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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 (LA [JACOP] ¥ \»9,) 12 &% 7'V A4 Ko HRMERTA &l L <l
DTS,

ARE TR, T TEMINTE LT —&IT, 202642 H5H, 6 HichifEE Nz
BT I NBREMZ 2, BAEEICE T2 7 ) A vy —~_A4 7 v 20BREWwE T

2

o



3 =4 TFVROER
(1) FER O

1999 4 4 A A5 2026 4 2 H £ COWIEIC, WFFESEH5)R %8 U T 10,652 |0 & HH
ESh (EEHIZED). 8576 fINFESTHRI I N, ZD b, 591041287V # v
RERDLN, T—AN—RICERI NI,

B EER 4R D W o PERIZIFEE CID 2% 4,488 fil (52.3%). ZH% CJD 25 1 {5, ##
JEREREIED & % CJD £3 95 il (1.1%). RS O JREIC X 2 #1504 CJD 23 1 i, &
{of CJD 2% 1,087 fl (12.7%), 7 VA=Y « AbBART— - v x4 V1 —J

(Gerstmann-Striussler-Scheinker 5, LA TGSS] &9 .) 23204 ] (2.4%). FICHSR
JEHEARIRSE (Fatal Familial Insomnia, LAF [FFL| &9 ,) 285 1341 (0.2%), KoyED 7
YA w2141 (0.2%). 7'V A& SIREERIS 2,061 B (24%) . iR G2 516

(69%). FEEBZEHIH 76 (0.1%). ZWIAGIA 82 H] (1%) 7257, 2026 42 HDZE
BATER X NAEH o NFIZIFEY: CID 23 210 ] (59.5%). WEEEHERED & 5 CJD 23
141, =Pt CJD 25 44 51 (12.5%). GSS 283 5] (0.8%). RFED 7V F K8 1 {5,
7V & VIREGEHDS 48 Bl (13.6%). FZWIREAGIA 37 1] (10.5%). ZWiAHEIZ 9 i

(2.5%) 7Eotze (1),

hd, BWIRTIE L ZIE T2 EREED 72 9 10 S IC LT A B 5 b NS KA C
X o 2l. ZWIIREN L I RESOK R T O T EMOTELET 2 LTI
7% E®T %,

F1 202642 AREDOY —_4 7V ZAREBLDHER



S8 (%) RE 2026 £ 2 AZE4
N = 8,576 N = 353
fMFME CJD 4,488 (52.3) 210 (59.5)
Z= 88 CJD 1 0
AR D H % CJD 95 (1.1) 1
TEREASAE LASL O JRRIC X 2 31544 CJD 1 0
WEME CJD 1,087 (12.7) 44 (12.5)
GSS 204 (2.4) 3 (0.8)
FFI 13 (0.2) 0
ROYED T ) A VK 21 (0.2) 1
70 A VIR E B 2,061 (24) 48 (13.6)
LR B 516 (6) 37 (10.5)
T e 7 (0.1) 0
WA BRI 82 (1) 9 (2.5)

CID:Z7mAY 7zt - ¥a7yg GSS: Gerstmann-Striussler-Scheinker 5%, FFI : BEEMER A RE.

(2) @22 & oEARNFHE D EG
B0 Lo 2 EE 3TN CID 25 1,986 il (44.3%) . FEIEFEAHEED & 2 CID 2% 40 {1
(42.1%), @it 7 ) 4 VK23 528 il (40.5%), ZEAI CID @ 1 HloMERNT B, Bl
BHEUAL DR IRNC X 2 #1451 CID @ 1 floWRIIE LT - 72 FRFlino hodfiE (PUs iz
#ipH) (X, IFENE CJD 23 71 % (64, 77). WEEREHEED H 2 CJD 23 61 7% (48, 69). #i{x
MW7) A s 74 % (62,81), ZHA CID @ 1 floF kit 48 k. BEREAE LS O JH K IC
X 25 CID o 1 flo FElini 75 %72 - 72, W OfEFEMIC B T, HEFEHGID Lo 2 E|
Erid. IFEHE CJD 23 425 il (9.5%). WERSSHHED » 2 CJD 2% 41 fil (43.2%). &Eint: 7
U v 156 Bl (12%). 1ZITTEEFIH Lo 2 E &1, MM CJD 2% 3,373 f
(75.2%) . TERERSHHIED & 2 CJD 2% 38 il (40%). #i&tE 7Y A v A 1,130
(86.7%) 7257z, ZZHAI CID @ 1], WEBAEUNOJRKIC X 2 #S5M: CJD @ 1 {11
EHIE -7, (F2)
VA VEAEEGTICIZa N 129 L a Py 219 KEFEL AL TE Y, REIC
Bl LT3, DBEICEWT, 2 PV 129%BTRD L CRBD 5 X F4 = v REEAE
(LLF TMet/Met] &\25,) odio 2EI&IE, IIFEM CJD 2% 2,752 il (94.9%). fHEFS
fEED » 5 CID 75 65 i (95.6%). FEIGIE TV A4 KA 1,039 ] (82.6%) 72 -7z, A%
BCID o 1flE . MESHEUIDFERIC X 25 CJD 1 Met/Met 72572, —J5. 2 F



V219 %M CTRD L RO 2 N X I vEREEAEER (LUT TGlu/Glul &v9,) Ok
2 E &, TN CID 28 2,872 i (99.4%) ., WERERAEIED & % CJD 2% 62 fil (92.5%) .
BIEET Y A A 1,206 i (98.4%) 72572, BRI CID o 14| &, WERFEHELLAF O 5
IC X 2B CID 13 Glu/Glu 2572, 72720, 7'V 4 v EHEBEG FRESIRIET OF)
DAHYBIAES 5,

DOBED T Y I VIRI—_A4 7V ZAOHFEDO VLo IcHIREIEDK I B H E, TV A4 VK
DIEEZWNT TR BHATH 2720, HIREIGOH LIZEETH 5, HRBHEEDD 2
CJD TIHHIREIG e em W EA2 H 2 235, % Ofth DA CIIERFI O ) 2 EE 1% 10%
BEICE EE o T3, BIERECHEIFRIC X 2 MR B (e BB R R b
KOWTOXEEZ T L0 TE, ZRESTRHHBRERINT 2 K-+ dFEBL TV
%



%* 2

FREIC BT 228 C L DEAREB O EER

MzetE CJD BB IEED H 5 CJD BEETY F VR
N = 4,488 N =95 N = 1,304

BH: (%) 1,986 (44.3) 40 (42.1) 528 (40.5)
FAERFEE (WA EiER) 71 (64,77) 61 (48,69) 74 (62, 81)
Wi oREEE (%)

i 425 (9.5) 41 (43.2) 156 (12)

R £ 3,373 (75.2) 38 (40) 1,130 (86.7)
FE il 690 (15.4) 16 (16.8) 18 (1.4)
2 Ky 129 %8 (%)

Met/Met 2,752 (94.9) 65 (95.6) 1,039 (82.6)
Met/Val 135 (4.7) 3 (4.49) 218 (17.3)
Val/Val 12 (0.4) 0 1

a Fv 219 %8 (%)

Glu/Glu 2,872 (99.4) 62 (92.5) 1,206 (98.4)
Glu/Lys 12 (0.4) 5 (7.5) 18 (1.5)
Lys/Lys 4 (0.1) 0 2 (0.2)
fERBE (%)

IAs/E—X 2R 3,564 (79.4) 81 (85.3) 558 (42.8)
HEAT R AIAE 4,429 (98.7) 93 (97.9) 1,206 (92.5)
TINEHREAR 2,134 (47.5) 69 (72.6) 543 (41.6)
HE R 1,737 (38.7) 37 (38.9) 198 (15.2)
S A i A 2,589 (57.7) 68 (71.6) 625 (47.9)
FEIRAM BRI 2,129 (47.4) 58 (61.1) 503 (38.6)
TEE) S 3,446 (76.8) 81 (85.3) 755 (57.9)
iz R (%)

PSD 3,457 (77.8) 63 (66.3) 321 (25.7)
S B iRk 2,685 (84.7) 74 (92.5) 705 (67)
BEw R (%)

14-3-3 &1 2,902 (83) 30 (78.9) 772 (75.7)
RT-QulIC 1,612 (76.1) 4 (66.7) 162 (23.9)

CID: 7uAv 7zt - ¥a 7y,

PSD : JEI I A L.
G R RIBEZ BRI CEHR L 7.

Met: XFF=v, Val: NU v, Glu: 7% I Vg, Lys:

Yy,




(3) EIRETV A VIRICE T 2B TER L o RN E O &G

BIEET ) A VIR T ) A v EAHEOBEEFARIC X > CEIGERYE CJD. GSS. FFI i
SEIND, BIRMET YA VIRICE T 3 ERERTERONIZ, VIS0I GE{EM: CJD) 23
735 5 (56.4%). E200K GHE{ZIE CJD) #% 141 ] (10.8%). M232R G5 CJD) 28
148 ] (11.3%). P102L (GSS) #3176 f5l (13.5%). P105L (GSS) 7% 24 i (1.8%).
D178N (FFD) 28 14 6 (1.1%) 7257z,

B 2 E 413 V180T 23 251 i (34.1%). E200K A3 70 f (49.6%). M232R %% 75
% (50.7%). P102L %% 83 f§il (47.2%). P105L %% 13 {5l (54.2%). D178N %% 7 {5

(50%) 7257z, FWiFHEDHIE (UOLHEIFH) (&, V1801 A3 80 & (75, 84). E200K 23
62 7% (55,68). M232R 7% 67 i% (60,73). P102L 2857 j#% (51, 62). P105L %% 46.5 j%
(41, 48), D178N 2856 % (50, 61) 757, =2 F v 129 %HIC Met/Met @ (5 & 3 E4
iZ. V1801 2% 559 il (76.5%). E200K %% 133 f§l (95%). M232R %5 143 ffil (97.3%).
P102L %% 150 5l (93.8%). P105L 2% 0 f5l, D178N 23 13 f5l (92.9%) 7257z, —F. = F
v 219 % MG Glu/Glu @ 5 2 613, V180T 23 726 i (100%). E200K A3 129 4
(92.1%). M232R %% 146 fil (99.3%). P102L %% 134 {5 (95%). P105L %3 16 {4
(100%). D178N 2% 13 5] (100%) 72-7-, (&3)

FHRERDNG ED LTV A Vv EHHEEFEAROEIIRADEY TH o7, BLITHT
L7ZBEARAAND 7 4 VEABELETFOREIITObNL TR, FKETEEIED LT
W3 7 DICBIBTE T Y A VIR S HIE I NTIERID H V. BISFERDOFHM AT D 2 AE
bERINTVE, k. TN CID &HIE I NEF O FICIE 7Y 4 v EHEER IR
BT T nEDLEEIN T3,

B FARICET 2P RoNEEIC. EFBIUOZOFKEICH L TAMEEZ S 7256
TR EELCGHRZEM L & id, BFRTR LR EZN L7 ) 4 VIRORikico
BB AREMEZ BETE R\, Z DO ARIMFRIETIE, © L AFEMBIYICZ DR AR O
DERICOWTHHZIT) 2L ICLTWw3, B TREOMEEMICOWTIE, AKX
FIBREPTI 2 #FEAIE LTwa 2, REIISCTRESD LT3, HFFEHEICIE
RICB L CERDOHEA Y v ) v 7OHMFLSMLTE Y, HFEIC LB o TH KR — |
ZI{T>TWwd,

1



£3 BEEETYAVRICE T EETRRED L OERNFBOES

V1801 E200K M232R P102L P105L D178N
N =735 N =141 N = 148 N =176 N =24 N=14
BH: (%) 251 (34.1) 70 (49.6) 75 (50.7) 83 (47.2) 13 (54.2) 7 (50)
FrERF Rl (WArEiE) 80 (75,84) 62 (55,68) 67 (60,73) 57 (51,62) 46.5 (41,48) 56 (50,61)
S omEEE (%)
i 451 79 (10.7) 28 (19.9) 21 (14.2) 14 (8) 2 (8.3) 5 (35.7)
EYES =] 655 (89.1) 113 (80.1) 127 (85.8) 162 (92) 22 (91.7) 9 (64.3)
Feu il 1 0 0 0 0 0
2 Fv 129 %8 (%)
Met/Met 559 (76.5) 133 (95) 143 (97.3) 150 (93.8) 0 13 (92.9)
Met/Val 171 (23.4) 7 (5 4 (2.7) 10 (6.2) 22 (100) 1
Val/Val 1 0 0 0 0 0
a2 Fv 219 %8 (%)
Glu/Glu 726 (100) 129 (92.1) 146 (99.3) 134 (95) 16 (100) 13 (100)
Glu/Lys 0 11 (7.9 1 6 (4.3) 0 0
Lys/Lys 0 0 0 1 0 0
i (%)
A/ E—% 2R 247 (33.6) 105 (74.5) 103 (69.6) 49 (27.8) 8 (33.3) 6 (42.9)
HEFTHERRAIE 716 (97.4) 138 (97.9) 141 (95.3) 114 (64.8) 20 (83.3) 14 (100)
IINIHEAR 199 (27.1) 74 (52.5) 61 (41.2) 163 (92.6) 7 (29.2) 5 (35.7)
L 69 (9.4) 46 (32.6) 53 (35.8) 11 (6.2) 1 4 (28.6)
HER R 318 (43.3) 91 (64.5) 82 (55.4) 80 (45.5) 18 (75) 3 (21.4)
HEA S S 292 (39.7) 58 (41.1) 61 (41.2) 38 (21.6) 14 (58.3) 8 (57.1)
S 385 (52.4) 108 (76.6) 112 (75.7) 90 (51.1) 12 (50) 6 (42.9)
BT R (%)
PSD 49 (6.9) 110 (79.1) 104 (72.2) 20 (13) 1 0
HEEE ORI 432 (66.9) 87 (83.7) 77 (77) 62 (48.1) 4 (30.8) 11 (78.6)
BT R (%)
14-3-3 &1 523 (83) 92 (86) 92 (75.4) 23 (25) 1 6 (54.5)
RT-QuIC 18 (4) 64 (97) 57 (73.1) 6 (12.5) 0 3 (37.5)

CID: Z7uA Y7zt - ¥a7)F, GSS: Gerstmann-Striussler-Scheinker §§, FFI : BEEMEREERIRE, Met: A F4 =

v, Val: XY v, Glu: Zv& I Vg, Lys:

G R RIBEZ RSN L TR L 7.

Y ¥y, PSD : FIATERIATERCGE.
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x4 BERESIVAVRCBITZ 7V A VvEAEEBGFEROER

EHEOFM (%) N =1,304
V1801 735 (56.4)
P102L 176 (13.5)
M232R 148 (11.3)
E200K 141 (10.8)
P105L 24 (1.8)
AH 19 (1.5)
D178N 14 (1.1)
V1801 + M232R 7 (0.5)
OPR Insertion (120 bp) 6 (0.5)
V2031 4 (0.3)
OPR Insertion (96 bp) 3 (0.2)
R232R 3 (0.2)
V2101 3 (0.2)
Codon 178 (2 bp Deletion) 2 (0.2)
E196K 2 (0.2)
E200K + 24 bp Deletion 2 (0.2)
OPR Insertion (168 bp) 2 (0.2)
OPR Insertion (V) & — M $CRHH) 2 (0.2)
T188K 2 (0.2)
E200G 1

E200K + M232R 1

OPR Insertion (216 bp) 1

OPR Insertion (72 bp) 1

OPR insertion (120 bp) 1

R208H 1

V180I + 24 bp deletion 1

V1801 + S237F 1

TV V2D 269 270ins &5 1

OPR : Octapeptide Repeat Insertion, bp : base pair.
*24 bp Deletion I3fFMZER TR, WMAa%MTh 5,

(4) FIHNET L DREBROERIMS
FIRE T & DREEER (/100 T ALE) OEXMERS TIZ, 2021 F£D 2.6 25 b K& L, 2020
FED 2.5, 2014 FED 2.4, 2018 4F D 2.4, 2013 4FD 2.4 2%: 7= (K1),

11



=4 TV AFERDP LR EINS 7Y F VRO REEKIT 2021 £ THIMEIITH %
2. ZFNLBIZABICETLTw2 X IC/RA %, LAL, ChIZRRLTrLERESNS
ETICRBUEOHIMAZET 2720 TH Y, =4 7 v ZADOHFLITHE > T 2021 4ELARE D 3y
MLTL 3EFHEEING,

B1 FREEDT)AVROBRBERDOERMES

:

BEE(/100AAF)

{

(5) WEBIEED H % CJD o

INFE TR —_RA T Vv ATERINHEBMEDSH 5 CJID 3R 28T L BD 95
Blcd s, SROEELTEHIC 1PIEHRI AL, ChbD 95 FIloIErIc, LRTICY
—RA TV ATCID & LTEREI N, ZDHBOEHFEIC X 0 REERAEEE 23 HBH L 7= fEH]
b FIC L EFE RIS TR TG S h. % ORI 4 R L 7 RE R & 2
. BE, BEBHEEO S 5 CID 13 158 fIARERIC X > TR I N T 5,

TR % 2\ B IR & 7 o 7R HE D N, RMREES 28 70 B (44%). R As 27 4
(17%). RBRBMAE 2 10 61 (6%). BAMIED 8 1 (5%). #5203 8 il (5%). HiAs 7
{5l (4%). BHIEREDS 19 6] (12%). =M 7 61 (4%). &AEEH BLAEDS 1 61
(1%). IME# T Ad A D focus FRETFMIA 161 (1%) TH -7z,

BEREREAEIED & 5 CJD DRINED AT 2 BT 5 & FINE DS H - 72HIC, 1995 4£D
151, 1998 £ 126, 1997 4D 11 flchH -7 (R2), WERBAES S IR E TOHM O
WH1E 13.6 4F, B/MEIE 14, BAMEIX 38 ETH o7 (RI3),

12



TEREISAEIE D B 5 CJD IZHAE D FEFI2SENM CTHEHRINTEH Y, —x A4 7 v 2Dk s
WETH D, WL ZT 5 RE L 72 o 7R8I IS 23580 o, B2 % 2
TR\ 72, % K O BEH 1987 4 (HEF1 62 ) DRI/ A2 H LA IC Ml % 2\ 7= 3
DT, Bl SHIEBEED H 2 CJD Fk £ coIIZ Rt 2 @micd 2, WD
IR AS AR SR % 52 ) 72 B IC D Wi, [HAWEE O AMER vz 2 L 2V L <
W2 1993 4F CERK 5 4F) oSl (141) %ZBRE . WU DURT O RS 72 o 224558
B OB 72 0 2B LT /i, Z BRSO W REME 23 & 2 REFI S H 0 . HTE
bIHRINERTH 5, AEIEClL, BERSHEEDLA S 2217 o e BE. ZOHFICOWNT
FIRED» DRIEICHHT 2 L 5 KL T 5,

M2 MEEBHEEDD S CJD DFREDI

15
10
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T T T T T T T T T T
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CJD: Z7uA4vY 7zt - ¥aThE

X3 MERBHEFEDD 5 CJD OEEBSAED O FIR £ cOHIE D 91
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BIRZEN SREEX TOHB (F)

CID: 7oy 7=zt - ¥arh

4 f558

INFTTHERINTE /T —2ITMA, 2026 4E 2 HIChE I N2 —_4 7V REES
TR INBRZMZ 2R EZWE L7z, ChETOH—<1 7V 2BRELOMHEIT, K
HRDEDTUTDO Web 4 P TRFALTWS (Xv v r— FA[fE),

5 Web¥% 4 F® URL
(1) VA VIEDH =4 T v R EEPETIICEE 3 2 AT

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

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

(3) BIRBERERFHUIRERY: € v X —AREAAHN (T A Vi —<A4 5 v )
http://www.jichi.ac.jp/dph/inprogress/prion/
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