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Familial Alzheimer’s disease with mutation of PSEN2.

one case report and literature review
Gao Ying,Wang Gang,Ren Rujing

(Department of Neurology & Neuroscience Institute ,

Rui Jin Hospital Shanghai Jiao Tong University School of Medicine)

[FE45ZE S ]R749.1'5

BA] 7R 2% 13 2R 9 (Alzheimer’s disease, AD) 42 5| 32 5 S 1
R TR E O R B HEERAL A AD BUR SN A SRR
& F (amyloid precursor protein, APP) . Z 1 (presenilin
1,PSEN1)FIZ 2 2(presenilin 2, PSEN2), Hh PSEN1 %€
AR UL, 204 60% ; APP RAE 2y 5 20% , H APP [ A B
EREARLY Y 8% ;PSEN2 248 /D W, 7E WY ABEH i
PSEN2 2455 |14 AD B/ il , SRR BEIc e 12k
B 1 ) PSEN2 2848 (4 AD S HiIHE I T,

1 EARFE#

B, 85 &, K%k, B TAEHR A MF, £
“GEAZITFFE 2 T RKBLCALI TS EE S . A 24 2 AT A
Tt SR P 10 7 T [, EEER IS IE H S FHIA
YIEMSN AR ES:, W — I FE ] — k3 m Li
HALRFAG , BRSO, e R AR M, Xt
BN, AW AT, 2 R O W R ARAE, R
WK WA B 58 . R ISR ENR K & i, IR AT i
TEH AR, AR SO, O R L, B RTERLR
FHBE I 25903857 , AR TCHPARIRZY 5, UM PRI% I A H
B TCRRERAMI S, EIAR U S0 AR s R R ML
FESEBAT AD, T 80 %M, 1 BRI A IC I BRRG, Bi%
1 i PRz i BRSO IR . R b SL s Ak 5 N AR
M BB AD, /3504 80 % 1 70 2 9k , & 3 [ L A)
%, H¥F 2016 4256 1 H A,

220 BRPEAY | T 5 R BEAR A KA (mini—mental status
examination, MMSE) >4 24/30 43, Hd i 1 7124 9 43, R Zlic

EZENB: % #,Email : gaoying19920518@126.com,
B 7 61 AP ZIRAT R,

BEEE 4F%#, Email . doctorrren2001@126.com,,

£ 5 HH R - http://kns.cnki.net/kems/detail/50.1046.r.20170516.1058.006.html
(2017-05-16)

[ HRARERD B

[ %% H#3)2017-04-30

102 53 AR AGER ) 4 43 RRBIEAZ 0 43 B S FIBT N
Fetias o) 11 9 4y 324 AR A HITEAY £ % (Montreal cognitive
assessment, MoCA ) A 14/30 43, %€ [\ 11 5 43, Mas [ FHiAT 30
B 177, f0 4% 240 B 1 40 B 3 4 155 1 6 %
711 4%, #E3R [9]4Z 0 43 ; Addenbrooke 25 KL 1A H1PFAL i %
(Addenbrooke cognitive examination —revised, ACE —-R)58/100
53, TR I RIE ] 16/18 43,1042 9/26 43, i 7 W AE 7/
14 43 185 20726 43, BL2S (] 6/16 4 ; I R BRIV 58 7 %
(clinical dementia rating, CDR) 4 1 43,

HBIAGAY  FURARIIRE SR , 4B 43K B12 K FHIEH
E MRI RoR T OB 1 S35 47, AT LR = R T2
FLAIR (&5 {555 FBTBCE (K 1)

Axial FLAIR and coronal FLAIR image of brain MRI

1 BELE MRI
Fig.1 Brain MRI of the patient
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Tab.1 Clinical phenotype of patients with V214L PSEN2 mutation
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