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1 =<4 7vROER

rmaA4y 7zt - ¥a7Ys (Creutzfeldt-Jakob disease, LA T [CJD] &9 ,) ok
AN TV A VIRIE, REICHETT 2 ARABRAERRE. 147 v — X R COMRERE B
L. SEESHPEIESIREER RT3 3O R iR AR ERTH 2,

DIRT D THRPEREIRRINTITE ). BED [HYR O B2 100§ 2 RSB 2368 (U
T TERE] v ) 1o TV A vk & TEERE O ERE A B QG O R o
i, BRRAEMAZZRAMAT 2 2L icmoT W%, 1999 £ X v KA DFE (RalRERs
BICEKREOFE) BRONT 7 ) & vIFDZhaE ORI E 13 EA: 57 @R AT 5e 2
HiBh& DEFMEY 4 v REGCBI T 2 AL (2002 FEE L Y [77) 4 Vi R OEFEE
7 AN ZEGHEIC B 2 FEMEIEL, 2010 EEX Y [TV A VRO I — 4 T v R L kY
TRICBE S 2 ARSI ~BAT L7, BAF THFREHE] Lo ,) Wikl &, 7Y 4 Vs
DWFFICTEHING Z & L x o7z,

2 ¥—RA4FVRADHE

WHEECIZ CID % —~ 4 Z v REES (BRICT VA VIR —~ 4 FVRZEREUMHL
7zo U TRBR] L)) ZREL. HARE%Z 10 70 v 271500 TRMRENFL K
R COEMEE V-4 TV AFEE LTHEL T2, ¥—<4 7 v AFHIZ, &FH
EHFRO 7Y A Y EME EERHYNEME) DR 25T, BRI REER
B Wy I BE PR S O BRIC IS AT & 0 2 BRIRFHAR (A N CIEMME o Lz i FicowT, JFATE L
TaflicEHFEZIT>T W5, 2006 FEED 513 [EYYE D T I OESYE D B 13
ZEBICBE T 2R (RYYERE) Ko TEITH O ERIc > W T BN RET 3
LKootz AEEZITI I BICH =M Z Vv AFAL T ) A4 VRS HFERA L 72 iE
BHZOWTHFERRICHAEL T2, 51T, ¥—4 FVvRFED-BRE LT, 2EDOEK
Eo b 7Y A VIRHEED L2 BEICOWT, 7Y v EHEER TR O E A -
MREERIIE 2 v 2 — (AR HALRSE) 1o, BRI A A4~ — 7 — R D KA RIRK
FICHE LN, THUOHDOERDFAEICEHNL T2, k. ULoHFHEiTwInd EH
(B2 VKR ORBEIEFLNEEEICOREML T 5,

EHAWICHE S N2 ZEHATER., =4 FVAZE»OWE I N IFEREL D LI,
fil 2 D BF TV, JRR (IFEME - R - AR L), BWORMESENE & % 3 L <
VWb, BRERTOWMELRETT Y & VIR LRE I NTIEHNET — 2 R —RIcEHIN DL, KU
D X5 BT & 2R CERR I NERNE. FECHI% B CE I I 32 B I A
REAM L, Z0BoKRNABIL W3, ¥/, 2017 £ 4 A2 5 1% Japanese Consortium
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of Prion Disease (AT [JACOP] &\ 5,) Ik 27V A4 o HREFA & ElE LA
ZHED T 5,

AHE TR, CNETERINTELT —&IC, 202549 A 11 H, 12 HichifE s 7
FRESTHRFINZEREMA 72, RPBENCE T 2 7V 4 Vvl —x 4 7 v 208K E2HwE
+

2

o



3 ¥—ATVROER

(1) AR OB

1999 4F4 H 1 H2>5 2025 4 9 H £ cofic, FFEHER®s)s %@ U< 10,490 o BH
B (EEHIZET.) PINESh, 8255 fInEREATHET I iz, 2D 5B, 5,661 A
TVFVIRERD LN, T—EZ_X—=RICEFKI N, 2025 F9 HOFESTIE, 332 fi
oGt e n, 2056, 2250187 ) A viFe LCERRS Lz, FRICRET X7z 332
HloNFRIE, MFEME CID 28 181 il (54.5%). HEIM: TV 4 vt 43 (13%). KO
7Y F R 1 (0.3%). ZWEARIEFIL 11§ (3.3%). 7V & v IREEHI2 64 5
(19.3%). ZWitEA G2 3241 (9.6%) 72o7- (1), k. SHIARIAG] & ZFETC-CEHE
RHED 72 D ICEWNC ME e TE DT O T AKX A3 T & 7o 720, ZZWIREPI & 3R E

iRl TR O T BMOMEZ S 2 LIl S nfl 2 Bk 5,

(2) Wi & IRV O G

BIER 2RO ZW & OWNERIZ. T CID 2% 4,285 il (75.7%). ZEM CJD % 1
B, FEESHIED S 5 CID 28 94 6l (1.7%). MRS O JH K IC X 2 #31H CJD 2% 1
Bl AR A VD8 1,259 Bl (22.2%). ROED 7V A w21 6] (0.4%) 72- 7=
(F&2).

B DREFIZINFENE CID 25 1,899 il (44.3%)., HEMAERED & 3 CJD 25 40
(42.6%) . EEMETY A v 23 510 5l (40.5%) <, ZERA CID o 1 #HoMRNIL B, i
RN O SRR X 2 854 CTD @ 1 Bl MR LM 72 - 72, FRER o thoiE (pusy
(EIBH) 1. fFEME CID 28 71 % (64, 77), WEEREAHED H 2 CJD 28 61 /&% (49, 69),
7Y A K2 74 7% (62, 81) T, ZHR CID @ 1 D 4EH 48 %, WML D
JRIAC X 25540 CID @ 1 Hlo4EfRIE 75 %72 - 72,

ZWOMEREIEIC BT, HEERFIL D 5 G X IMFEME CID 25 416 #1] (9.7%). WA
JED & % CID 28 41 ] (43.6%). BEEEET Y A+ v a8 150 ] (11.9%) 72572, I13ITHERE
B2 5 8 % E & 3 IFEE CID 28 3,224 il (75.2%) . BERRFEHENE D & 2 CJD 28 37 4
(39.4%) . BEIGHETY A v Hp3 1,092 ] (86.7%) 725 7-, ZZHK CID @ 14, T4
DAt o R X 2 #5M: CJD o 1 #li3ESEH 72 - 72,

TV F VEHEBEGETICEa P 129 L a Py 219 IKIEHESHPHM O TE D, JREEIC
BlhE LT3, bAREICEWT, a PV 1294 TiRDE D 5 A F 4= v REEAKR
(LLF TMet/Met] &\29,) Odio 2841, IFEME CID 2% 2,645 Il (95%). R4
JED & % CID 28 64 il (95.5%). BIntE 7Y F v E08 1,005 §l (82.7%) 72 7z, Z5HH



CID @ 1l &, BB ORI X 2 #15M CJD 1 Met/Met 2272, —J7. 2 PV

219 4R b % KD 2 72 I vgFsEREAE (LT [Glu/Glul &vd5,) oho 2

HE X, MFEE CID 28 2,759 il (99.5%). REEEFEHEIED B 2 CID 28 61 ffl (92.4%). &

BTV A o 1,164 ] (98.4%) 72o7z, ZHEIM CID @ 14 &, BB ORI
IC X 2SN CID 13 Glu/Glu 725 72, 72721, 7'V A vEAHEERLR TRES KT OH D
MUMBAFES 5,

DOBED 7Y I VIRI—_A4 7V ZAOHFEDO VL D IcHIREIE DK I H 5, TV A4 VK
DHEEZWI IHIRD A TS 5720, HIREIGOM LIZEETH 2, WEBHEED H 2
CJD TIHHIREIG TP Cm W EA2 H 2 235, % Ofth DA CIIERFI O ) 2 EE 1% 10%
BEICE EE o T3, BIERECHBEIFRIC X 2 MR B (e BB R R < b
COWTDOXRER T H e TE, ZESTEHARERIIN T 29 K-t bFEML T
%

(3) BEMET Y & VRICE T 2B TAR D L 0 SARNFHE O LR

BIEET ) A VRIE T A VEHEOEIRFERICK > TEIBECD, F AR F= v -
ZbtuART—+ %A vH—9 (Gerstmann-Striussler-Scheinker 5, LLT [GSS] & \»
9 0) BICHEREVEARIRSAE (Fatal Familial Insomnia, LUF [FFI] w9 ,) ez h
%, BIZMET Y A ViRICE T 3 ERBEIR FARONRIL, VIS GEIZME CJD) 43 705 fl
(56%). E200K GEIztE CJD) #3139 (11%). M232R GE{zf: CJD) 2% 141 44
(11.2%), P102L (GSS) 25 173 f5il (13.7%). P105L (GSS) 75 24 i (1.9%), D178N
(FFD 28 146 (1.1%). Z OfthoZ2523 63 (5%) 7Z-o7- (R3),

B DREF] X, V180T A3 243 5] (34.5%). E200K 2% 69 {5l (49.6%). M232R 73 69 {4l
(48.9%). P102L 7% 82 ffi] (47.4%). P105L %3 13 fl (54.2%). D178N %3 7 il (50%)
2o t. FARER O PRIl (s AZHIFH) (X, V1801 28 80 j% (75, 84), E200K 2% 62 %
(55, 68). M232R %% 67 % (60, 73). P102L %357 i (51, 62). P105L 2% 46.5 i (41,
48), D178N %3 56 j% (50, 61) 725 7=,

2 F v 129 %HIC Met/Met @ (5@ 2 E¢ 1%, V180I 28 537 fil (76.6%). E200K 7% 131
5l (94.9%). M232R 23 137 il (97.9%). P102L %% 147 il (93.6%). P105L 2* 0 f3i,
D178N %3 13 ffl (92.9%) 72572, —J7. 2 F v 219 %8 < Glu/Glu @ i@ % EHl & 13,
V1801 2% 696 fil (100%). E200K 2% 128 fl (92.8%). M232R %% 139 f§l (99.3%). P102L
23 131651 (94.9%). P105L %3 16 5 (100%), D178N 23 13 i (100%) 72 - 7=,



FERERLING GO T ) A v EAEEE TEAROEFIRI DMWY TH o7, BLCHT
LEZBEARAND 7 ) A VEAEBEETOME R TObL TRV, KECTEFELIED HNT
W3 7z DISEIBTE T ) A VIR & HE S NGERID B Y BIE PR RO AT H B E]
bEFRINT WD, b, MFEM CD LHE S NAEFOHRICIE 7Y 4 v EHEEE B
BERTON TRV EDEITN TS,

BIRTARICBET 2ERMFONHAE I, BEBLUTZOREICH L TAFIREE b 725
FTHREME A AR L CRER A SR L v S &3, ERITARE RN L2 7Y F ViRORIEICD
AL A TRECTE RV, ZORDARMITIETIE, & L AREMRIYICZ OEE AR DR
DERICOWTEHMAZITY 2 LiIC LT3, BIEFREDOHEGHICOWTIE, EARRICIE
FREDTY L ZFAE LTw3 A, BEELTEERB A LTS, BIFEHLcILE
RICBAL CGERDOE AV v ) Y Z7OHEMRLSIML TH Y, EEIC LB o THFE— |
ZiToT\» 5,

(4) FWREZ L DREEREDEXIER

FERE T L DREEE (/100 T AEE) DERMEL TIE, 2021 0 2.5 23w b KE <, 2014
D 2.4, 2020 4ED 2.4, 2013 4ED 2.4, 2018 £ D 2.3 A7z (K1),

8

YA TV ZEERPOEHEINS 7Y A VRO RERIT 2021 £ % CHINERTH 3
2, ZENUBEEABIETLTWwE X5 ICR A%, L2L, TREBRLTCrLERINDS
FCIIEFEOMMZE T 2720 TH Y, =<4 7 v ZAOMFEICHE - T 2021 4 LA S HY
mLcl e ransg,

(5) WEBEED » % CJD o

INETICARY = T VR TERINWEBEEDOS 5 CJID 3R 21T LHH 94
HlTh b, SHOFRERTIIHZICEFRKINIEG TR o7z, THD I FIDITHIC,
LIRTIC 9 — 4 7 v 2T CID & LTEE N, % D% 0BT IC X 0 BRI
L7=ERI & . @RI R EFE R EHE Cls S v, 2 ORI HENE 23 HBH L 72 FEHI
ED L e, BE, WEBHEEDOSD 3 CJID X 157 flARESIC X > TR I T3,
WA % 320 2 A & 72 o 7R E O NERIE . MdfiEES 23 70 5 (45%). Mk A3 27 4
(17%). KEEZEBHINRIEA 10 6] (6%). MMIMLIEZS 7 6] (4%). A 8Hl (5%). FHikat 7
Bl (49%). BHMFEED 19 6] (12%), =X os 761 (4%). BAENHELAESS 1 61
(1%). SMEHTA DA D focus BRETFMA 1HI (1%) TH o7z,



TEREISAEIE D B 5 CJD DFIRFED A 2 BI%E T 5 & FIWE D% D> T2 HIC, 1995 FD
151, 1998 FEd 12 i, 1997 FED 11 flcHo7- (R2), WHEMAED HFHE £ oM D
F¥E 13.6 . B/IMEIX 1, RAMEIZ 38 FETH-72 (K3),

WSEAERED H 5 CID (3 2023 SEIC R > T HIER I NTE D, H—~4 7 v ZOfkis
WETH D, MEBAEEZ T 25K L 7o 7 RiEId. BEE 23 H L 80% Ho IMiiIngsZ
ICRWTZ, % OBED 1987 4 (I 62 4°) DRERALER 5 kA8 LART IC o hE % 52 J 7= &
DT, Bl SHIEBEED H 2 CID Fk £ coIZ Rt 2 @RI d 2, WiED
IUBEZE IR IS % 2 T 72 FBF IC D T, [HUBRE OREE M X iz 2 L 23 L <
W3 1993 4F CERCS 4E) offEll (141) ZBRE . WUHEEEZ T LIRT O WL FH 72 0 228
HOMELEH 72 D 213 HIA L T e, Z OMICHERE RO ATEEME 23 B 2 Efl D & b . BifE
bIEHIETCTH 5, RIFFRVETIEL. BEREBHERELH S 21k > 58, ZONFICONT
FIRED» DREICHHT 2 L 5 KL T 5,

4 FE

TRETHBRENTE LT =2, 20254 9 P S iy —~4 7 v ABAZ
R X MR A A - BIR A HE L7, QNTCOF—_A4 Ty ARELORIT. &
D EDTUTD Web 4 FTAFILT W3 (XY vou— Fafgg),

5 Web %4 Fo URL
(1) ZVAVIRDOY =<4 7 v R LBGT YB3 2 AL
https://square.umin.ac.jp/prion/

(2) Japanese Consortium of Prion Disease (JACOP)

https://square.umin.ac.jp/jacop/

(3) HIRERERERBIERY: € v X —AREALHM (T F [ —< A T v R)
http://www.jichi.ac.jp/dph/inprogress/prion/
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Wi feFEHl ISISHEEG BRI Z Dt &t

MFEE CJD 5 (2.8%) 125 51 (28.2%) 0 181
(69.1%)

BIEMET Y 4 VR 0 43 (100%) 0 0 43
KOO 7Y * VK 0 1 (100%) 0 0 1
Z WA 0 0 0 11 11
70 & VRS LS 0 0 0 64 64
Z W R E 1 0 0 0 32 32

CID:Z7uA4v 7=zt - ¥aTiH.
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[%2]

B & OHAWFDF
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MFEH: CJD FEBHEREOH 2 CJD  #EislE7Y 4AVviK

N = 4,285 N =94 N = 1,259
B (%) 1,899 (44.3) 40 (42.6) 510 (40.5)
FAERF ARl (WU hrEiFE) 71 (64, 77) 61 (49, 69) 74 (62, 81)
ZHIOMEREE (%)
it 2451 416 (9.7) 41 (43.6) 150 (11.9)
SIS HESESI 3,224 (75.2) 37 (39.4) 1,092 (86.7)
5L il 645 (15.1) 16 (17) 17 (1.4)
a ¥V 129 %8 (%)
Met/Met 2,645 (95) 64 (95.5) 1,005 (82.7)
Met/Val 127 (4.6) 3 (4.5) 209 (17.2)
Val/Val 12 (0.4) 0 1(0.1)
NG 1,501 27 44
a ¥V 219 %8 (%)
Glu/Glu 2,759 (99.5) 61 (92.4) 1,164 (98.4)
Glu/Lys 11 (0.4) 5 (7.6) 17 (1.4)
Lys/Lys 4(0.1) 0 2(0.2)
B 1,511 12 28 76
FEME (%)
IF/m—xX = 79.4 85.1 43
HEATPERRANAE 98.6 97.9 92.5
TINEHE TR 47.6 72.3 41.9
PR PR 38.9 39.4 14.9
Pl B 58 71.3 47.9
SEAR LB B 47.8 60.6 38.7
S 77.2 85.1 58.5
BT R (%)
PSD 77.1 66 24.9
S E) ORIl 60.7 78.7 54
AT R (%)
14-3-3 &H 63.8 30.9 58.4
RT-QuIC 34.5 4.3 12.2

CID: 7wy 7zt -¥a7yE, Met: AFA4A=v, Val: XY v, Glu: V& IV, Lys:
Yy, PSD : JEHIE R IR,
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[£3)] BEHETY & ViRCE T 2 8ETERD L ORARWEMOEST
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Bz CJID GSS FFI
V180I  E200K  M232R  P102L  P105L  D178N
N=705 N=139 N=141 N=173 N=24 N=14
HEE O0) (34.5) 69 (49.6) 69 (48.9) 82 (47.4) 13 (54.2) 7 (50)
FerERT Y (WUAZEiE) 80 (75,  62(55,  67(60, 57(51, 47 (41, 56 (50,
84) 68) 73) 62) 48) 61)
P OREEME (%)
fite F2 41 74 (10.5) 28(20.1) 20(14.2) 14(8.1) 2(83) 5(35.7)
EYER TS 630 111 121 159
(89.4) (79.9) (85.8) (91.9) 220617 9(64.3)
e il 1(0.1) 0 0 0 0 0
a Fv 129 %8 (%)
Met/Met 537 131 137 147
(76.6) (94.9) (97.9) (93.6) 0 13 (92.9)
Met/Val (2136; 7G) 321  10(64) 22(100) 1(7.1)
Val/Val 1(0.1) 0 0 0 0 0
AN 4 115 1 16 2 0
2 F v 219 %8 (%)
Glu/Glu 696 (100) 1 B 600 13 (100)
(92.8) (99.3) (94.9)
Glu/Lys 0 10(7.2)  1(0.7)  6(4.3) 0 0
Lys/Lys 0 0 0 1(0.7) 0 0
AN 9 1 1 35 8 1
fEMRE (%)
IAsm—x 2 33.3 74.8 70.9 28.3 33.3 42.9
MEF T R A AE 97.4 97.8 95.7 65.3 83.3 100
IINE AR 27 53.2 41.1 93.1 29.2 35.7
RS 9.2 32.4 35.5 5.8 4.2 28.6
SR B 42.7 65.5 56 45.1 75 21.4
HEARA S 39.6 41 41.8 22 58.3 57.1
mEERS 52.6 77.7 76.6 51.4 50 42.9
WA A (%)
PSD 6.7 78.4 70.9 11.6 4.2 0
EHEEB) DIRPAL 58.4 61.9 53.2 35.8 16.7 78.6




Bz CJID GSS FFI

V1801 E200K M232R P102L P105L D178N
N=705 N=139 N=141 N=173 N=24 N=14

BERTR (%)
14-3-3 &H 70.4 64.7 61 12.7 4.2 42.9
RT-QuIC 2.6 45.3 35.5 3.5 0 21.4

CID:Z7uA4v 7=zt - ¥a7%H, GSS: Gerstmann-Striussler-Scheinker §, FFI @ BFEH:F %
HEARIRAE, Met: A FA=v, Val: N) v, Glu: Z £ I viEg, Lys: VYv, PSD : E#H:FHA
.
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(5] BTV A VIRICET2 7Y A v EHHERTFERDOE

+

=111}

EEOFM (%) N=1259 ZRoFHM (%)

V1801 705 (56) E196K 2(0.2)
P102L 173 (13.7)  E200K + 24 bp Deletion* 2(0.2)
M232R 141 (11.2)  OPR Insertion (168 bp) 2(0.2)
E200K 139 (11)  OPR Insertion (V & — + ¥CARHH) 2(0.2)
P105L 24 (1.9) E200G 1(0.1)
N 18 (1.4) E200K + M232R 1(0.1)
D178N 14 (1.1)  OPR Insertion (216 bp) 1(0.1)
V1801 + M232R 7(0.6) OPR Insertion (72 bp) 10.1)
OPR Insertion (120 bp) 6 (0.5) OPRinsertion (120 bp) 1(0.1)
V2031 4(0.3) R208H 1(0.1)
OPR Insertion (96 bp) 3(0.2) TI88K 1(0.1)
R232R 3(0.2) VI180I + 24 bp Deletion* 1(0.1)
V2101 3(0.2) V180I + S237F 1(0.1)
Codon 178 (2 bp Deletion) 2(0.2)

OPR : Octapeptide Repeat Insertion, bp : base pair.
*24 bp Deletion (IR R TIIR K, MikZH<Th 5,

(1] RIFEZ L D7V F VIFDOEEEDFERMER
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(2] MEBAEEDH 2 CJD DIENED A0

15
10
5
0

CID:7uA4v 7=zt - Ya7hy

(P 3]) WEBEED H 2 CJD OGS & Fi £ <D M D 5310

30 35
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CID:7wuA4Y7=zntb
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