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vung c8, chiém 68,5%:.

Trong nhém bénh nhan nghién cttu, kich thudc
u trung binh la 19,1 £ 11,4mm, u don doc chiém
76,5%. Két qua cua ching toi tuong tu Lee S. va
cong su vdi kich thuGc u la 21 £ 17 mm, u 1 thly
chiém 61,4%. So vdi véi ung thu gidp thé nh,
ung thu gidp thé tay cé kich thudc 16n hon cd y
nghia théng ké, dudng kinh 2,3 + 1,5 so vdi 1,1
+ 1,1 p=0,001°. Trong nhéom ung thu tuyén giap
thé thy di truyén ti 1& di cdn hach cd trung tdm
don thudn 45%, di c&n hach cd cling bén 36%, di
cén hach ¢8 d6i bén 19%. Trong nhdm ung thu
tuyén gidp thé tly lé té ti 1& di c&n hach cb trung
tdm don thuan 50%, di cdn hach c6 clng bén
57%, di c&n hach c& d8i bén 28%3.

V. KET LUAN

Tubi mac bénh trung binh 13 48,1 + 11,2 tudi,
phan 16n trong nhom 40-65 tudi (chiém 67,6%).
Ti I&€ nit/nam la 1/1,26. Pa s6 bénh nhan kham
stic khoée dinh ky phat hién cé u gidp chiém ti 1€
55,9%. Khoi u chd yéu & 1 thuy (85,3%), kich
thudc <2cm (55,9%). Danh gia trén siéu am cha
yéu la TIRADS 4 (76,5 %). Ti |é choc hit té bao
kim nhod chan doan ung thu tuyén gidp thé tay
hoéc nghi ngd ung thu tuyén gidp thé tdy la 55,9%.

Ti 1€ di can hach chung la 47,1%, ti Ié di can
hach cd nhém 6 don thuan va kém theo hach cd
bén lan lugt la 31,2% va 62,5%. Ti & di can
hach tiém &n 1a 21,1%. Ung thu tuyén gidp thé
tdy & nam gidi lam tang ti I di can hach c6 y

nghia théng ké (p<0,05).

TAI LIEU THAM KHAO

1. Nguyen Ba Dirc. Dich t& hoc bénh ung thu. Nha
xuat ban Y hoc; 2008.

2. Ricardo VL, 'Y.Osamura R. WHO classification of
tumours of endocrine organs. IARC. 2017.

3. Scollo C, Baudin E, Travagli JP, et al. Rationale
for central and bilateral lymph node dissection in
sporadic and hereditary medullary thyroid cancer. J
Clin Endocrinol Metab. 2003;88(5):2070-2075.

4. Roman S, Lin R, Sosa JA. Prognosis of
medullary  thyroid carcinoma: demographic,
clinical, and pathologic predictors of survival in
1252 cases. Cancer. 2006;107(9):2134-2142.

5. Thyroid Cancer. NCCN guideline version 1. 2019.

6. Raue F. German medullary thyroid
carcinoma/multiple endocrine neoplasia registry.
German MTC/MEN Study Group. Medullary Thyroid
Carcinoma/Multiple Endocrine Neoplasia Type 2.
Langenbecks Arch Surg. 1998;383(5):334-336.

7. Milano AF. Thyroid Cancer: 20-Year
Comparative Mortality and Survival Analysis of Six
Thyroid Cancer Histologic Subtypes by Age, Sex,
Race, Stage, Cohort Entry Time-Period and Disease
Duration (SEER*Stat 8.3.2) A Systematic Review of
145,457 Cases for Diagnosis Years 1993-2013. ]
Insur Med. 2018; 747(3):143-158.

8. Lé Van Quang. Nhan xét dac diém 1am sang va
cac phucng phap dleu tri ung thu tuyén giap tai
Bénh vién K tir ndm 1992-2000. Tap Chi Y Hoc.
2002:323-326.

9. Lee S, Shin JH, Han BK, Ko EY. Medullary
thyroid carcinoma: comparison with papillary
thyroid carcinoma and application of current
sonographic criteria. AJR Am ] Roentgenol.
2010;194(4):1090-1094.

'NGHIEN CU'U MOT SO PAC PIEM LAM SANG
VA POT BIEN GEN TREN BENH NHAN PARKINSON KHO'I PHAT SOM

TOM TAT

Pat van de: Trong nhifng nam gan day, bénh
Parkinson 1a dé tai miii nhon d6i vdi cac bénh thodi
hod than kinh. Bénh pho bién th(r hai sau Alzeimer va
chiém 1,6% so véi cac bénh than kinh. Trong bénh
Parklnson dot bién gen I13n tu phat c6 thé Iam tang
nguy ¢ mac Parkinson & nger| tré, ngay ca khi chi
thira hu’dng mot ban sao cla gen dot blen Muc tiéu:
M6 td mdt sb déc diém Iam sang cla benh nhan
Parkinson khdi phat sGm va mo ta mot s dot bién
gen trén bénh nhan Parkinson khai phat sém. Doi
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tugng va phucng phap nghién ciru: nghlen clu
mo ta cat ngang trén 30 bénh nhan 6 tudi khai phat
nhoé han 50 dugc chan doan mac bénh Parkinson
nguyén phat theo tiéu chudn cta Ngan hang Nao
thudc Hoi bénh Parkinson Vudng qudc Anh tai bénh
vién L&o Khoa trung uang, bénh vién Bach Mai. Trung
tam nghlen cltu Gen- Protein trudng dai hoc Y Ha Noi,
ndi tién hanh cac ky thuat di truyen phan t. Ket
qua: tudi khdi phéat trung binh 41 v6i ty I€ nam: nif la
1,9. Triéu chifng run hay g3p nhat véi ty 1& 93,8%. Va
dc}t bién gen hay gép 13 GBA

Tur khoa: Parkinson,d6t bién gen, Parkinson khéi
phat tré

SUMMARY
THE STUDY SOME CLINICAL
CHARACTERISTICS AND MUTATION IN
EARLY-ONSET PARKINSON PATIENTS
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Background: Studies about Parkinson have
recently become a key topic among neurodegenerative
status research. The disease was ranked at the second
highest prevalence accounting for 1.6% of all
neurological diseases In Parkinson's disease, an
autosomal recessive gene mutation can increase a
young person's risk of Parkinson's, even if only one
copy of the mutated gene is inherited. Objectives:
Describe some clinical features of patients with early-
onset Parkinson's disease and describe some
mutations in patients with early-onset Parkinson's
disease. Methods: This is a cross-sectional study
conducted among 30 Parkinson patients who were
initially diagnosed with primary Parkinson, based on
criteria for Parkinson diagnosis of the Brain bank of
the Parkinson Disease Society in the United Kingdom,
at the age of less than 50 years old in the National
Geriatric hospital, Bach Mai hospital. Results: The
mean age of onset was 41 with a male:female ratio of
1.9. The symptom of tremor at rest was the most
common with the rate of 93.8%. And the most
common gene mutation is GBA

Key word: Parkinson,
parkinsonism.

I. DAT VAN DE

Trong nhitng nam gan day, bénh Parkinson la
dé tai mii nhon dGi vGi cac bénh thodi hoa than
kinh. B&nh phd bién th{ hai sau Alzeimer va
chiém 1,6% so vGi cac bénh than kinh. Bénh
Parkinson la do su mat dopamin cua hach nén,
gay nén cac triéu ching dac trung cla bénh:
cham chap, cing, run khi nghi va réi loan phan
xa tu thé dang di. Ngoai ra, nhiéu nghién ciu

Il. KET QUA NGHIEN cU'U
3.1 Mét sd dic diém lam sang

mutation, early-onset

cling quan sat thay & cac bénh nhan bi Parkinson
cd qua trinh oxy héa protid, lipid tdng cao bat
thudng, dong nghia véi viéc mot lugng I6n cac
gobc tu do dudc san sinh trong khu vuc ndo bo.
Trén thé gidi, cac nghién cltu gan day ciling cho
thdy di truyén déng vai trd quan trong cd thé
lam tdng nguy cd mac Parkinson & ngudi tré. Vi
mong mudn déng gdp thém nhitng hi€u biét vé
bénh Parkinson & Viét Nam, ching t6i ti€n hanh
nghién cltu dé tai: "Wghién cdu mot sé dic diém
/dm sang va doét bién gen trén bénh nhan
Parkinson khdi phat som”

1. DOI TUONG VA PHUO'NG PHAP NGHIEN CU'U
PoOi tugng nghién ciru. Gom 32 bénh nhan
diéu tri tai bénh vién Bach Mai, Ldo Khoa, tir
thang 10/2019 dén thang 6/ 2021
Tiéu chuan luva chon bénh nhan. Bénh
nhdn dugc chdn dodn mac bénh Parkinson
nguyén phat theo tiéu chuén ctia Ngén hang N&o
thu6c HoOi bénh Parkinson Vuong quéc Anh, cé
tudi khdi phat_nho hon 50, gidi, nghé nghiép
dugc chon ngau nhién trong qua trinh nghién
clru, théa man tiéu chudn chan doan. Cac bénh
nhan déu dugc chup cdng hudng tir hodc cat I6p
vi tinh so ndo va c6 két qua binh thudng
Phuong phap nghién ciru: mé ta cat
ngang .
Xt ly s0 liéu: phan mém EPIDATA 3.1 VA
IBM SPSS 16.0.

Bang 1 Phdn bé bénh nhén theo tudi khdi phat bénh va gidi

] Gigi Nam N Tong

Nhom tudi n n % n %
TuGi trung binh 41.7 42.8 42.1

45-<50 7 21.9 4 12.5 11 34.4
40 - <45 4 12.5 4 12.5 8 25.0
35-<40 4 12.5 2 6.3 6 18.8
30-<35 6 18.8 1 3.1 7 21.9
Tong 21 65.6 11 34.4 32 100

K&t qua khao sat cho thdy nam gidi chiém da s6 (65.6%), nir gidi chi€ém it hon (34.4%). Do tudi
trung binh cla nhém bénh nhan khao sat 42.1 tu6i. Nhdm bénh nhan cé tubi khai phat thuéc nhém
45 - < 50 nhiéu nhat (34.4%), nhdm bénh nhan co tudi khdi phat thudéc nhdm 35 - < 40 it nhat (18.8%)

Bang 2: Triéu chiang vé van dong

Bang 3: Triéu ching ngoai van dong tai

Triéu chirng n % thoi diém khdi phat
Giam dong 29 90.6 Triéu chirng n %
Cing 28 87.5 Tram cam 10 31,2
Run 30 93.8 Tang tiét nuGc bot 6 18,8
Tong s6 bénh nhan 32 Tao bén 11 34,4
Trong tong s6 32 bénh nhan tham gia nghién R&i loan ngi 8 25,0
cliu, c6 90,6% bénh nhan c6 triéu chliing V& [ R3iloan dieu hoa than nhiat 8 [ 250
gidam dong; 87,5% bénh nhan co triéu chirng ' Ng3 ] 6 18,8

cling; 93,8% bénh nhan cd biéu hién run.
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Rai loan gidc ngu 19 59,4
S6 bénh nhan co triéu
chirng ngoai van dong 28 87.5

Trong tdng s6 32 bénh nhan nghién clu, c6
28 bénh nhan cé triéu chiing ngoai van déng
chiém 87,5%. Trong do triéu chi’ng vé tao bon
(34,4%)va rdi loan gidc ngu (59,4%) chiém ty Ié
cao nhat

3.2 Mot sd dic diém vé dot bién gen

Bang 4: Cac loai dét bién

Loai dot bién n %
PARKIN 2 6,3
GBA 7 21,9
LRRK2 1 3,1
DNAIC6 1 3,1
EIF4G1 4 12,5
SYNJ1 1 3,1
GIGYF2 5 15,6
SNCA 1 3,1

Trong s6 32 bénh nhan tham gia nghién clu,
18 bénh nhan cé dét bién gen chi€ém 56,3%.
Trong do, dot bién hay gap nhat la GBA (21.9%),

IV. BAN LUAN

4.1 Pic diém lam sang

- Phan b8 bénh nhan khai phat theo tudi,
tudi trung binh 41, (tudi cao nhat 50 tudi thap
nhat 30). Lia tudi hay gdp nhat trong nghién
ctu la 45-50. Su khéi phat cia bénh Parkinson
vd can xay ra @ tubi trudng thanh va cd ty Ié
mac cao nhét tir 50-69 tudi. Tuy nhién van cd rat
nhiéu trudng hgp cac bénh nhan dudi 30 hodc
40 tudi cb cac triéu ching gibng Parkinson xuat
hién do d6 dugc dinh nghia la “Parkinson khdi
phat sém”. Bénh Parkinson c6 ti 1é mac tdng
theo tudi, ty 1& cia nhdm Parkinson khdi phat
sém nhin chung thdp hon ty 1€ clia nhém
Parkinson khdi phat & do tudi I16n hon (8). Trong
nghién cru xuat ban nam 2016, tac gia Gennaro
Pagano da dua trén cc s@ dif liéu cla 422 bénh
nhan Parkinson dé phan thanh bdn nhédm khac
nhau gdm khdi phat trude 50 tudi, tir 50-59 tudi,
tlr 60 dén 69 tudi va tir 70 tudi tr Ién. Két qua
chi c6 58 bénh nhan khdi phat trudc 50 tudi,
chiém 13,74%, c6 117 bénh nhan thuéc nhém
th(r 2, chiém 27,73%, c6 168 bénh nhan & nhdm
thir 3, chiém 39,81%, nhém con lai c6 79 bénh
nhan, chiém 18,72%. Nhu vay nhdm bénh nhan
khai phat trudc 50 tudi chiém ti 18 thdp nhéat
trong 4 nhém(1). Trong mot nghién cliu &
Colombia c6ng b6 nam 2020 véi mau s6 16n gom
3264 bénh nhan Parkinson, két qua ciing cho
thdy cé sy khac biét I6n vé ti 1& do tudi mac PD
tai thdi diém nghién clu. Nhém tudi 30-39 tudi
chi chiém 0,21%, nhém tudi 40-49 chi chiém

3,25%, trong khi nhém tudi 70-79 tudi cd ti 1&
cao nhéat véi 34,1% (9). Trong nghién clu tdng
hgp & nhiéu qudc gia & nhiéu chau luc khac
nhau, sau khi cong gop so0 liéu, két qua cho thay
trung binh nhém nhdm dén sé tir 40-49 tudi thi
chi c6 41/100.000 ngudi mac Parkinson (9).

- Phan b6 bénh nhan theo gidi ty 1€ nam : ni¥
la: 1,9: 1 cling phu hgp vé&i hau hét cac nghién
ctu. Nghién cru gan day vdi s6 lugng I6n bénh
nhan Parkinson cua Yasuhiko Baba va cong su la
1264 bénh nhén, ti I€ vé gidi gilta nam:n{t la
2,03: 1, ti Ié nay & nhitng bénh nhan khdi phat
trudc 40 tudi la 1,8:1 (5). Con theo tac gid
Gennaro Pagano ty 1€ nam: nit médc bénh
Parkinson & bénh nhan dudi 50 tudi la 1,7: 1 (1)

- Triéu chling vé van ddng tai thdi diém kham
bénh: triéu chdng run khi nghi chiém ty Ié cao
nhat 93,8%. Theo nghién clu tac gid Gennaro
Pagano, ty |é ciing chi€ém ty Ié cao nhat 94,8%,
sau do la giam dong 86,2%, run khi nghi 72,4%
va mat dn dinh tu thé& 5,4%. Va tac gia nay cling
chi ra rdng phan nhém tudi khdi phat s6m dudi
50 tudi ty 1& dd ciing chiém ty Ié cao hon han so
vGi cac phan nhém tudi khdi phat khac (p =
0,003) (1)

- Triéu ching ngoai van déng tai thdi diém
kham bénh: triéu chiing vé tdo bdn (34,4%) va
r6i loan gidac ngu (59,4%) chiém ty |é cao nhat.
Theo Gennaro Pagano, roi loan vé ngui: 26,33%
chi€ém ty |é cao nhat, sau d6 la rbi loan than kinh
tu chl: 6,98%; rdi loan giac ngll REM: 5,6% . Cac
triéu chfng ngoai van déng ngay cang dugc cong
nhan la cac yéu t6 quan trong trong phd Idm sang
cla Parkinson (1). Nhiéu mGi quan tam gan day
da tap trung vao tam quan trong ctiia mat khiu
giac, tao bdn, roi loan than kinh giao cam tim, roi
loan hanh vi gidc ngl REM (RBD) cd thé la dau
hiéu tiém &n clia PD mdi khdi phat hodc "tién 1am
sang", day cd thé la du hiéu cla thdi gian dau
hoac tham chi nhiéu thap ky trudc khi xudt hién
cac triéu chirng van dong cd dién (6,7)

4.2 Pic diém ddt bién gen.Trong nghién
ctu nay, ty 1€ bénh nhan dot bién chiém:56,3%;
V@i cac gen dot bién chu yéu: GBA (21.9%),
ddng th( hai la bénh nhan cé dét bién GIGYF2
(15,6%), diing th( ba la bénh nhan co dot bién
EIF4G1 (12,5%). Theo mot nghién clru clia tac
gid Roy N. Alcalay va cong sy trén 953 ngudi goc
T4y Ban Nha va g6c Do Thai dugc chan doan
Parkinson véi tudi khai phat trudc 51. Ty I&
ngudi tham gia c6 dot bi€n gen 158 ngudi chi€ém
16,6%. Trong s nay ty &€ dot bi€én gen LRRK2 la
6,7%, dot bién GBA: 6,7%, PRKN:6,7% (2).
Theo Emil K. nghién clitu trén 108 bénh nhan
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Parkinson ngudi Nauy véi tubi khdi phét dudi 45,
ty 1€ dot bién gen14%. Ty Ié bénh nhan dot bién
gen cla chung t6i cao han so véi cac tac g|a
nhufng ¢d mau cua chung t6i rat nhd so vdi cac
tac gia trén. Vi vay day chua phai la con s dai
dién cho ty Ié dot bién gen trén bén nhan
Parknson khdi phat sém tai Viét Nam. Dot bién
trong LRRK2 ¢ thé chiém 5-6% Parkinson cd
tién s gia dinh va 1-2% cac trudng hgp
Parkinson nghién clru 1é té. BGi véi gen EIF4G1,
day la mot gen mdi di truyén trdi nam trén NST
thuGng cla gen PARK18. Theo tac gid Deng H,
ty 1é bénh nhan Parkinson bi dot bién gen nay
dudi 1%. Va ciling theo tac gia nay, trong mét
nghién ctu két hgp nhiéu tac gid trén khdp thé
gidi v8i ¢ mau 9422 bénh nhan Parkinson, thi
phat hién 22 bénh nhan c6 dot bién chiém ty Ié
0,23% (4). GIGYF2 thudc locus PARK11, gém 27
exon ma hoda cho 1299 acid amin. Diéu dac biét
day la gen gay bénh Parkinson khdi phat mudn
(3) Nhung trong nghién clfu ciia minh, chiing toi
gdp 27,8% bénh nhan khdi phat sdm trudc 50
tudi mang gen nay. Day co thé 1a tién dé mdi
cho cac nghién ctu di sdu vé gen trong tuong lai.

V. KET LUAN

- Tudi khdi phat trong nhém bénh tir 45-50 Ia
cao nhat

- Bénh gdp 6 nam nhiéu han nita vdgi ty I1€: 1,9

- Triéu chiing 1dam sang gdp tai thdi diém
kham bénh: triéu chirng run chiém uu thé

- Triéu chiing l1d&m sang ngoai van dong tai
thSi diém kham bénh rit da dang trong dé rGi
loan gidc ngu gap thudng xuyén.

- C6 18 bénh nhan bi dét bién gen chiém
56,2%. Trong do ty 1& dot bi€én GBA cao nhat.
Pay la mot trong cac gen gay bénh Parkinson
khai phat s6m. Xét nghiém di truyén co thé hiu
ich trong trong viéc tu van di truyen d6i véi bénh
nhan Parkinson khdi phat s6m va cé thé gitp hd
trg chdn doan phan biét, duv doan tién lugng
bénh va dap (ing vdi diéu tri
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Cac bénh nhan dugc diéu tri trang thai cai rugu co
thé xudt hién mot sO bién chufng nguy hlem de doa
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giat... O Viét nam, cac nghién clfu vé tién lugng cua
trang thai cai rufdu con han ché. Muc tiéu nghuen
clru: mo ta dic diém 1am sang va phan tich yéu t&
tién lugng trang thai cai rugu trén bénh nhan diéu tri
noi tra. Poi tugng, va phuang phap nghién ciru:
nghién ctu mo ta cat ngang 71 bénh nhan dugc chan
doan trang thai cai rugu theo tiéu chuan ICD 10 diéu
tri ndi trd tai Bénh vién Bach mai tir thang 08/2020
dén thang 06/2021. Két qua: 100% bénh nhan I3
nam gigi, triéu chdng run chiém 98,6%, va md hoi
97,2%, mat ngu 98,6%, tang huyét ap va mach
nhanh 70,4%; tién s sang rugu lam tang nguy cg
sang c6 y nghia thdng ké (p<0,001); gidam kali mau
tang nguy cd sang (OR:0,4; CI95% 0,1-0,9; p=0,04);
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