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[Abstract] Genetic-related cognitive disorders are characterized as diverse in type, inheritable
patterns, and complex mutations. Currently, there is a lack of systematic consensus on classification
and interpretation of gene variations for such disorders, as well as standardized genetic diagnostic
procedures. To standardize the application of genetic testing in diagnosing cognitive disorders, this
consensus focuses on aspects such as the selecting pathogenic gene detection methods,interpretation of
pathogenicity of mutation sites, and the relationship between genotype and phenotype for common
genetic related cognitive disorders. With reference to the consensus of international guidelines, current
research progress and domestic experts’ opinions, a genetic diagnostic procedure for hereditary
cognitive impairment related diseases in the Chinese population has been developed for clinical
application.
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SECEE H W AT T AERE R B AT o = Jefo (K 5 M8 AL R, A0 F & $5 % ( Huntington’s
W LRGAE , B st A% 058 R b 55 R 3k W AR disease, HD) | #ff £ EVV\I@@IWE(HEMOHM
IR, 38 A S A DN B AR R R 2 AL intranuclear inclusion disease, NIID) 4§ ;
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PR BR L 354555 o 0B e J5T T AR B F1 T J5 G g 4 7 G
o i B M 35t 1% PR I 3h K 9% (cerebral autosomal
recessive arteriopathy with subcortical infarcts and
leukoencephalopathy, CARASIL) %5 ; @ X-i% 81 . 1k
WAL AnEtE X £ G NE 55 s @ X-3% B Rk 352 14 90
Ny L% (Fabry disease) %5 ;5 (3) £ 3 K i A& 9% , U0
BT /R 7% i BR 9% (Alzheimer’s disease, AD) 555 (4) 28 L
PRIAL 5 AL 1A i L £ o 7L IR I AE 0 4% b A
% YE (mitochondrial encephalomyopathy with lactic
acidosis and stroke-like episodes, MELAS) %%, & {&
PR AR A [l DA 0 B B 5 1 DT R BE A [, G o e
LA | PP [R] 38t 1% 5 R 2RO A 35t 1% 5 22l st 1%
PR BT 850, T 22 Ak PR st A% T gt 4% R 45 PR R A
SLFER SRS,

DR AG 00 B2 R A 48 — AR I JF (SUFR Sanger il
P AR e R 4 5 1] 0 | 4 A S 26 I A
SRR =AY CURRC LRI ) 2 E
B EN P 1 R (multiplex ligation-dependent
probe amplification, MLPA) #l # & 5| ¥ B &l 4%
R (repeat-primed polymerase chain reaction,
RP-PCR)ZF B[R 28 A5 (1) 28 A 40 5 20 4% 41 iR 22
SN Bl ABUR G R AE (1~50 bp) (BT YIS AR |
5 DUBOAR S | H K i AT 2 A8 R e £ A SR Y LR
[ S 2R B i 95 i AR 1 G488 1) 0 i R o AR 2 A
VERESE PRSI 7 v A A 22 5, DL 1. R RTAG )
AL B T35t 1% R DG TN I 05 52 0 R8I RS T2
W T L T S il A P 245 3 45 RO Ok 10 B PR YR 7 4R 1
85, SR, BT O A e I R SR A A A, H
FEAE A 5 BTk i 2 366 R G I B R Y 22 4k L A
S 45 R AR A — BOSE i OR B 2R TE A
T 5 ik [RL 12 IR 9 1l PR S5 B TP AT A e i 22 IR 2

AL [ 2 AR R A o S A R R A 4 2 AR

K A 2L 31 B NBL B BB R PR
F A B A3 B 1200 TAE R I K & RS
PR 3 A B 8 S i BB g 70 2 R AT e PR R L
o i[RI RE 3R, I 6] 98 5 0 114 35t A% 2 Rp I B2 113 A 7 7Y
fEfE L. 5 A BE g X PubMed, Web of
Science.,Cochrane Library 292 SCHUE J&E L K
R 7 7 BE A b R IR A SOBRCHE R A b S
B PR T AT RS 20X A G SCHR 2 48 43 A 9 SO R
At 5 B 3R] S “ cognitive impairment” “dementia”

“genetics” “genetic diagnosis” “genetic testing”

“ genetic  therapy ” “ Alzheimer’s disease ”
“  Frontotemporal lobar degeneration ”
“ Frontotemporal dementia” * Prion disease ”

“Creutzfeldt-Jakob disease” “Huntington disease”

“ Neuronal intranuclear inclusion disease ”
“Vascular cognitive impairment” %5 ; 7 L R 1Y
S A A BB 2 I A
iy 5 DRG0 7 5 BT 3 o 7 BT 7K o T SRR < 0
P 28 A 7 R8T 9 2 P 2 e - R T A
T 7 o 28 70 % PN A TR A 7 < L A DA R I
S o SR AN A AL 3 B o B AL O RRAIE Y (AR BE AL
WL ZE MBI 5T Ll R 19 58 BA B BF 5 25 26 4017 L1200
Fo R T RALHAE SRR R kR H S 2024 4F 7
H 31 H o AIVURAILUB & B0E . T 2024 4F
7B AR — O R SR E L KA W B R
1E 2024 48 9 B LA L, 485 L A N %
ML FHEE s BJGTE 2024 4F 11 AT R S 4Rl
IR 2RR S ZR ST RE @S, AIHH
TR G3 BIT DA R A 56 g 6 PR - A 5 e e 110
it b B Y e R DA R A 5 o s PR 12 T SR W 1) 4
R B R B AR B R RS AR R s
& 2B AR I R B2 2R FLAE W45 B 0 Bt N AT

] DRI R RT B 5 DR 588 2 A R AG )y vk 2 441

RAEHY Koy ik

%l

BLAY T R S S — I B O WES WGS
AN BUB A BB R A — AR R Y WES\WGS

PRI —ARM)F B Y WES.WGS

P DB 5 MLPA, =0 5

R A AR — R ¥ . RP-PCR+ B 40 45 1K
=Ry

DUkt ¥Ry JFISH.CMA

APP .PSEN1 il PSEN2 4 X R S AD

PSENT1 £ F/N 7 Bl 2k 58 48 3 80 AD

GRN HMIMAPT 3§ Y07 pi 8728 38 FTLD

APP BN EHRZEFH AD

HTT i CAG $"3# %3 HD.C9ORF72 i GGGGCC ¥ 1 35 FTLD.
NOTCH2NLC 1y CCG ¥ ' 5( NIID

15 Y A ARE A 50 TR FE IRER BT

T WES, 248 8 T 417 s WGS, 2 3L 41T s AD. BT /R 2% 06 BR% s FTLD, B0 A8 P s MLPA , £ 8 % S 3 41 P73 3R s RP-PCR,

551 W A T X 5 HD 2 SR 0 s NTID , 1 28 0 A% 14 4 186 14055
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(—)AD

AD J2 J5 R UL R R 2SR L o T A R Y
60 % ~80% . IIfi K & BL LA S iCAZ e i g L PR A
B S ] AT T BE R A DL RORS B AT R E R A
o H R AETSA TARRE Y. AR AR IR AN T
AD #] 5 B % P AD (early-onset AD, EOAD)
(KRIREW <65 %) Mg & T AD(late-onset AD,
LOAD) (EMRAEIE =65 %), 2011 A€ EHER &
5T BT F B JR 9% 16 R % B2 (National Institute
of Aging and the Alzheimer’s Association, NIA-
AN E R AD 12 Wibs 1 b 46 1 1 3 PR I AT fE
MR AD WEEFRZ 1,

WYL R B PR % £ AD (autosomal dominant
AD.ADAD) Z LT EOAD. & 9% 4F #& 43 15 7E 40~
60 %, VLAY B 3 B2 R 1 (presenilin 1,
PSEN1)E K (MIM:104311) .2 # & 2(presenilin
2,PSEN2) 3 A (MIM. 600759) HI¥E ¥ £ i 74 &
H (amyloid precursor protein, APP) % K (MIM
104760) , 3 A~ FHE PR By o 5 7] BE BUWR 2848 i 1 £
K 300 A, ZEAE R AL HR A L RAR A /B %8
TMEH RS, SmERER AT, Y 13571
EOAD & # APP .PSEN1 fil PSEN2 3t A
Fom R R AT P E R 4 15% 1
EOAD % # # 4 | 2 N 8o & &Y. Hd,
PSEN1 3EH %48 5 75% ~80% . APP R 278 5
15%~20% ., 1 PSEN2 J&H 578 5 LA R 5%,
PSEN1 BURRAZE FEMGIE 4~8 5 11~12 %5
SNETF L APP BURRA B AE 16 F1 17 5488
T, PSEN2 BURRAE LM 5 M7 5408 F.
89201 PSENT 2878 JJy 0% 28 748 A LL Z F . AUH
ATY%H) APP 75 H 21 % B9 PSEN2 275 Jy 80U %
ASLOT PR, % T APP FIl PSEN2 3 % ¥ 51748 5
A O PR B A T R

#iir PSEN 1 3 K 80U 28 78 (1 (8 3 & 90 4 ik
R SERUR AR AE 25~65 %, E R AR AE IR
AE 325 L AR DA i DR 7 1) S 2 A % A S AR
FR AR . APP JEHRBUR RS 75% K
SR BEAi A LR A LT SR e A s
25 %0 R ¥ LB S, Ah i ARG . FL & 9 41 i 5
JEK(34~65 %), APP JE N B0 % 78 #54F #% F
PIRIFIEAE 40~60 %, 4 K 288 H DL LA
WRZEAE o EE R AR A IR 32 A LR

25 FUR M & AR 460 . PSEN 2 H: R 80 28 748 f /b
WL LG AR HEHE S 3 R AR IR FE 40~70 B0,
PSEN1 JE R 98 A5 4547 35 ] A8 Lt 34T o028 L o
& AT AT T R R A R VLR 2R R T & A SRR R
PH R R M O L IR A AR 2% A L UL R ) B AR AR
PSEN2 $EPH 5848 35 47 3 0T A 2% FH O M & AR 1A
SNFAEIR S S APP 5878 1 ] 3 B A iR B R B I
B G i S TR — 3 DROR [ 2R AR A Y
AR B B S L& 2, TS AD 5
%3 iF A% P (frontotemporal lobar degeneration,
FTLD) kLAY, 5 38 5o 5 A I HE B 4an MAPT |
GRN. VCP, CY90RF72. SQSTMI1. TARDBP .
CSF1R \NOTCH 3 4 3[R 541 |

APOE 28Ut AD fr 8 2 a9 XU 6, A
BT APOEe3/e3 #47 # , #77 APOEe3/e4 i/
3~4 5 AD H% KUK, #EHT APOEe4/e4 B0 8~
12 1% B KU s APOE e4 2 % J3 A 40 i 1 1
i AD S AR fE R K s 1T APOE <2 Al [#{X AD
BRI . fe i B ST 4R th APOEed/ed N 85 IA 22
i AD B 4 DEURSER . APOEed/ed JLT-H 2
BALME AD 1 =K EZRE . BV T 58 4 9 599 4
R (85 % I A] 3k 60 %4 %, B3k 3 o 7R g8t
5 W BE 2RO AT T R 9 AT % (20 HE 65. 6 % B T
G AD RO Fps B AR bR A 0 T S
AL LT i APOEe4/ed #5745 Z # H 3L AD #f
RO AN B R AN RGBSR
(amyloid-related imaging abnormalities, ARIA) {E
N AR BB YNIRIT B WA R R . H R A L
il AT RE SR AR BRI B A SR A Y AR Y [ B
g A REZ A TR, HERAEMFEAERHNEZ —
3 APOEe4 #3750, APOE ¢4 4 45 #5345 # 9 4
AR BT AR, kA ARIA I KU B 44 &
AT O R I TR AR BB 2
fdfi Wi 5E B APOE 5 PR RUAS I, 5 7™ 4 W 0] )
2R T HE B RS ARIA S50 B 0,

bk APOE J:[H4N, B F 80 431~ AD JRURS 3 K %
P AR R A B AT 43 o e KU L XU A
A HE . APOEed/ed S BHETZA N AD ME— 5
AU & A, o XU 5 K42 4% APOEe3/e4 . APOE<2/
el Fl TREM2RATH 45, % XU 2% K 4 45 ACE .,
BIN1.PLCG2 1 CD33 5§, 4 K& 43 XU 2 PA Xt
AD &9 KU 1 5Tk B2 A B S 1 R R R AR
B AT AR R, B DR ARG I ok T 6 R ARG ) v % B A
AD v AR RS 56 PR AT 51 A8 S 1 fige 1 D 1R
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R 2 FAD AN AR IR 5 2 A8 ) 56 R

i PR 2% 2

Rk PSEN1:E120D,Y159C.H163R.H163Y.L166R.S170P.E184D.G209V .L226F M233T,L235R.A246E.L250S,A260V
L262F .P2641L R2781.E280A 1.282R \R377W . 1.392V | A431E,A434C . L435F

PSEN2:N1411,Y231C
RS

PSEN1:F105L,L113P,L113Q.L113_T114insT,Y115C, Y115H ,P117L,P117R,P117S,E120D,E120G, N135S, M1391,

M139V . 1143T., M1461, M146L, H163P, H163R, H163Y, L166R. I1168dup. S169L, S169P, S170F, L173W, F175del,
F177L.F177S,E184D,G206D, G206V, G209V, 1213T, Q222H, L232P, M233T,M233V, L235P,F2371, A246E, 250V,
Y256N,A260V, P264L, P267S, R269G, R269H ., E280A, E280G, L282R. 1282V, 1282V, S290 _ S319delinsC, R377W

F386S.1.392V.C410Y,L420R,L424P ,A431E,A434C

PSENZ2:N1411,M239V M2391

APP: K670 _ M671delinsNL, A692G., E693G, D694N, T714A, T7141. V715M, I716F, V717F, V717G, V7171,

V717L .duplication
WL

PSEN1:L113P.L113_I114insT.Y115H,Y115C.P117R.P117S.M139V . 1143T.1143V . M146L . M1461,M146V ,L153V

H163R.H163Y,H163P,S169P,S169L.1L174M,E184D,1202F, G206V, G209V, Q222H, L235P,F237L,F2371, L250V,
L250S.A260V.P264L ,R269H.R269G.L271V,V272A R2781.E280A,.E280G.1L.282V L282R.L286V L1392V .G394V

C410Y,A434C

APP :K670_M671delinsNL,A673V.A692G.E693G.T7141, V717G, V7171, V717L . T719N

WA AR LR S
JILSK Ty i

PSEN1:C92S.A79V.L113P.Y115H.P117R,E120D,E120K,S132A M139V,M1461,M146L.,M146V,H163P,H163R
L166R.1168del ,S170F, S170P, L173F, E184D,1202F , 1213F, H214Y, G217D, L226F, M233L., M233T, M233V, Y256S,

C263W.V272A,R2781, E280A, E280G, L282R, F283L, P284L, L286V, L286P, S290 _ S319delinsC. R352dup. L3811V,
Y389H,V391G.L392V L420R,A431E,A434T ,L435F, T440del

PSEN2:M239V
Pa%E B

PSEN1:183_M84del, M84V, L85P, L113 _T114insT, Y115H, E120K, N135S, M139V, M1461, Y154N, Y156delinsFIY,

L166P.L166R.1168del(TTAdel) \E184D.G217D.Q223R.F2371.V261F,V261L.P264L.P264V.G266S,L.271V R278K,
R278S.R278T.R2781.E280G.E280Q.P284L,P284S.L286R.S290_S319delinsC, T291P,L.381V,F388S,.G394V,N405S,

L424R\P436Q

PSSl
E280G.,L282V,S290C.G378E,L381F.P436Q
APP :E693del . 1716F ., V7171

PSEN1:Y115C.P117A E120K N135S.M139V ,1143T,H163P,1L166P,S169L.S170F,F177S,M233V,Y256S.E280A

T - FAD, G5 1 ] R 5 65 3R

HELEHBREE.EX AD REHH%IE
RFREW AD BE NBHTERG,

##E 2:PSEN1 REZ ADAD EEE R E;
tF APP .PSEN2 ER#HEZF I TR B HMHEH
HEEE,.BWHE—TERREFESBRIIEE
IiE o

HHE 3:IGKIZH W ADAD 28 K %
PSEN1.PSEN2 71 APP & FE R T i, i il i3t —
FEHMHMETHRECBRER,

HFF 4:APOE EEEKNTHFEELAME
BEEXNKESE, MNERE AD BT HIXK ;AP £
MEHGYBITETH APOE EEE &, &
&4 ARIA BIRBE

() R A

LTI A
degeneration, FTLD) J& — 21 VA 47 MRS A7 5+

¢ &

( frontotemporal lobar

B IUAT D) BE B A AN 5 0 S SRR ) R
1B KA TE 40~80 %, J& L R Mg R 1 5 2
O EPERS PESI R 55 3 AL . FTLD A4 3
il 3 0 im R AL, RO AT Oy AR S AR R R
(behavioral variant of frontotemporal dementia,
bvFTD) i 47 M JE 3 A #2535 (progressive non-
fluent aphasia, PNFA) J& 1 X P #i & (semantic
dementia,SD) , H: i PNFA A1 SD #] I 4 J§it %
AT P 2 15 (primary progressive aphasia, PPA);
AN, FTLD % 5 L 22 45 0] % ## fk Camyotrophic
lateral sclerosis, ALS). JZ Ft & JE 77 &
(corticobasal degeneration, CBD) fl1 347 1 #% | 1
FRJE (progressive supranuclear palsy, PSP) %8 ¥ i
&Y.

L R AE FTLD 599 B K & L) o
TAEM 29 30 A FTLD BAT &5 s, T Bt A0
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M YR BB, 245 B A 10 &4 FTLD
I ,CIORF72 MAPT FIGRN =2 UL
Hom RN, H M TBK1,VCP,CHMP2B,
FUS.SQSTM1.TARDBP .CHCHD10.TIA1 #i
CCNF $:H %, CIORF72 3K (MIM:614260) fif
FFTLD % 551 FTLD f9 20 % ~30% %, 9k
Hify X 55 1488 TN GGGGCC ABHTFMRELE Y
JEZEAE R T 30 WG, A7 o R N R s AR
FTLD-ALS # 25%, #t k& #£ FTLD-ALS ¥
62617 I R G AR 1 N N TE 4R T /1 3
i E FTLD KBS #5988 COORF 72 3l 45 58 4%
N FTLD f% % W 80 2 K 2 48, 5.2%7Y,
MAPT 5K (MIM:157140) i 8t FTLD % /5 i {%
P FTLD B 5% ~20%"* . H A & 4 38 2O 8 7]
REEOR R AL 1K 50 AP, MAPT 3 X 4 i 1305 4%
Htau EH L, KEBRZEN T 9~13 S5+, A
A7 F g A 45 A XL IR tau B 5B M
AR R RE I il g S DX B0 28 AR B R AR A
10 SANE F R VI R4, SEORNF WY tau 5 A
Fefil 25 #5771, GRN 2 [H (MIM: 607485) it £k
FTLD 4y /5 £ FTLD #9 5% ~25%"* , H #i
T & BB 0T B BUR K A8 3k 81 Ffl, GRN kA
24 i J5UR BT A 2B 1 (progranulin, PGRND , ok 2§t %
AR MRS Y P2 A JC L REAEE, G580 PGRN ) i i
Ko B AR D RE AN L O™ . FTLD H 030w
DR 5116 R TR L B2 A%~ R B2 1) 56 2R 45 L 3% 3,

HoAb == WA B R 9828 in CHCHD10, TBK 1 %575
E AR FTLD & A D B (8 A 132K 20 45
D 18 5 R 5 A48 BU P I 5 1

FTLD H i % ¥ &2 3 /9 & bvETD, H kK &
FTD-ALS.PPA Fl FTD-PD # #" | H R A i R
FH 5B HE R 52 A8 A 05 2 (R A7 7R SR B WL 4,
I PR b B UL B byFTD 37 AL AT L F 22 4> S0 %
A8 Ho e # W MAPT F1 GRN , ] I
F CY9ORF72., CHCHD10, TBK1. VCP,
CHMP2B.OPTN ,UBQLN2,CYLD fi TIA1;
PPA & Jo W & i 5 1 R B il ) ; FTLD-ALS . %
' CIORF72 B & KA Ml TBK1 % & 8% W;
FTLD-PD W &) v 35 8 55 OC i MAPT 578, /] 7
5 17 5 G 0 PR AH K A B g R L 4 AR LR A
fE, H %, GRN #l C9ORF72 %8 78 s o] & 3
FTLD-CBD ##,

HES-EEHBRKEEMN FILD EE5HEEFE
E 4,

T 6: 8L bvyFTD B E E & X iF MAPT,
GRN #1 C9ORF72; 8l & 1 FID-ALS BEE =2 X
£ C9ORF72 #1 TBK1; 8%t FTD-PDS 2EE =
KiE MAPT #1 GRN ; {(R#EFEH R RIKEH PPA
EEHTERGE,

HHE7:FILD EENSENRRETHRER
RE,Z“KRNFLEEL A, Ni#id RP-PCR 5
B C9ORF72 EE R EH M,

£ 3 FTLD % WEBUR K 51 R FEH AR FMRREH%2C R
B0 A It R 3 2 AR AE o5 LA AE
C90RF72

RRAEWE 27~83 % I 58 & o LAY LAHE AU TR I 2R AR L R RN S B A il 9 2 ST M/
H

J& bvETD Hl FTD-ALS. #B4r BB #F WAl P 2 Rl 5 /M i) 2 B & H . COORF72 S T 41 it 1 TDP-43 42 3 {4
WA 4 BR L5 A TE R KL VR LA g e B B/ I A 2 AR BEAI 34 I 25 45 38 GRN AR #5417 3 T Ui

fiF 45 RIRFR B MAPT %8 748 #5407 3 Wint 52 B
i A
MAPT RIRAEME 45~65 % -1 50 %, beFTD 5 MERG X MU 45 DX 0 A 380 ik ok BRb 28 40 . i o4 4ok 428 o0 0/ 308 0 400 L K &
UL LABEAD ] R AT AR S AE 2 U G X SR R R AMUTET . 10 B4 B F S AELOIRFERY tau R DU
JOWRE PNFA GG B ] & IR0 & 2R 20 5T V)40 45 58 A8 5 B % o Ml
LEAAE
GRN BIRAENWE 45~73 %, P 58 %, W B0 B A T B TR X R MR FE AL R R 5 TDP R EAR DG BOA N 2 3L

bvFTD.PNFA Fl FTD-CBS, %y 25% B % EEHCI, #5028, B Ik MAPT 3t TDP fg 828 (55 — R %
P4 T8 23 B A AU 5 B AR R e 1090 ~ R AR S o 0 B B TR M S

30 %6 SR LU WA 2 O R A E R, 5 5
B AD X455

W FTLD, S8 A8 M s byFETD, 47 b 48 5 00 %5 351 - 71 % 5 FTD-ALS, 0080 M 56 28 - UL 25 45 M 2% BF 6 AE s PNFA, gk 47 v 3k 3 A 0 2k 0

FTD-CBS, i M- 5 4 - 1 B3 8 35 Z2 51
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R4 FTLD I KL 5 AR 3 R 5 A48 037 5 Y 5K &R

i PR 3 2 HE N e A

bvFTD  MAPT :1VS9-15,K257T ,K280del ,P301L,S3055,83051,IVS10+3,1VS10+4,1VS10+16 . 1VS10+19,1L.315A, S320F, S356 T,
K3691.E372G .G389R . P397S . R406W N410H
GRN ; P439fs, P50fs, P50fs, V473fs, P451L, W2X, V200G{sX18, VI2IT{sX35, RI10X, C253X, A4l2fsXI, C314X, W7R,
Al55Tfsx56,L2711sX10, A412{sXT,GI30SfsX125,PI27R{sX2,C314X,CI57K{sX97,Q300E . D250E, V5001, P451L
CYORFT72(G,C) EEY 548
CHCHD10:S59L. Q41X . H22Y . P23S.A32D. V57E
TBK1:T457fs.Q2X.K30_E76del .[K30_E76del . R117X.G272_T331del . W445X . E643del .1.688fs . E703X . E706fs
VCP :R93C.T127A . R155C M158 T R159S.R159H ., T262S.D395G .R159C
CHMP2B:D148Y.,GI65X.S1941.S187N  K130R \M78V{s2
OPTN :K360Vfs * 18 K328E 11
UBQLN2:P5008
CYLD :R397S

TIA1:P362L
PNFA GRN :W2X.G35Efs * 19, T462{s.Gl17 Vs * 138,Y294X.G401X,C366{sXI

TBK1:Y325Lfs * 4 . K29{s . T156fs R117X,T156{s ,N254fs.G272_T331del \W445X,L654fs.L.683X . E703X
MAPT :G55R.E342V,V3631.G389R
OPTN :c. 1242+1G>A K328E * 11

TIA1:A381T
SD GRN :c. 560del T\ T462fs.L187{s.G498{sXll.p. G401X

TBK1:T457fs . T462fs.c. 359-1G>>A.1VS18+1_+ 2dup. Q655X
MAPT :R5H.P301L
CHCHD10.P23L
VCP :R155C M158V ,N401S,P188T
TARDBP ;1383V
QSTM1:E362K
DCTN1:R292H
TIA1:M3341,P362L
FTD-PD MAPT :N279K. L284R. S285R., N296N, N296del, P301L, P301S. P301T, G303V, S305S, IVS10 + 3, IVS10 + 16, L315A,
G389R.N410H
GRN :1VS7T+1G>A IVS7T+ 1G> A, T4871,G498(sXIl
CYORFT72(G,C,) BHE Y 1 5718
TBK1:K29fs, T156fs, W445X,Y482X ,E643del \E703X
TARDBP ;K1761
OPTN :K328E * 11
FTD-ALS CY9ORF72(G,C,) & ¥ i 5e7p
TBK 1:E653(s,L688RI(s * 14, K29fs, K30_E76del, T79del, R117X, T156fs, N254{s, G272 _T331del, R440X, T462fs, E643del,
1VS18+1_+2dup.L654fs, Q655X . N681X,E703X
GRN :C139R
CHCHD10:P34S
FUS :G231del
TARDBP ; A382T
UBQLN 2:P500S.P506S
CCNF : V167M,S621G
SIGMAR1 :c. 672 % 51G>T
OPTN :K360Vfs * 18, E516Q.L430Rfs * 16
CYLD :M719V
 : FTLD, B8 25 M s bvETD, A7 2 245 53 8 450380 - 4 5% s PNF A #EA7 M = 3 R 2% 0 5 SD, i USRI s FTD-PD ., 451 85 - 4 -1 4 %
97 s FTD-ALS, 4081 i 93 2 - L2 46 0 2 RE AL A
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(=D B

Wi 195 (prion disease) , 5 — Fr A F g 4y 2t
BB & R AR, R &N E A
(PrPsc) 5 350K o B850 Ar v 3045 32 225 3 R
R 3% 2 ik £H 4 A R AR PR S 5T 4 B 3 A ) PrPsc
e 2 R GRS . AN R A
5 TE-TESE (Creutzfeldt-Jakob disease, CJD) . #% &t
¥ & 28 & fF ( Gerstmann-Straussler-Scheinker
syndrome, GSS) ., £ #E Pt K % M & IR fE (fatal
familial insomnia, FFD) Fl 7 & 55 45 Horp, iy
PRNP PR 248 T B0 st A% P oo 85 100 3 466 A T
P£ CJD(family CJD.ICJD) .GSS Fl FFI, & % 4 (0
TR AL . CTD 2 e 25 119 v e i DL i) 0 2
W, A5 5 & P CID (sporadic CJD, sCJD) . fCJD
MEEJENE CID,sCID J2& e WY 2R AL, F8Im K%
B bl A SR g R UL I 2R AL G Y 5 GSS
F=FE RN AL R R DA N A FRT 32 225 i
A P M RS e 1 T 9 3 e 2 Th BB R0

PRNP 3K (MIM: 176640) 58 748 25 4 40, 45 4
X %8 48 | Pro-His-Gly-Gly-Gly-Trp-Gly-Gln J\ ik
B & ¥ 5 46 A (octa-peptide repeat insertion,
OPRI) F it 2% (octa-peptide repeat deletion,
OPRD) 28 48 % , 525 Yo (K 8 MRt 4% . H A & i
60 A Fh BU P 28 AE Ko 2 F 52 i I R 2 81 0L £
B EY, E200K A8 B W LAY PRNP 80%
AR, B R R A IS B R R R P i e
PR LN P R R O ORS R AT R S LR ZE
HEUR TR SZ A0 AT A 0 4 FRAERE AR LK 97 B A5 | B
MR BE A5 45 s D178N €78 B M Im IR LA 5 129 i
AR IERRF AR 0 D178N-129V % §% {C]D,
i D178N-129M # £ 3 & FFI" ; P102L & GSS
i w0 Y O 98 A8 A L R T O R R e
V180T, T183A ZE75 fyilfe PR 7 B AU FE B 28 5 sCID
AHLY S E200K il T18SK i [ Y {CTD H # WL Y 28
AR(7 55 s PRNP LR TE 51~91 {7 & 3R F 5 &
4 2~12 4~ OPRI 5 2 4~ OPRD . A §5( fCJD,
GSS ZE59 o LA PR DA R0 B A5 /0 i 4 e 5% 2R 8
S PR SR SZ 450 FN A AR A1 R IR O 32 B AR AT X R AR IR
R B HD &AL bR KT & R 4 A TE
(Huntington disease-like syndrome 1, HDL1) % 2%
FLIR 2 129 MM e (R R $8 17 25 % 0 4T I 4
i 120VV $E7485 2 WA X4 e 5129 1 2 3 12 57
XF sCID B8 R AV 20, sCID #5717 129MM (1
FH R I R PR R N B A L i R 120VV B

129MV Ji R 1Y 1) £ 35 W) 2 B0 Sy 2 1% 30 JR 1) 1A A0 e
AL B AR,

HES:EREEMEAREEEZNENRA
Sanger S #L[E M F i & PRNP EE, THE A I
REN#E—FRXAERX PCR £FF L OPRI 5
OPRD X%,

HEFF 9:129 {7 & E B L 48 T T B B 1 BT R
BRWE,

(D) = 155

F2E1%E (Huntington disease, HD) & — P
G o 4 o P 5t AL A 22 B AT VRS L MR & 4F I8 7T
I3 R DAERL(<K20 ) AR R (21 ~59 %) Al
ERI(=60 &), BLAE IR A0 55 5 B A 0 bR LA %0
B0 FIORS A AT Sy S8 30 0 A 3 L U0 B O R R IR A
B, T R B LK ) B A A 4 ARFE R B R R
PHAE T 4 BB O B A AT BT s Bl R A L
BRI PAT SRR B BE R AT O S R
SHANAS 5 WA R, R BERAE TR AT R iR
R L B

HD i T 4 S§ 6k HTT EH 1 545t
BFWN CAG =BT R E & P 5 5 %51 s,
CAG HE B IEH A <<26; CAG HE K
27~ 35 W, AN K AEAL 38 45 1 AU CAG &
HRBATY AT BE &K s CAG R IREH
36~39 I, A58 A, oy #E A FH 2 KW CAG
HEEWE =40 B, 6 R 78 240 0, #5 H B Sk
WL AR R R A Ik AT AR . HD
BH CAG B WRBGE % Hid 36 k. BT CAG
FEEARMRAL LA T B ol By 8, K
HD R & WAEAE L R 4, W A8 R R & W
AR B AT R R A E Y|

I PR 812 HD,H HTT FDIRI g B ) A 2
FROMZE HD KA B, 55 #F — 2 5 HDL1, HDL2,
CYORF72-FTLD 4 %% #E 47 % 51, HDL1 k%
AW RT HD, N 20~45 %, 5 PRNP 3N %M
X%, Hirh N PRNP 4 CDS F3)4 A 192 METF R
SE 8-OPRI e M WY s HDL2 i JPH3 %K
) CTG EEY R4 FH B P 1T 39 il
2 W HDL2"" ; COORF72-FTLD I J& 5 5 1 & 3%
WoaRATS HD mEEE,. 55 HDIRVE. H
CIORF 72 57526 HD A8 3 H i 4 18 B T
CIORF72 7M1 5 FTLD, Hypfe i B/ 31 ALS
FHOG SE MR, T DA T B RS RE IR 0B 58 M. b Ab,
C9ORF 72 575 (1) HD & 8 Hp H 30 45 15 A i bR AL
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5K T BERT B R R R AR I R

HERE 10 GKMEL HD B EHERAERE
HikiEE HTT EE CACGEEY BRT ; LM
AWM, EF—F 7 E HDL X E E .CIORF72 &
B . E£FKARXERS,

(FL)NIID

NIID J2& —Ff 2 UL A% DL i A il pf 42 R 58 N
I 565 2458 B P9 g T M 3 B 6 TR R T B AR AR 1) A
- RIS A R4 TSR Y R B A
2019 4, B N3 R R 19 NOTCH2NLC
B 5w GGC S HET W 5z WA, YEE
P ¥ > 66 W B A 2 Wi NOTCH2NLC # X%
NID™, & B 95% Li b B NID B # N
NOTCH2NLC % GGC E & ¥4 5 48 T 2. I IR
b H SR RP-PCR A (0038 58 45 B 4% =X 0 (gas
chromatogra phy-polym erase chain reaction, GC-PCR)
RaRE ORI

NIID i R R EA = B R k. R T
Sz i IR K 3 I R 2 PR, AT 43 Sk AN R A L dz B R
i LT 3 K A M RE IR 4 b S 789, HE v A e i A
AIAE NIID w5 ik 38. 1%, ELIA KBS 68 AR 7T 78
49. 4% ~78. 5 B F T BT, NIID 8 LA
Bz 2N PR RE AR T Sy B2 B L T ) B AT
e Z 0 B T ie 12 SR, W EE R,
NIID £ 0l B & AR M B R R g 25 rp i R AE I
RBE R AR KA PERE R, B AT B
2o MR 0 T B 5806 I ) R B A O MK R FL 4R
AN CREBR /ST PEAR L A L 2 5 R ek R b i B
TAH B A R0 3 2 e IS RE R 25 5 Bk 22 s R
iRz AD.FTLD 5 VD %' NIID #45%
R2FHFHE Ry DWT J 658 A X G HFAES 4, 38 40
IRy b R M TR AR L LT O R A R Sk
it MRI £ 1E %, #ad 90% i NOTCH2NLC
ik DR 5 AR f 25 JUL VL T8I R £ mT Ok B &2 kR L R 2
A, Horh 5096 o0 W I PR AR AR B B AR R S
K] & p62(+) 32 B (H) ik, s T N
IS 25 ) P T 24 A0 ) I (L O £ 3o R R T o B 7
PE X M G RE B/ 3L 5 O A &5 A IE (FXTAS) %
W, W EE B MEE R & B NOTCH 2NLC HE R %
A E, R — 2S¢ 3% FMR1 K K W HE B
FXTAS,

EFNGDAANESEHRZEEER.BERE
FERF/BIEFERE, EDWI ERERERES
EERAVPEERARFET BN EBEER

0 Rk iE R , [F B 5k A RP-PCR 3 GC-PCR #; il
NOTCH2NLC £H GGC EE ¥ X #,

(X)) 35t 4% AH 5C 14 1L P A R B 4

M & M N 0 FE 5 (vascular cognitive
impairment, VCI) & 48§ H Fili I 45 995 A 1 | A &R
BN ) REFR AT . £ 45 DA B DA 0 I i ) g
AR R, Hoh, AL AR SCRY VICT i i B Jk
PO 228 8 WRRANTF

L. P B BT AR FE K 5T i s #6014 2 1
i % 1 G 3 K % (cerebral autosomal dominant
arteriopathy  with
leukoencephalopathy, CADASIL) : & & W, 1) B4 3
PRI 3EE A% fii /0N 1046 o 52 g O R W M st A L L B0
B NOTCH3 Z:F (MIM: 600276) , Mt 5 Il
PR B i Sk i » B2 52/ 25 e TR 0 B I B e
57 12 S 1 DA R0 R G, 2 DL RE R AL 4 R 1 AR
CADASIL Bk H B A8 5 U5 A0 4 25
% ZIR AR FE R AR . B RO A B I A
SEE UL 48 I N g 4k KL (granular electron dense
osmiophilic material, GOM) L 2 & 12 7 CADASIL
A bREN . NOTCH 3 5 IR 30 28 48 (s XL/
o B A AN G783 2 B NOTCHS 4 H EGFR 3
FREATH AL e R T 77 A 5 80 7 2
e S AR B L A B R R T BT R R A
TREESE R S B NOTCHS #4 g , A H 22 5
R PE S I, 5 EGFR7-34 X 38 P 500 28 5 4
FLEGFR 1-6 DX A B0 748 53 485 47 2 2 vh % 4F
s TR A AR A AR SRR L I
PRAEIREER 5 o 4T 1 e W sl P AT I8 A B PR R 9
BH WA BEHE: CADASIL B2 -,

2. PF B BT BEAE A [ 5T Y G 1 1R B
% PE G 3 Bk i (cerebral autosomal recessive
arteriopathy  with
leukoencephalopathy, CARASIL) : — # &= I, i) &
et UK Bt gt A% i /D I %8 % . BT HTRAT S A
(MIM:602194) 46 & 4t S, & L B R AR E 4
T AR . HTRAT JE [H 4 i 42 % 1 &
P R R = R AA Gl W R AE K TR E S
T AR AR /N L R e R . RE DL 2R
R AR 18 M I A, B S B A o R R
T DN TR B A B A | A AR AT R R OC Y
FE5Y . MRI A] RS B 5K 18 P il O A L 2 R
BUPE AR BE | Aot I, 3 RN R e U B EF 4, i A
HONAT R RGHU FA e B R A AT B A

subcortical infarcts and

subcortical infarcts and
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JEL PG b < XUBR BE 7 B L T G GOML Y T AR
HTRA1 MIKE R CARASIL 4. 36 45 H 2 &
RALFEH HTRAT G 0 0K 1 388 4% 9 (AD-
HTRAD . HTRA1 2% & %728l fig i i 6 1k 1AL
OB HTRATL W0 90K 5 52 30 5 T6v6 T ks e
=K BRA R A I B F HTRAL ML
/LR (cerebral small vessel disease, CSVD) Bl PR
FRIES TR PE CSVD AL, P 2 K005 4F i R T 20
& BN B A L A, L 3E o ke = B PR HE R
FIE A S 22 R 8 LA RE AR . FR T 3200 0 4
L i A e 6 R 3R L v, HL S0 b P RER 20T

3. A rh R S 1 2 AU R A A DG
3 ik 7% (cathepsin-A-related arteriopathy with
strokes and leukoencephalopathy, CARASAL) ;:—
T bl 2 UL %) % 60 4R 0 P 35t A% 1 A /S 1l A8 . Fl
CTSA H#: P (MIM.: 613111) 58745 {7 8%, [ §if 2
B %k N B0 R R YO B LR, ) g2
R325C #l G182R. WK EZ T 30~50 % &, Al
A i Sk AP A S R R 25 R 45 . MRT 7R
IR B A2 2R R A B R R R 2 A R
e, U BIZFZedn

A AL I i A5 A R O s A AR G =
(retinal vasculopathy with cerebral leukoencephalopathy
and systemic manifestations, RVCL-S) ;. —F & YL O {4 5.
Phit & 2 & 5 /M 8 . i TREXT & I (MIM:
606609) B A 78 2L . iy B 3 ) B0 9878 £
1% : V235fs, T236fs, T2491fs, T270fs, T284fs Fll 1.2871s.
295 T R R i R R ) B A S TR — oK AR Y AR
HTREPAEIR A [ 3012 T A FRLE , SBURIZ H 5 .
WHTE 20 B F2 A7 KR » 22 B0 A L4514 A0 0 J5835 28 Al
TR TR FEAT I ) Bif 35~40 2 L2 K
PRI B0 T B e L B A IS B0 2
L. R Sk F85 I T PR F R R 2y B IR E 26 540 ~50
2t BN /N L 9 I R R BLAE . MIRT AT LA (5 37
RN B FRAR SR AR AL, A O 251 R SR A Y R IR
S = RN O WL NS VoL AN

5. A L% (Fabry disease) : — ff X i 81k
P35t A% (0 il A I BURE L =2 i T X Qe fk I GLA
FEN (MIM: 300644 ) 5748 5| S Y 3 1A o2 L il
TrlG A Bz & SO BRI e 2 a2
JUE g A8 EE & e Mo s fim . GLA RABTE A # X
TG SC A B AR R AR B U SR A L
LAGS R 0 ol = 4 W R e BT 2 g WY . (1) 28 it
R BRAY o PFUBETT BB <L Y B H, BE £ R

iz B LEG AR, RIS F BT
SH O/ 2T AAUE RN R/ SRR LR R
L A5 A SRR L KO G I R WL 2 e 58 ) R JOE
Peis CUNER (R JRERED Y . ()R KM . B4 A
IV o 2 ZUME T BT 1, 38 R 27 BT R R
ATREAUIR T AN E . 2 40~60 ¥ Z 5 &0, 3%
JIE 3N K IE K 7 3K J& Fabry 5% 09 3% WL 52 1% % 55 1E
Pulvinar fiEJ&1%9% B4 S PEAE 42, B T1 nAse & 80 X0
0 Fe P s £ 5 o SR B A S 21 N S B
PSR 45 T UTRL, BT T 1T DL 4 2L 40 i 28 J AR A
P T T DL L5 P T R /AT

6. IV 7 i J5L 26 0 AL/2 il /N 3l Bk 9% Ccollagen
4A1/2 microangiopathy) : — 7 # Y& {0 (K i P 3804
i /NI 5 - i COL4AT1 %P (MIM: 120130) Al
COL4A2 FPH (MIM:120090) 2845 fIf 8, £ 8 800%
FRA R W TE LR A, B KRB AR
W& R 30~40 %, Hov H i P A Hp R B 2R o Y
2 f% . IS I s AF I 5 RE A K 5K )i Bl L Ab
P AT BE IR YT AH DG L 100 T 7 %4 LI L0 B
I R 2 39060 5 i 25 38 W5 JE M L & 7R 4% VB
5 R B Fit P 4 o 25 At 2 30 365 i P9 20 ko
IR D REAS 4 B E B | JFF R A ) kA A0
R ER ot R0 P R IR BT BE R B R 5. MRI
AT L Fi N B K TR i S AR i 2 R L
LR A A0 S B A G A T L R Al
BV R 358 JEL R Jeg P 0 4, R RS TE B R - b B S
FLAb R NG SR RS,

7. JE K RE N Il F 8 (cerebral amyloid
angiopathy, CAA) . — 2 LA J& ¥y £ 8 11 78 50 i i
B 5 Bl bk B /N 2 Bk RE oDl B R R AE Y 98 AR
APOE4 J: PR Z H Er 8 a0 8UR P CAA (1918
B DR 25 i gt AL P CAA B 2R Y 0k Bk
&, AT 43 g AR AL YE CAA FIHE AR L E CAA,
B APP L4851, J5 # 48 h 45 Fh e i f
JIk (i AGel \LACys . ATTR.ABri 1 ADan %) i 1
S#H A CAALS B GSN (MIM: 137350) ,CST'3
(MIM:604312) . TTR (MIM: 176300) f1 ITM2B
(MIM: 603904) 3 K 28 48 52, 1Lk CAA
fhy S [ R AE 2 /N A B2 A B8 0 A R i e 14 i ()
Akl B 0 o B R . MRT AT UL i ot
ANIALAE S NG 2H 4 3 T A DU RR R g 2 R R AR AT
i RS R Bz BT /1N It A5 RE PN Y UE R RE BR DT R CAA
AR RRAIE P 5 B AR S [ 2K R Y st 4% M CAA
Fol R R B AFE T, W3 5.,
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RS At CAA M BEUR 2 N 5 I PR 1

W LI R 2R B

APP AB
#(HCHWA-D)

38 P A R R R R R 22 RS R BB A B a2 R M A AT P DA R R s R B
I S 9 R O ¢ SR8 B % 5t T T R ok o 2 R R R A A RS

FRAT S B 5 LA 260 B i

OF ARV TRNE VE R R E VR (FAF) /18P BEAT PR 28 MR- Bk £ A AIE L ML AU SR B 22 i 20 0 7 L A IS AR R 385 3R

GSN AGel
i VR BE OB FOVE R RE R MR R R B SRR L I T B AN R M R
(HGA)

CST3 ACys AL PE NN Hh AL A 38 ) A A8 P08 U R L0030 L R o L R AR A R

B (HCHWA-D

TTR ATTR MR HRIRRE ALY RE ML A 22 R B AR M ORI A S5 IR ARAE R | v AR 2252

(hATTR)

2B L3 50 8 AR O L JIE 52 3R 45

ITM2B  ABri ADan ZZ P SE [ B 45 58 (FBD) L TR Brie S 2 /MR 55 2 06 128 25 4 DU A0 5 Dan - EAT PEIL B R0 VIR L EL N

P12 BUR S (FDD)

i il B 2

T CAA, JE R FE K 1055995 s APP, JE R FE BT AR B 11 s GSNL VA IS B 11 CST3, LI MM 2 C; TTR, FR MR R 5552 H 1 ITM2B, B & K

EH 2B,

BEEFLR.OEHANESEENEHBRE
B REEREFHRERRBERYGEHE,EFT
EEKRNARERETHREART , LENER
BRI RERE LA,

#EF 13 EERN %I NOTCH3 322518 3 ji
SRPERLAENTHEEE, BWRBELMKLE
(B0 R Bk & 46 ) 3 — S 8 IA CADASIL B2 #f o

BF 4N TAPRRAREX EWNERERE
RCENARKRE,FER.ER. TERNES,
THREREEBRKL,WEFE HIRAL EH;
REEHmEAERERBR=RENENIFEEFHT
WE HTRA1 28T RNHm M.

EEFEIS-DEMNNEREENHRASEE
REZ R, EFESXE TREX1,COL4A1/2 . GLA
£EH,

W 16: 5K % B CAA BEHEFIT APOE,
APP .GSN .CST3 . TTR . ITM2B % ERF &M ,

BN RV E SR T

Il PR32 T by DA R0 B R 8 o e PR T 6 %oF
7S R R L R R AR R R L R R R I R 3R
T VA7 E W 119 2 I S D Ry AR 4 LA i IR 3R
I B Panel , Sanger B 5% B 5 5% £ 4% /R
YR SRR M 5 At X IR A P M R A AR AE
BH A 2 0 s Bl T B8 3 0 S, B R I R 3 B (i R
N2 G055 SRR IR 1 S AR o el A T 8 A )
8 Sanger ¥, FEAAGILF WK LA 1,

DU S5 DR 0 5 SR ) 43

EEXAE R EORMESEHIEH BT R E S HEE
P2z i 1% 2 5 5 4 %% %% 25 (The American

College of Medical Genetics and Genomics,
ACMG) il 7 (977 51 28 5 o3 2 b 1 FIHE 9 o AR 22
SIS AL DI RE S B O K R A N B
WARSFIESS RS R SR WU 5 A4S
G BRI BB SN BIE TT BE R A
CRAET, ORI A B T R 26 F T G
A, T U AN R B AR v O B R
2l = SN B A9 28 A8 (variants of unknown
signi[icance,VUSym . BEHEIETE AN TS, VUS 1
FORTEA Bt B, # VUS R #H
S T R XE DA PR ARG I B £ 2R I R B U AT 4
R B B D 7 S BO R o S B AT R R 3
o3 BB REE ST, LUE 3R A B 22 k4 I %) 248 5 B0
PRI B 2

Xof T W A 485 70T O A PRI 0 S A8 1Y S L I A
BOHA I 2% 56 2 1 [R) B e 2o 58 35 3205 R A6 i 1)
K, I S BEBE U5 T B 848 K AR 2. X T E
A FERNA T 25 W) 8 1E 78 i PR 1 56 [ B 25 W) A9 3
RSB A 0 58 20 4 0 RYR O AT BB 1 3K 4 L OF
PRALET X VIR T O 2 . R IR R DA R A AR
T 5 R G 0 1 T 42 > A8 5 S Wi g R e 3R ) B2 46
ST AN PR (X S XK AP NICIB =9 = il [ 9 T
(B T8 R 0 2, B PR I o W] R 45 A8 A M HE R ety
R AH DG A B R) L, 38 S8 L L S A A
RO 52 G RE ok 23 6 & U H R S IR T 45
A 9B K TE A 1 v AT B T I 4R R R R R
sl R IR BT A A 23 R e CAn gt R D SE A DG R R
S5 K VUS BB HBURPER A e T
G FR AR 2 2 R MO RO IR . FI,
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( IAHIBERY )
|
| I
(_ thptksig ) @G T D)
+ SRR S AT RESC IR - S0 BOAT HE SR R
- HEA T AiE<60% - R BRI A A Y
- B kI R e R - HFR RS
e sy s L AR RN WA RN aty "
SR EROPRON | Lo g WABIE AL | TREFAR, |feeekRveLs, | MR ML
|i§;f-{‘gf{#j& ﬁ,‘?;;;:}?rfﬁ? FTLD-ALS “:J;!‘LD'PP"\ prion disease TEH: CADASI z)‘;ﬁiﬁgﬁ' i\:ra!ﬁia'[ s
P MAD TER il G e : LFTLD-P e i [BEIVESE 738 AL Rk el i
g HENID L/CARASIL CARASAL e CAA
| I
1 1 | 1 1 1 1 1 1
( i A Panel ) EETEETD) ( AL 1] 0057 s L R ) )
| [ [ |
I’ ADJEPanel } ( FTLDAEH Panel ] i Sang %EES““ [ Ll ] COLAALCOLAA it
PSENIS APP. PSEN2 Jl}j\ﬁ:ﬁq{y}tﬁ HLHI' A 154 corditaz ﬁf;?ﬁjfglﬂ’ﬁ
e - : LIKMAPT. GRN - SPRNP & &l & T3, L .
I (D) BN et fiven |
COarf72. CHCHDIO GRY L CHCHDIO. "
VCP. SOSTMII aume LS A O il | ‘ | |
e T SOuthit: Taome, Wi TSI
CSFIRy NOTCH3 sang | g CoNF e Yﬁ(fm‘r’l;;kl#]
: ( BRI ABUER. MR A )

T 2 AD, BT JR 51 R0 5 by TD, 47 S 728 S5 8 450580 1 931 4 s FTLD- A LS, 838 M- 725 - L 35 47 ) 2R B AL 5 s FTLD-PP A, 51 38 - 75
PR PEEAT MR 1 s FTLD-P U842 M- 4 AR 45 B 4E s HD, 5 1E 1000 ; prion disease Ji 2 F1 9 5 NIID, 1 28 50 % P 2, 368 14 5
CADASIL., £ Bz 5t R 45 58 B 11 5 I 35 14 5 e 0 A d ek 3 A2k i 3 Tk s CAR ASSTL A B2 5 A58 48 0 10 5 i 1) B 4 00 0% g M 3k 1%
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