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BAO CAO CA LAM SANG: BENH CREUTZFELDT-JAKOB

Nhii Dinh Son’, Tran Minh Anh’, Tran Thi Phwong Loan™
Tém tit
Bénh Creutzfeldt-Jakob (CJD) 1a bénh 1y thoai hoa ndo tién trién hiém gip,
thuong giy tir vong trong vong mot ndm ké tir khi c6 biéu hién 14m sang. Co ché
bénh sinh ctia bénh 1a do protein prion gy ra. Ty 16 mac CJD trén toan thé gidi chi
khoang 1 - 2 trudng hop/1 triéu ddn. Cho dén nay, y hoc van chua c6 phuong phap
diéu tri hiéu qua nao cho CJD. Viéc chan doan sém s& hd tro tot qua trinh cham
soc giam nhe cho bénh nhan (BN). Ching t6i béo cao 1 truong hop BN nit 58 tudi,
khéi phat bénh 1 thang trude nhap vién véi triéu chung dot ngot dau dau, chong
mat, co6 cac con giat cuc bo tay phai. Tri¢u ching lam sang tién trién nhanh roi
loan ¥ thirc, rdi loan tri nhd, that diéu tiéu ndo va noi kho. Cong hudng tir (magnetic
resonance imaging - MRI) so nao trén xung DWI (diffusion-weighted imaging) c6
hinh anh ting tin hiéu ving vo ndo ban ciu ndo trai va tran phai. Dién ndo do
(electroencephalography - EEG) c6 su xuét hién song cham, séng 3 pha, ¢6 chu ky
va bang ching vé su ¢6 mat cta protein 14-3-3 trong dich nao tuy, BN duoc chan
doan CJD, diéu tri gidm tri¢u chung, bao vé té bao ndo, ra vién duoc hudng dan
cham soc va diéu tri theo tuyén.

Twr khéa: Creutzfeldt-Jakob; Thoai hoa ndo; Protein prion.

A CLINICAL CASE REPORT: CREUTZFELDT-JAKOB DISEASE

Abstract

Creutzfeldt-Jakob disease (CJD) is a rare, progressive neurodegenerative
disorder that is typically fatal within one year of onset. The disease's pathogenesis
1s caused by prion proteins. The global incidence of CJD is approximately 1 - 2 cases
per million people. To date, there is no effective treatment for CJD. Early diagnosis
plays a crucial role in providing optimal palliative care for patients. We report a
case of a 58-year-old female patient who presented one month before hospital
admission with sudden onset headache, dizziness, and focal seizures affecting the
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right hand. The patient’s clinical symptoms rapidly progressed to altered
consciousness, memory impairment, cerebellar ataxia, and dysarthria. Brain MRI
(magnetic resonance imaging) revealed hyperintense signals on the DWI
(diffusion-weighted imaging) sequence in the left cerebral cortex and right frontal
lobe. Electroencephalography (EEG) showed periodic slow waves and triphasic
waves. The cerebrospinal fluid analysis detected the presence of the 14-3-3
protein. The patient was diagnosed with probable CJD and received symptomatic
treatment and neuroprotective and nutritional support. Upon discharge, the patient
was provided with instructions for care and treatment at the local healthcare level.

Keywords: Creutzfeldt-Jakob; Neurodegeneration; Prion protein.

DAT VAN DE

Bénh CID 1a bénh 1y thoai hoa than
kinh tién trién va 1a mot trong nhiing
bénh prion pho bién nhét ¢ ngudi. Trén
thé gidi, bao cao vé CJD hau hét 1a
nhiing bdo cdo ca lam sang. CJD thuong
gip & do tudi 60 - 80 [1]. Bénh thé hién
bang cac tridu chtng suy giam tri nhé,
nhén thire, réi loan chirc nang tiéu ndo,
roi loan hanh vi. Khi bénh tién trién gay
cac khiém khuyét than kinh nghiém
trong, bao gém mat thi luc, cAm bét
dong va hon mé [2]. Nguyén nhan chinh
gy tr vong thuong 1a nhiém tring,
viém phdi hit, suy ho hap hoic do suy
giam hé théng mién dich. Viéc chan
doan CJD thuong kho khan do cac tri¢u
chtng khong dic hiéu va tinh chat hiém
gap cua bénh, dan dén chan doan mudn
hoic khong chinh x4c. Chung toi tién
hanh nghién ctru nham: Bdo cdo vé triéu
churng lam sang va cdc tham do can lam
sang mot ca bénh dwoc chan dodan CJD

108

tai Khoa Than kinh, Bénh vién Quan y
103, vao vién diéu tri tir thang 10/2024.

GIOI THIEU CA LAM SANG

Bénh nhan nit, 58 tudi, tra quan tai
tinh Bak Lak, tién sir khoé manh, khong
can thiép phau thuat trudc day, gia dinh
khong c6 ai miac bénh tuong tu. Bénh
khéi phat 1 thang trude vao vién, dot
ngdt dau dau, chong mat, cac con cuodi
vO cd, con giat co cyuc bo tay phai, di
kham duoc chan doan con thiéu mau
nao cuc b thoang qua, diéu tri cac triéu
chung cai thién it. Bénh tién trién tang
nang dan voi rdi loan y the, roi loan tri
nhd, that diéu tiéu ndo, ting truong luc
co lan tran véi dau hiéu banh xe ring
cua duong tinh, ndi kho, giat co cuc bd
vung miéng va tay phai. MRI nao duogc
khao sat thoi diém nhap vién c6 hinh
anh ton thuong vo ndo ban cau trai véi
dic diém ting tin hiéu trén xung DWI
(Hinh 1) va EEG thay hinh 4anh



CHAO MUNG HOI NGHI THAN KINH - POT QUY NAO 2025

hoat dong nén 1a cac song cham va hoat
dong Delta co nhip toan thé, uu thé
vung tran, thai duwong 2 bén (Hinh 3).
Tir ddc diém 1am sang va can 1am sang
trén, chung t61 nghi té1 CJD. BN da
dugc lam xét nghiém loai tru ton
thuong do nguyén nhan viém va bénh 1y
ac tinh. Pinh lugng protein 14-3-3 trong
dich ndo tuy cho két qua 158 ng/mL.
Xét nghiém da tac nhan virus, vi khuan
(HSV, EBV, VZV, CMV, HHVS,
Enterovirus, Spneumoniae, H.influenzae
type B, N.meningitidis...) trong dich nao
tay két qua déu am tinh. Xét nghiém ty
khang thé trong bénh 1y than kinh (Anti-
Hu, Anti-Ri...) am tinh. Sau 5 ngay vao
vién, BN dugc chup lai MRI ndo tiém thude
d6i quang tir thdy hinh anh: Tén thuong
lan toéa vé ndo ban cau trai, tran phai,

v6i dic diém ting tin hiéu trén xung
DWI va FLAIR (fluid attenuated
inversion recovery) (Hinh 2) va khao
sat lai EEG thdy hinh anh: Song 2 pha,
3 pha, c6 chu ky, lan téa 2 ban cau, uu
thé ban cau tréi (Hinh 4).

Dua trén dic diém 1am sang, ton
thuong trén MRI sg ndo, EEG, cung voi
sy c6 mat cua protein 14-3-3 trong dich
ndo tiy & ngudng cao, va khong co chin
doan khac phu hop hon, BN duoc chin
doan CJD va diéu trj theo hudng bao vé
té bao ndo va giam nhe cac triéu ching,
ra vién sau 15 ngay trong tinh trang mé&
mat tu nhién, tiép xuc cham, tu thd, noéi
kho, noi tir don, that diéu, ting truong
lyc co toan than, giat co cuc by vung

miéng va tay chan bén phai.

Hinh 1. Hinh anh ton
thuwong v nao ban cau

trai voi dic diém tang tin
hiéu trén MRI-DWI thoi
diém nhép vi¢n.

Hinh 2. Hinh anh t6n thuong vo nio ban cau trai,
tran phai voi dac diém tang tin hiéu trén xung
FLAIR, DWI thoi diém 5 ngay sau nhap vién.
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Hinh 3. Hinh anh hoat dong nén
la cac song cham va hoat dong
Delta c6 nhip toan thé thoi diém
nhép vién.

BAN LUAN

Bénh CJD c¢6 bén phan nhom da
duoc xac dinh. Trong dé sCJD la phan
nhom phd bién nhat ciia bénh va chiém
t61 85% [3]. Suy giam nhén thirc 1a biéu
hién ban dau phé bién nhét cia bénh
nay va c6 thé dugc quan sat thiy 6 35%
BN [3]. Chan doan xac dinh sCJD chi
c6 thé duge thuc hién bﬁng cach xac
nhan su ling dong protein prion bénh Iy
trong nao khi kham nghiém tir thi hodc
khi sinh thiét ndo. Tuy nhién, chan doan
c6 thé duoc hd tro boi céc phtrc hop
song nhon c6 chu ky trén EEG (PSWC -
periodic sharp wave complexes), xac
dinh protein 14-3-3 trong dich nao tuy
va thay doi tin hiéu bat thuong trong
nhan dudi va/hodac vo sim trén MRI-
DWTI hodc trén xung FLAIR [4].

Dua trén tiéu chuan chan doan céc
thé CJD cta Trung tim kiém soat va
phong ngtra dich bénh (CDC) Hoa Ky [5],
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Hinh 4. Hinh anh séng 2 pha, 3 pha,
c6 chu ky, lan tod 2 ban cau, vu thé

béan cau trai thoi diém 5 ngay sau nhap vién.

ca 1am sang biéu hién cac triéu chimg
tam than kinh (sa sat tri tué tién trién
nhanh, that diéu tiéu ndo, triéu chimg
ngoai thap), PSWC trén EEG, tang tin
hi€u trén 2 vung vo ndo trén MRI-DWI,
nong do protein 14-3-3 ting cao trong
dich ndo tay va khong c6 xét nghiém
khac cho chan doan thay thé. Do viéc
xét nghiém phat hién gene dot bién
trong bénh CJD chua thé thuc hién tai
Vi¢t Nam, tuy nhién qua khai thac bénh
su, hién tai khong ghi nhan nhiing
ngudi c6 quan hé huyét thong bac 1 ctia
BN ting duoc chan doan méic CJD va
BN khong can thiép phau thuat nhan
hormone tuyén yén hay cay ghép mang
cting trudc day nén BN duoc chan doan
nhiéu kha ndng 1a sCID.

Trong chin doan CJD, dinh luong
protein 14-3-3 trong dich ndo tuy dugc
cong nhan la mot xét nghiém quan
trong. Theo Behaeghe, gia tri chan doan
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cua protein 14-3-3 trong dich ndo tiy c6
d6 nhay va d6 dic hiéu 1an luot 12 88%
va 80% [6]. Tuy vay, tang protein 14-3-3
trong dich ndo tiy co thé gip trong ca
bénh Alzheimer, viém ndo tuy cén u.

MRI la cong cu quan trong trong
chan doan CJD. Trén xung DWI, c6 thé
phat hién cac ton thuong dic trung &
phﬁn 16n BN méic CJD bat ké sy hién
dién caa PSWC [7]. Tang tin hi¢u trén
cac hinh anh DWI va FLAIR ¢ v6 nao
va hach nén (dic biét 1a dau nhan duoi
va béo sim) lién quan dén teo ndo tién
trién 13 dién hinh, nhung déi khi cuong
d6 tang rat nhe hodc khong thé phat hién
duoc trong giai doan dau cua bénh.
Tang tin hiéu vo ndo 1a phd bién nhat,
sau d6 dén hach nén. Trong s6 cac khu
vuc vo ndo, thuy tran (46,4%) va thuy
dinh (40,6%) la nhiing khu vuc thuong
gip nhat. Hinh anh ting tin hiéu vé nao
duoc mo ta 1a ddu hiéu “ruy bang” va co
thé xdy ra theo kiéu d6i xung hoic
khong ddi xtmg [6]. Ton thuong trén
MRI so ndo c6 thé thiy tir vai thang
trude khi ¢ biéu hién 1am sang. Ton
thuong tang tin hiéu trén DW1 v6 ndo
trai & BN cua ching toi tai thoi diém
moi nhdp vién, sau d6 xu hudng lan
rong sang vo nado tran phai, phu hop véi
dic diém ton thuong trong CJD va dién
tién 1am sang cua BN.

Ngoai ra, EEG la mot phan khong thé
thiéu trong qua trinh chan doan ¢ BN
méc CJID. Trong sCJD, EEG thé hién

nhitng thay doi dic trung tiy thudc vao
giai doan cua bénh, tir nhitng bién d6i
khong dac hiéu nhu hoat dong song
cham delta c6 nhip phia trudc trong giai
doan dau dén PSWC dién hinh ctia bénh
0 giai doan gilta va mudn. PSWC
thuong bién mait & giai doan mudn, thay
thé bang nhirng hoat dong dién thé thap,
sau d6 la mat hoat dong dién nao.
PSWC mot bén (trong giai doan sdm)
hodc toan thé, xay ra ¢ khoang 2/3 sd
BN mic sCID, véi gia tri du doan
duong tinh 1a 95%. PSWC c6 xu hudng
bién mat trong khi ngt va co thé bi suy
giam boi thudc an than va céc kich thich
bén ngoai [8]. BN cua chung t61 dugc
khao sat dién nao thoi diém nhap vién
vo1 hoat dong song cham lan toa, goi y
bénh 1y chuyén ho4, sau d6 BN duoc
khao sat lai dién nao théy cac hoat dong
dién hinh ctia PSWC.,

Chéan doan CJD kha kho khan, nhat
la trong giai doan dau cta bénh boi
nhitng triéu chirng khong dic hiéu va
nhiéu triéu chimg trong sd niy cé thé
tuong tu nhu cac dang suy giam tri nhé
khac [9]. Vi céc triéu ching khong dién
hinh ¢ giai doan dau cua bénh, nén BN
da khong duoc chan doan kip thoi ¢
tuyén trude. Can phai luu ¥, dic diém
lam sang sa sut tri tué tién trién nhanh
ctia CJID, can duoc phan biét voi viem
nao Hashimoto ¢ nguodi tré, bénh
Alzheimer, sa stt tri tué thé Lewy, viém
ndo hé vién, liét trén nhan tién trién.
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Ngoai dién tién cac triéu chimg 1am
sang thi viéc danh gia su thay d6i cua
tén thuong ndo trén MRI va EEG la
can thiét.

KET LUAN

Creutzfeldt-Jakob 1a bénh ly phuc
tap ca vé chan doan va bién phap diéu
tri. Biéu hién ban dau ctiia BN véi nhiing
thay d6i vé nhan thirc va hanh vi c¢6 thé
tuong tu nhu cac dang mat tri nhé khac.
Mic di CJD 1a bénh hiém, nhung bénh
nén dugc xem xét trong cac chan doan
phan biét khi c¢6 biéu hién rdi loan tdm
than, dic biét 1a suy gidm nhan thuc tién
trién nhanh, cing véi cac triéu chimg
nhu rdi loan thi giac, giat co, mat diéu
hoa. Véi diéu kién hién c6 vé co s¢ thuc
hién xét nghi¢ém phuc vu chan doan
CJD ta1 Viét Nam, MRI so ndo va EEG
la xét nghiém can lam sang hiru hiéu,
dic biét 1a MRI so nao voi chudi xung
DWI gitp phat hién sém cac dic diém
tén thuong dién hinh, gitp chan doan
bénh & giai doan dau. Vi vay, tir dic
diém dién bién 1am sang, cic xét
nghiém cén lam sang b6 tro chan doan
va chan doan phan biét, d6i chiéu voi
tiéu chudn cia CDC Hoa Ky, chung ta
c6 thé chan doan duge bénh CID va tur
d6 c6 phuong phap diéu trj phu hop.

Pao dic nghién ciru: Nghién cuu
tuan thu cac nguyén tic dao dirc nghiém
ngdt trong nghién ctu y hoc, cac quy
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dinh do Hoc vién Quan y ban hanh. Sd
liéu nghién ctru dugc Bénh vién Quan y
103, Hoc vién Quan y cho phép sir dung
va cong bd. Nhom téc gia cam két khong
c6 xung dot loi ich trong nghién curu.
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