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Clinical features of sporadic
Creutzfeldt-Jakob disease

Laboratory and MRI findings of
sporadic Creutzfeldt-Jakob disease

Age at onset =80 <80 __pValue %gza‘ onset 280 <80 p Value
Patients 236 1567 Positive PSWCs (%) 91.1 91.7 NS
Male/Female 98/138 686/881 NS CSF
Pathologically confirmed cases (%) 34 (14.4) 269 (17.2) NS5 Positive 14-3-3 protein (%) 89,2 82.2 0.015
Age at onset, y, mean + SD (range) 83.1 + 2,8(80-91) 67.3 + 8.2(30-79) <0.0001 Pmi“wfa;nmteini;ﬂ 94.7 279 0.008

. . \ Cut off 1200 pg/mL

. Lk .

Disease duration, m, mean £ 5D (range) 4.4 + 4.6 (0-24) 6.2 + 9.8(0-168)  <0.0001 Positive RT-QUIC (%) %55 227 3
Symptom occurrence (%) MRI

Myoclonus 87.9 852 NS rlvperimen[s)i‘v't\i:lrs;n T2WI, FLAIR 95.1 96.6 NS

Dementia 99.6 99.2 NS images; or DW (%)

. PrP genotyping

Cerebellar signs 47.3 61.7 <0.0001 Codon 129 polymorphism MM 225 MM 1475 NS

Pyramidal signs 64.2 63.0 NS My 7 MV 47

Extrapyramidal signs 52.2 57.5 NS wo w8

Visual disturbance 52.3 53.5 NS Codon 219 pol ni e 228 BET =

Psychiatric symptoms 64.9 65.0 NS oron 210 poymorohsm o 2 X 5

Akinetic mutism 85.0 81.7 NS KK O KK 1

Age-specific incidence rate of
sporadic Creutzfeldt-Jakob disease

The distribution of subtype of
sporadic Creutzfeldt-Jakob disease
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o Age at onset =80 <80 p Value
e 25 A4
E Subtype, no. (%)
> S 2 MM1 24 (80) 140(64.2) 0.054
(]
§ ) MM1+2 3(10) 44 (20.2)
8 S L5 1 MM2C 2(6.7) 8(3.7)
S T MM2T 0 7(3.2)
= |
% a3 MV1 1(3.3) 0
o
£a . MV2 0 10 (4.6)
V2 0 2(0.9)
0 Others 0 7(3.2)
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Probable 2 1 1 4 56%
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Table 1. Distribution of the countries where the
patients with cerebral amyloid angiopathy-related
cerebral hemorrhage and Creutzfeldt-Jakob disease
with histories of neurosurgery or dura mater graft were
reported.

Country CAA-CH (D p
Japan 4 (16.7%) 69 (60.5%)

UK 7 (29.2%) 9 (7.9%)
Germany 2 (8.3%) 6 (5.3%)

Spain 0 (0%) 7 (6.1%)
Belgium 4 (16.7%) 1 (0.9%)
Austria 1(4.2%) 4 (3.5%)

Italy 2 (8.3%) 2 (1.8%)

France 2(83%) 1099 340
Australia 0 (0%) 3 (2.6%)
Switzerland 0 (0%) 2 (1.8%)
Netherland 0 (0%) 2 (1.8%)
Portugal 1(4.2%) 0 (0%)

Croatia 0 (0%) 1 (0.9%)
Do g 0% 1(0.9%

Korea 0 (0%) 1 (0.9%)
South Africa 0 (0%) 1 (0.9%)
Slovenia 1 (4.2%) 0 (0%)

CAA-CH: cerebral amyloid angiopathy-related
cerebral hemorrhage, CJD: Creutzfeldt-Jakob disease,
UK: the United Kingdom

Table 2. Comparison of the patients with cerebral amyloid angiopathy-related
cerebral hemorrhage and Creutzfeldt-Jakob disease with histories of
neurosurgery and dura mater graft.

\| 24 114
Sex, female 5 (20.8%) 50 (44.6%) 0.039
(%)

Age at the

onset 3| 37.46 £ 7.18 (27- 39.79 £ 11.38

diseases (y) 51) (15-68) 0.236
Age at the

surgeries 2.95 £ 4.13 (0- 28.14 £ 13.07 (1- < 0.001
) 17) 67)

Incubation 34.50 £+ 5.60 (25- 11.56 £ 7.21 (1-

period (y) 49) 30) < 0.001

CAA-CH: cerebral amyloid angiopathy-related cerebral hemorrhage, CJD:
Creutzfeldt-Jakob disease, N: number, y: years

Table 3. Comparison of medical conditions leading to neurosurgeries or dura mater
grafts between the patients with cerebral amyloid angiopathy-related cerebral
hemorrhage and Creutzfeldt-Jakob disease with histories of neurosurgery or dura mater
graft.

| CAA-CH [ ¢b | p |

LENKTOCTE - 3 (12.5%) 51 (45.1%)

13 (54.2%) 20 (17.7%)
Cerebrovascular 0 (0%) 12 (10.6%)
Arnold-Chiari 1 (4.3%) 9 (8.0%) <
malformation 0.001

Facial 0 (0%) 8 (7.1%)
spasm/trigeminal
neuralgia
4 (16.7%) 1 (0.9%)
a3 (12.5%) 12 (10.6%)

CAA-CH: cerebral amyloid angiopathy-related hemorrhage, CJD: Creutzfeldt-Jakob
disease

1. EEBEOCRABFREEZETLITVAVBIEARICEZZEDES(I60%EEZ LN, EREIE
s+ F T EEH I HCAARTE N H I fE 5 (L 3 E (29.2%) . BA(16.7%) . NILF—
(16.7%) EZDEF DA MICHERRBEERDT=,

2. TFEEBECKNRFHEEZE T HCAAREMR L MAF (E, BEBECRNRFHEEZFTT S
TVFURELLBRLT, BIEBB ORI FHEZ T -Fins &< BRAMLS R, 1=,

3. MEREFAECMSNELF WL H I BOMM H ML IR ECRA R FHEEETS
TVAURELBRL T, BIRBHE LR R F M ORREL TEEIMEDHEEA T, o1,
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DMBEETIA VRO Y —RASVREREFHICETLIRAERARMEARRR

EFH29FAANLCTTAE2AETOEM. KR, =ZFED
SRIZHBITATIVA VR —RASUOREER
MENEE: SHNERKFHENTE BE =

AESHHE 196/ SREFH 134PIRER
| ‘J %

= REEL w sCID = gCID = 7 A > imLLSL

sCID 86(IMER  SCIDFLIFEESR : 69.7 (£11.15)%% sCID i

 FEEH] W (3 (TEEEG 0 40 49 50 59 60-69 70-79 80 89 90-99 . i

o »

w

gCID 18fINER V180IZE FHIFEAEFin : V180IZE 154IMt=

: 79.54(6.27 )%
6
5

3 ’
3
2
- 1R
0

= V180! = M232R = E200K = P105L 51~60 61~70 71~80 81~90 m BtE wgiE

1. B 196G DREEKELHY . CD55, RHAFRLICEWLVTHREL-DIX13441,
AIERIZ. sCJD 8645, gCJD 1865, FUA B LA DIEEHI 305 TdHo71=.

2. sCJD 8647 (FES=M1800, (EIXFEEMA7H]., FEL \HI2161) D F ) RAEF#(X69.78% T\
B (3B 143941 (45.3%) . 14741 (54.7%) TH 1=,

3. gCJD 1845llLV180I1ZE £ 155, M232RZE R 15|, E200KZE R 145], GSS(P105LZER) 1451,
V180IZE R EEHI LT RIEERT9.5 (£6.27) THEIE3M., K126 TH-oT=,
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SHIBEETA VRO —_R(SUREBLFHICET IRERERH LR E
WM& IOV IIZBITETIVARY—RASARKIR

MRS IEE  KIRKXZRFPREEFRAER LAFH

2015F LI DERT OV 2IZE TS
TIVF U mY— R0 AR (HRFEKR)
& BRI IR (RHa60k)

250

200

150
100
50 39
16
0 |

FHE  EER O ML HE
2015 ELIEDEETOVIIZEITHS
TVFFE T —RAS KR (AEEH)

BEFEAT—AAIIAOEE (2214#)

MIEtECID EIEECID FEM HEHTH

2015 ELIEDRE TV IIZHEITS
T IBY—RAS AR GAEFEH)
ERRBEEREFAIR (2214)

I I 13
- B
EE wE

P =R M3l EE

2015FEELIEDERITOVIIZHEITS
TV R —RASOAKR GAEEFH)
BEHECIODOEZHAR

p102L M 2
M232R [ 4
E200K [N 3

V180! [ 1 5

1%]1£v1801 £ M232R @2 double mutation T# < 7=,

fiz

%II;

AR TOVITIR4690 D DREERELDHY ., SEELE
ERFRBYEMAEZECTEESRADEEINTEITOT-
fBR. 2021FIARFTOR R T2215MhoAEFERDME

§b§?§f FD *LT: o




BHIEETIVF VRO —RAL SR ERETFHICEHT SREARERARER
PTEmNE#BRICHFETIF /Y —RITUR
RAEE: BILAZRARNE LT
FRBHE: BILKERHENE RARE
FEBNE: BLRERAENE BAKE

TUF U HRBEOREMNSE (1999.4 ~2020. 9, n=340)

EBPECID 3% =6

P105L-GSS
2.0%

PN HECID
80%
n=290
n=364
20135510 ~20215E9 A @
0% MM L3I KB (n=142)
L5 304 (+1) E 541 (+1)
L 27450 (+5) EE 104 (+1)
sCJD Blem amee B 78101
S1E 54 ZHE 1845 (+3)
L& oBl+)  |BIE 4Bl(+2)
a4l (+1) =51 145 (+1)
gCJD (V180D | 201 [ EE 1 (+1)
B8 145
gcop M232R) | 781 |m o

BIGHECD 606D 558 (1999 4 ~ 2021.9)
P102L-GSS DI78N

E200k 6 0% 1. 5%

D178N-FFI g0y MACDT = s

1.5%

V2031
1.0%
others

3.5%

n= 12§+21

£ [EF19 (2009)
FEMEE (n=68)
20194108 ~202159R D
T F iR DR E M (R 5]
hEA 7o = it 77
LB R4 EER1H  ZEE3H
sCJD 1661 5 LU SR 5451 = R 14
SR 445 FNIR15
LSR5 ZRE 20
vigol 5l
5] L1 R 1451 = R 141
M232R 26  [EILR 24
P102L 145 B R 14

fig

sgﬂg

1. 2020510 A M 52021 FI A D1EMIZHREL -2 IEFL306I TH 1=, SBIMFECID1641, FEIRECIDSH,
EEIEH DB TH 1=, BIEHETVA U HRELTERE LI=FEHIE V180154, M232R2451, P102L165I TdH>T=,
EEEHIL., MEMEHEXR 1B, 7ILa—)LHERANE 16, BXKEELN15], SCA1714, FEEZIEIRFETIMN

BALMZBEEWESI N 261 TH o=,

2AFERETANEHR|/EENEL T, SHENSVISOHEG DEEAHoT=,

3 BRVEMARERAIC, SMRERREY ISV RAEER

[CIEFEICIREL. FEEMROT AR

DEFIEE LEBITH—ARAFURRERDFHICHESLTOELNEEZ TS,
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DHMBEETVERDY—ARAFUREBREFHICET SRAEAREARER

A - LA - @R R DO TIF IR —RASRKR

MRS BE  AMKFRE WTHt

Ry 1 TRISERE (2019-2021)

sCJD gCJD GSS BE - Z0fth

2

10 4 5 21

1 3 5

3

3 1

1 4

5 3 6

5 1 1 10

2 2 1

34 17 9 43

MEEEEBEFITIAfEDOLEE BIEETVAVEOECTFEE

M

51604l

R
‘E-g

20195E9 A MD2021FE4AFETIZAM - ILA - @R D 103H [ DLNTH—RASY
XEﬁOT:o

MEHECIDIZ 34, BEETIAVREIZOWTITEEECIDI 74

(V1801Z 5813/, M232RZE 23l octapeptide repeat insertion1f5l) ., GSS 941
(P102LZ294) THo1-,

ZEHRBOICIIERERNICEIMEELZH-ST . DVMITHENDEESE
RHBEIMM2cRALTEEZONBEFNEENT-,

143




SMIEET U UBOI—RA S VR EBETHICHT SBEARUARRE
TNA R —RASVATREL-RAERERE OB

MEHBNE -MBELRF BERZ

: cJ CDJB‘—/\‘SJZ 4000511C &5 17 S Btz R DA% S
enetic B
P S DIEARSE

M232R -
pe 12%
E200K [

nnnnn

PP

H

PSDH: IE4EE 7 PSD () #F PSD (
sporadic CJD (70%, 1637f1)
genetic CJD (24%, 441¢) [y
dural CJD (61% 23¢))
non CUD (11%, 94761) [y
total CJD+ non CJD (45% 3048%) s

1. WEHIE - Total CID(2101)= sCID(1637)+9CID(441)+dCID(23)
nonCJD(947)
2. PSDSERE :  sCJID(70%) =dCID(61%)>9CID(24%)>nonCID(11%)
E200K(74%) = M232R(70%)>P102L(11%)>V1801(4%)
3. PSDEZTEEECILPSDIEME LV BERICRRIZESESNIKBEEE
HEZOWMAICHSNDIEELRED o1,
4, RT - QUIC. 14-3-3. #5OEBDEGMEZRIL. PSDIEHEEEN
PSDEEMEF =B RICERE > =,
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