 7 LI THEICERE N
Do 72(48.6 vs 77.6, p<0.0001), Az PSD DA M & ki & ORE#E TIE, PSD & 0 &5 23RN
o T PABEIZ O o Tz, $HiK 14-3-83 EHOA M & 20 & O BE TlX 14-3-3 Bt )3
ERGEINAE BN E) > 72.(42.6 vs 64.9, p=0.0053), GSS-P102L 165 FlDO it iximER K TH D,

A BAIREM ENIUNDSABE L -EZE DD L 76.5%IC
JUNHFIZ 2552 RU102E R %29 Ger DIE > 7o, UM TIZACE LN & FEERILNIZ 2
stmann-Stdussler-Scheinker/%s (GSS-P102L) KEFFHMRTED LT,
DR IR 21T 9, WIFEIERIT/ MG A T4.4% & Ix % T, IRWT
FHED 10.0% TH - 7=, BB FIZFRD LT
B. AR A% JERIZ, /MMCTRAY 93.9%., FREVE 68.9%., IE
199944 A /252024 9H Tl A Y 7 = S 53.4%. MRMEE 37.8%. Hf A E
JL ks a7yE (CID) —_A T AKBET 50.3%. FEMEIR 38.2%DIETH - 7=,
Bat S ERIo 5 B GSS-P102LAHH L, % BAF R CIME T PSD 2H L7zb0n
DGR IS SN TS L 72, FRIE D HFR 4 16.3%. MRI THEEFZEL7CH DD 36.5%,
A DIED, BRIR /X T A —% LR & OB HE % BER 14-3-3 BfE2Y 28.9%. BHIHS X 7 B E A
H LT, 26.9%. RT-QUIC B8 20.2% Th > 7=,
MRI &E 5 OAME L 26 L OFEEZ 5
(REBEEAOERE) . REFLYOHBREFEZRLUICHE~NTHEER
I To > T, BEANEITHIRIHIE (2 A% 238 )3 72(48.6 vs 77.6, p<0.0001), A%
DRGSR LT X E A I PSD DA # & kil & DOBE TIZ . PSD & Y
PEECEXANE S . ELACHEESIH LT, DI R ERE N LD > e 3 F BEICIT W2 B
7o 72(56.5 vs 67.1, p=0.2955), ik 14-3-3 &
C. it HOAHE & Akl & OBEE T 14-3-3 itk D77
PeRA T U RAEEADT— R L) | AETE 23R YA B D o 72 (42.6 vs 64.9,
7t 165 510> GSS-P102L SEFIA R S L7z, 164 p=0.0053).
NE PrP 8{5FT P102L Z 8. 1 A PrP
BRI AR T o725, # L AR K D. 5% _
E:’k%;ﬁ L/ P102L 733‘%3}8\%“7—:7—:&)‘ ZIKE{%J%) Tesar% 6i7 7 A 57 *‘ﬁ?ﬁ)ﬂi c]: @ GSS'PIOZL&’
GSS-P102L I = &)7:—:0 %Eﬂzﬁ%ﬁi 55.4 ﬁ 4’)@%@L:§U\iﬁ L/7LC (Tesar A, et al. Ann N
(22-75). 4:4%381 70.3 A(10-199), Bi%=1:1.2, eurol 2019; 86: 643), D42,
FIREE AT 5 DO 131/152 (88.5%) T - (1) Typical GSS. .
. (2) GSS with areflexia and paresthesita,
HUE DRI IUNAS 63.6% T 0 . JUMI T4 (3) Creutzfeldt-Jakob disease-like GSS.
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(4) Pure dementia GSS
T D, DNETOWFFE TR FEIIC OV T
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Transmission experiments verify sporadic V2 prion
in a patient with E200K mutation
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35 -
. - 99 This case 4/4 (691+30)  5/5(422+26) 0/8
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" " -
18 - 18 -
M/M VIV M/M VIV
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Kishida H et al. Acta Neuropathol. 2024
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