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1 B8

a4y 7 )bk ¥ a 7K (Creutzfeldt-Jakob diseasec LA RICIDJ & WH )ITRE X
57V F VIR AT T A RAIMKEERRE, S A7 n— X XY OMBEIRE B L EH)
MHESIREEEL R THE T 2B MR EEERTH 5,

LURT O TR E R EIRBEIT L 2E ) BT O THER O BF o5 2 EREEFICBE 3 2 %8 (MUF
MEENRTE I 2 W0 D IO K T 7 V% & LR O B E N B EEEIE O RS ORRIC, BRIR
TAEEANEZRN T2 Z 212> TWBA3, 1999 £ X h RANDFRE(RARERIGEICIER
EDFER) DG O NTe 7V & IR D2H6HE OEEIRAE AN X ELE T BRI & B
FMET A NV REGICRE S 2 AT (URTBFFEIE WS, 2010 FEE XD TV 4 VD
P —RA 7V R BT T 2 BRI AT LIz )KL, 7Y & VRIS
WIEHEZN S Z e e otz

2 JiEk

I TIE CID =4 5 VY ZAZBRXMUITIRZERIE VI RICT VA VIRY—XA F
VABRBRYBFR L) BRE L HALEZ 10 71 v 2127507 ThHREREARL Rz e
DHEMEZY—RA 5V ARBL LTHBELTWS, H—XA 5V 2AEREBI13. SEEFRD S
VA 2 RAE Y P R (HERE Y MR O 215 T BERIERIC IO  REE R B B ki F
FE DRI XN 2 RS M AN E THERIE S N BF T OV T, 2T 21T -
TW3, 2006 TR D & W NERGURE D F B M VEGUAE D B 12§ 2 BRI B3 2 1A (4
JEFEIZHE D W T S NENIC OV THHFHAENRE T2 LR 0EBERZITH 95
WY =R FVRAEESL TV & VFRHEHYEMENER LIZEFIC OV T EBICHEL TV
B, XBI P —RA T AHED R LT 2EDEREDS 7V & VR EEbIL % BH
WZOWT, 7Y F VEAHEELR TREDOKES ALK MNEHIR AN, A~ —h —REDK
P RIFRACFHFELNLZ D, ZNODERDBFAEICTEHL TV 2, 28 U EOHRAEITNT
N BE (D5 WVIEEE) OEEMEOLNTZEAEICOAEMML TWVW5,

EHHMICHME I N BRER TR T —RA TV ARBPOMEINIABERE B 212,
flél &2 D BEIZDOWT, JREK (INFEF] B - BERRAR AR 72 &) 2 W OREF M7 & 2 3 fi 2 L
TWVWE, ZEBRTOWHRERET TV A VIR EBE S NIIERNT T — X R =R ITFF I N5,
LD K5 TFH F 2R TER S NIERNE FETHI %2 BRv TE BRI 3232 R BINC  E 5E
ZEM L. ZDROIRMZ BB L TWa, 72, 2017 4 4 A D 513 Japanese Consortium of
Prion Disease (JACOP)IZ & 2 7'V & VD BN L #fE L THEZED TV 5,

ARETIE. CRFETERINTELTFT—&IZ, 20242 H 8 H -9 HICHEEI LR
ETHET ENTRERZINZ 2BIRERE T %,



3 /R
31 =

1999 £ 4 H 1 B2 5 2024 4E 2 A £ CoMAMIC FFEIFEB R %8 © T 9678 Hilo BE1H
WMAINE XN (EEHE ET)  BERERTZDS B 5055 Hlas 7V 4 UKL BD s, 7—
RN — 2 BRIz, 2024 5 2 ADEE R TIX 237 HIOIEFIDRET X4, 2D 5 B 154 fl
DEFRE NI H L K BRI 7z 154 Bl NERIZAFENE CID 23 101 5 (42.6%)  Fs AR Aif i
DH 3 CID »5 1H100.4%) BB TV F 2 wds 52 Bi1(21.9%) . 2 Wi ABABI LS 25 6 (10.5%)
TV & IREEHD 50 Bl (21.1%) W RE B 8 Hl(3.4%) TH -7z, (T 1)

32 BT X OEFRIFHOEE

BFRAE B 2R D NFRIZ, MIFEME CID A3 3827 11 (75.7%)  BERERSHEIE D & 5 CID 2% 94 il
(1.9%)BARME TV F 2 ns 1115 B (22.1%)  RIJFD 7V F 2 fwds 18 B (0.4%) , 2257
CID 23 1 BITH -7z,

B (5 /20 & FME CID A% 0.79 (1689/2138) TR AEE D & 2 CID 25 0.74
(40/54)BABZME TV & V9D 0.69 (456/659) ARITED 7V A VgHs 0.8 (8/10), ZRAY
CJD @ 1 BlOHRNIHMETH - 72,

FEIRAE fin o A L (P2 B D 1 AR CID 28 71 5% (64, 77) BERRFEAERE D & % CID
61 7% (49.2, 69) GBEIEME TV A IR 73 5% (62, 81)  ARKDFED 7V F VIEH 70 5K (63, 75).
ZHA CID1 flOFE#IX 48 I TH - 7=,

ZW ORI B VT RN & IZIZHEFEHD LD 5 E &I MFENE CID 25 86%
(3276/3827) EEME TV & VA 99% (1100/1115), BB HMEE D H 2 CID 25 83%
(78/94) \ RAFED 7V A 9iHs 39% (7/18) TH - Fz, — 77 T HEEFNDS 5 b 2 B & 13 MFEM:
CJD 23 10% (400/3827) GEIRIE TV A4 9wHs 13% (141/1115)  WEERAERE D H 2 CID A3
44% (41/94) RKAFED TV F wH3 11% (2/18) TH - 7=,

TV A VEABLGTFIEa RS 129 2 a RV 219 KIEHZEPH SN TE D REEICE
HLTW2,DEICBWT, a My 129 2RTHRDZED 2 X F 4 =V REEAGEROLT
MMet/Met] &\ 5,) D i 2 EE X MM CID 3 62% (2368/3827) BTV 4 VR
23 79% (886/1115) FEIERAEE D & 2 CID 25 68% (64/94). K73FED 7V F VDS 56%
(10/18) TH o072 — /. A F Y 219 BRTHRHZLAD L7V X I VR EHEESHROLLT
FGlu/Glus 2 W 5,) D8 2 HE . MIFEME CID 25 65% (2472/3827) GEMRME TV A Vi
23 92% (1027/1115)FEBEFEMERED & 2 CID 23 65% (61/94) KROEED 7V F VRHs 44%
B/18) TH oo 722 L. 7V & Y EHBETFREDAKRIATOMN S HAKFET 5, (R 2)

DOBED TV I VFY—RA FVADFED O L DICHREEDREI D 5, 7V * >
R DMEEZMNIIEIRDBNETH 2 72D FIREEOM LIZEETH 5, HEBHEED D 2
CJD TIEEIE G X/ W EAD D 2 23, Z OO TIIHEEFI O LD 2 EEE 10%
FEEEIZ Y ¥ F 5 TV 5, BE IR EERE TR & 2 fft R RS e EE IR HETDEIR
WOWTDXEEZIT 2 e N TE, RESTREEHREMN T2 R—bEML TV 3B,



33 BIMETVFT UREORE T & DK

BIEET VA VRIE T ) A VEHOBRTAERICK > TEBECID. S VA Fw Y < X b
04 27— ¥ v A > H—¥K(Gerstmann-Straussler-Scheinker &, A N TGSS & W5, ).
FEME SR AN RAE (Fatal Familial Insomniao A RTFFLI & W )IZHEI NS BRBET Y
FUIRICBT B FRBEFERONRIE, VIS0 GEEM: CID) 2 611 fil(54.7%). M232R
GEf=ME CID) A% 128 #il(11.5%). E200K GEfztE CID) A3 126 fil(11.3%). P102L (GSS)
2 160 511(14.3%). P105L (GSS) 23 23 #1(2.1%). D178N (FFI) 53 9 #51(0.8%) . Z D fhd %
E2 58 Hl(5.2%) TH - 7=,

Bt (B /201, VIS0I 3 0.53 (212/399). M232R 2% 0.94 (62/66). E200K A% 1.03
(64/62). P102L %% 0.88 (75/85). P105L 2% 1.09 (12/11). D178N 28 2 (6/3). = D%
Ep30.76 (25/33)TdH -7z,

FEIRAE G (U AL EIFE) 1. V1801 A% 79 ik (75, 84). M232R 23 67 % (60, 73). E200K 23
62 7% (55, 67.8). P102L 2% 57 % (50.8, 62). P105L 25 46 & (41, 48). D178N 73 58 % (54,
61). ZDMDEED 67.5 1% (53.2, 73.8) TH - 7=,

a ¥ 129 2T Met/Met @ 59 2 &G, VIS0I 28 75% (461/611). M232R A3 98%
(125/128). E200K 2% 95% (120/126). P102L %% 84% (135/160). P105L %% 0% (0/23).
D178N 78 89% (8/9) T®H » 7zo— 4.2 F ¥ 219 ZAIT Glu/Glu @ i 2 E|H1E, V1801
23 99% (602/611). M232R A% 98% (126/128). E200K 235 94% (118/126). P102L 25 75%
(120/160), P105L %% 65% (15/23). D178N 25 89% (8/9) TH -7z, (R 3) EHREELI}
bEDLT VA VEHBLRTERDOEFTIIR 4 DED TH o 72 BT LIZEEAND S
V4 Y EAHERLRTOMEIZITON TOROWE, RIETREIRD 5T\ 5 2DIE RN
TV A R EHESNTIERN D D D GERFERDOFMI AT D 25EH b ER SN TV 5D,
72 BFEME CID 2 HE S NEFOHIIE T ) A VEAERBR FRESMTHhA TV AR
FELEENLTV D,

BETERICHET 2ERPEONLEE I BEBLOZORBEIH L TAAREE 725
THREMEZ AL THRESEHN LRV I EBEITAREEN LTV & VIROEREKICD
23 B ATREMEZ TE T E R Z DT OARMAIETIE, T L AN Z OB FERDFD
BEHRICOWTHIAZITS Z 2 I LTV 5 B8R FREDHEREIN OV T EAICIEER
EHTTS 2 ZFHIE LTOW A8 EIECTEER DI L T3, eI BRI
LCHERRDEVWA Y V) Y ZOEMERSSIMLTE D EFBIC LD > THR—- M EIT-
TW3,

3.4 REICCDEEKRAER BKAR - MRI FRR D HIRERE

TR & DEERAEIR, I AT . MRI AT RO HBSHE IR 5 D@D TH 2 WA &
> CTHAEIRPHAFT RO HBSHEICIZEVD D 5,



35 WEIEDETFHIM

P—RA T VR BT K 5T 4432 BlOFECTHIER S Nz Wi Z & o7k
JLEL INFEE CID 23 13 » B ERA CID 23 42 » A BEEHERE D H 2 CID 2515 » H.
V1801 5 24 » A. M232R 2% 14 » H. E200K %% 10 » H. P102L #»% 75 » A. P105L 3
184 » H. D17T8N 2324 » HT®H » 7=,

RANC X o TAEFHIMNICIZEDLH D GBEE TV A RodTtd VISOLIZMFEN CID &
D HAEFHMAE . P102L % P105L 13X HICEWMEAID D - 7=,

3.6 RRFCLOBEREEBOHS

RIREZ L OBFEEROWMBL2HIE T2 v . RRERT 2014 F23301 H) THRHZ L.
DWT 2013 FEA3(294 ). 2018 4EA3(279 fil). 2020 FEH3QTTHNTH 72, (R 6) FHFHL
THhHH—RA F7 VAP TERINS T TOHAR O ILE (PU5 A7 #F) 1% 1.4 (1, 1.9)
‘/C%Of\_o

D IIREBDZ D - 12 2014 FEOERIEHR ¥ OFREBZE (/100 HAE)1Z 39 LR A
0.04. 40 m~49 1% 0.54. 50 E~59 mhH 2.02. 60 HE~69 %D 4.6. 70 E~79 %H5 8.76.
80 LA 738 TH o7z (RT)

NAFREGREIC L 5 CID ODIECHOHER Z2SE L L TRLTWSH, 2016 FLREZY —
NA TV AAER ETERED D 5, FW L T 5B SN2 £ TIKIIERNMORRAEDL D 2 79,
Y=L TV REFREFERISHRDEZ 2 s 5,

IR R ER O ERMER 2 BT 5 & 2000 FAHTF & LR U GRE T 60 7L L
DERRFERC BV TRRERD L FEANC D 2 Bl R TIEIWFZEHEE 7Y A 28 O FBFIE D[]
I XD mEnE OEITHRANES TV A VIR BN e PEA D e EZ TV D

3.7 wEERBEEDHSD CID

INETRAY—RA TV ATHERINLWEBMERED D 25 CID 13X 21TRT B DE
U FITH 2., 5EDOEEXTH T 1 FIAEMER I N, 205D 94 FlDIEHIZ, LLFTIZ
P—RA4 Z 2 RTCJD & LTEHRIN, ZDROEIFAEIC & D EERFAERE B U 7= iE
il & A eEFRECEREREE Tl S, 2 ORBEBRERE DR U 7 ERE 20 5
 EERAERED H 2 CID BAE G 157 BINBRERIC X o THEEREINTWVWS

BERRFSHE 2 32 1) 2 IR IR & 72 o 72 R RE 0 INER G IR 55 A3 70 9] (45%) « it 123 27 1)
(17%)  KHHENARIE DS 10 B (6%) . BILAEDS 7 B (4%) . T D 8 Bl (5%) . FH#H 7 5] (4%) .
BRI DY 19 B (12%) . = XAHEIE03 7 51 (4%) e B (LAEDS 1 B (1%)  AMER T A D
A D focus BREFMD 1 Hl(1%) TH - 7=,

WRRAERE D B % CID OFIRED DA B T2 L RIFRENZ D o F2IEIZ, 1995 FED
15 fil, 1998 £ 12 fil, 1997 £ D 11 FlTH o 7=, (K 1)

BEBRASAE 22 & 9% £ T O HAR 0 FE31% 13.6 4, F/MEZ 1 R AEIZ 38 ETH - 1=,
(X 2)



WERRRSAE %2 521 2 JR Al & 72 o 7= RE I, TS 03~ R e o5 o M L2 2 ALIS R W2, %
< DB D 1987 4 (K1 62 ) D REFALIR Y5 IR 2 E LIRS A 2 321 7= E 7 D T 3D &
MR AR D B 5 CID F80R % C ORI RIML S 2 AT H 5,

T D AL TR A B AR RS % 52 1 Te B IS D W T, [HILEE O S /- 2 & A3
HEIL T3 1993 4 CFK b 4F) ORAEGI (1 1) % B & | QUBRTEZS 8 DURT O BERRE F 72 D 722
IR DR FH 72 D 2RI L TR, & OIS IR AL D ATREM 23 D 2 KERI B B b | BIAE
HIFHRNEFTH 2,

AT TR BRI DIH & 9212 72 o 7856 Z DNEIZ DO W T EIRED & FKIFECH
T2 X ITHHEL TV D, 2024 4 2 ABIE, TR TORERITERE (D 2 WIXEREE) 22 5
BE (D2 VEFB)NHESEEZ A2 CID THh o eHHITWS Z e RS
TW5,

4 $EEE

INETEFRINTEXLT—XITMA., 2024 42 HICHEI NV —RA 5V RAEES
TR ENTEREMAFIREZHE LTz TNETOY —RA TV AREROFERII AR
BHEDTUTRD 22D Web 4 b TRBLTW3S, (XY >a— FA[fE

5 Web ¥4 bd URL

cTVAIRDY—RA T VR ERTHHICEE S 2 P EIE
https://square.umin.ac.jp/prion/

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

- BIBERRFHUIR R R > X — RREELRITN (T Y F IR — A4 T 2 X)
http://www.jichi.ac.jp/dph/inprogress/prion/



6 BHFR

R.12024 F 2 BREOY —RAL SV AEELDER

eI
el WRISHESER B Z DAt &t

FEHR

M CID 9 (8.9%) 67 (66%) 25 (25%) 0 (0%) 101 (100%)

HEBEREOHS CID 0 (0%)  1(100%) 0 (0%) 0 (0%) 1 (100%)

R 3(5.8%) 49 (94%)  0(0%) 0 (0%) 52 (100%)

BRI 0 (0%) 0 (0%) 0(0%) 25 (100%) 25 (100%)

7V o VR E ) 0 (0%) 0 (0%) 0 (0%) 50 (100%) 50 (100%)

TR B 0 (0%) 0 (0%) 0(0%)  8(100%) 8 (100%)
At 12 (5.1%) 117 (49%) 25 (11%) 83 (35%) 237 (100%)

CID:ZuaAYy7zLbh - ¥aJjA.
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x4 BEETVAURICEITZ T EREGFERDES

N = 1,115
P102L 160 (14%)
P105L 23 (2.1%)
D178N 9 (0.8%)
Codon 178 (2bp deletion) 2 (0.2%)
V1801 611 (55%)
V180 + M232R 7 (0.6%)
V1801 + 24bp Deletion 1 (<0.1%)
V1801 + S237P 1 (<0.1%)
Y188K 1 (<0.1%)
E196K 2 (0.2%)
E200K 126 (11%)
E200K + 24bp Deletion 2 (0.2%)
E200K + M232R 1 (<0.1%)
E200C 1 (<0.1%)
V2031 4 (0.4%)
R208H 1 (<0.1%)
V2101 2 (0.2%)
M232R 128 (11%)
R232R 3 (0.3%)

Octapeptide Repeat Insertion (72bp) 1 (<0.1%)
Octapeptide Repeat Insertion (96bp) 3 (0.3%)
Octapeptide Repeat Insertion (120bp) 6 (0.5%)
Octapeptide Repeat Insertion (168bp) 2 (0.2%)
Octapeptide Repeat Insertion (&) 2 (0.2%)
RAH 16 (1.4%)

10



x5 FRREICOFEER HKEEMR. M MRI 2EFRE O LIREE

#EME CID GSS FF1

sCJD dCJD V1801 M232R E200K P102L P105L D178N

SEIR

IAru—xX 2R 80% 84% 33% 72% 75% 29% 30% 44%
HEL TR AE 99% 98% 98% 96% 98% 67% 87% 100%
/INTRSE AR 48% 72% 27% 411% 54% 93% 26% 56%
HERE 39% 39% 9.2% 36% 33% 5.6% 4.3% 11%
SRR 58% 1% 43% 56% 67% 48% 78% 11%
SRS IR 49% 61% 41% 44% 41% 21% 61% 56%
HEFE = 78% 85% 52% 78% 81% 51% 52% 44%
o152

PSD 78% 66% 7.7% 73% 81% 12% 4.3% 0%

B oRl  63% 79% 59% 53% 63% 38% 17% 67%

MRI

KMEEOERES 28% 3.2% 43% 28% 25% 8.1% 4.3% 11%
HEMOEES 14% 3.2% 11% 10% 21% 4.4% 0% 0%
HERDOEES 3.0% 2.1% 2.5% 5.5% 7.9% 1.9% 0% 0%

CID:ZuAv 7z b - ¥va7. sCID iFM CID. dCID [EEBAERED H 5 CID. GSS : Gerstmann-
Straussler-Scheinker J&. FFT : BFEME S i AR ARE.

11



x 6. ERBERORBE L OEXIMR

FIRE - TV AR AOEEREEECHR T T

1999
2000
2001
2002
2003
2004
2005
2006
2007
2008
2009
2010
2011
2012
2013
2014
2015
2016
2017
2018
2019
2020

86
106
117

97
120
137
168
174
178
178
218
243
265
266
294
301
275
248
244
279
246
277

115
113
123
134
142
168
156
174
170
206
166
219
219
241
252
245
266
261
294
339
274
315

" FERUE ICD 10th 1281 % A81.0 £ ARL.8 DEEHTH 5,
T3 H —RA 5V REERE NOBREREECHO A DAETH 5,

12



R 7. PSR S L OREBROENRIMER

3R
FRE  0~39% 40~49 7% 50~59 K 60~69 % T0~T9K 80 K~

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 0.32 1.15 2.50 6.13 5.52
2008 0.05 0.44 0.73 3.25 6.13 4.57
2009 0.05 0.44 1.57 3.94 6.89 5.21
2010 0.07 0.42 1.78 4.00 6.66 5.17
2011 0.00 0.36 2.08 3.84 8.14 6.03
2012 0.00 0.42 1.66 4.11 7.98 6.64
2013 0.00 0.30 1.35 4.49 9.76 7.26
2014 0.04 0.54 2.02 4.60 8.76 7.38
2015 0.04 0.27 1.54 3.99 7.80 6.14
2016 0.06 0.54 0.70 3.28 6.87 6.75
2017 0.00 0.54 1.79 3.55 5.46 6.44
2018 0.02 0.32 1.92 4.43 7.02 6.24
2019 0.04 0.11 1.02 3.61 6.09 7.45
2020 0.02 0.16 0.96 4.59 7.08 6.07
2021 0.02 0.27 1.08 3.83 6.03 6.07
2022 0.02 0.22 0.72 1.72 3.75 3.47
2023 0.00 0.00 0.00 0.13 0.43 0.35
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