MOT TRUOGNG HOP LOAN PONG KICH PHAT

Nguyén Thi Hiing*
NHAP PE

Loan dong kich phat (LDKP, Paroxysmal dyskinesia, dyskinesia paroxistique) la cic
dong tdc khong chii ¥, xuat hién ngiu nhién tirng dgt hay xuat hién bat ngd do c6
y&u td thiic ddy nhu van dong cé chi ¥, hoat dong kéo dii, ngi, stress, ca phé, tra,
mét mdi, néng hay lanh. PAy 12 mot loai r6i loan van dong c6 bi€u hién 1Am siang
kiéu ting dong (mda giat, loan trudng luc, mia vdn, mda vung) hay thit diéu. Lic
diu, LBDKP dugc phan loai dya vao thdi gian kéo dai clia con, y&u to thic ddy. Hién
nay, cdc nha r6i loan van dong thudng chon cdch phan loai LDKP theo yéu t6 thiic
ddy, triéu chitng 1am sing, thdi gian clia con va cin nguyén. Do d6, LDKP thudng
dugc phin lam 4 nhém: a) Loan van dong kich phit do lam ddng tdc (Paroxysmal
Kinesigenic Dyskinesia), b) Loan ddng kich phat khdéng do lam ddng téic
(Paroxysmal non Kinesigenic Dyskinesia), ¢) Loan dong kich phdt do van dong
(Paroxysmal exercise-induced Dyskinesia), d) Loan déng kich phdt khi ngua
(Paroxysmal hypnogenic Dyskinesia). Bon loai nay dudc phan chia thanh ti€u nhém
dua vao thdi gian clia con (< 5 phiit hay > 5 phiit) va theo cin nguyén c6 thé xdc
dinh: vo cin (tinh ch4t gia dinh hay tdn ph4t) hoic thi phdt (hay triéu ching).

Chiing t6i xin trinh bay 1 video clip ctia 1 bénh nhan bi rdi loan van dong kich phat
dang loan truong lyc (thudc loai LDKP do vdn dong). Pay la 1 bénh nhan 18 tudi,
cdch didy 3 nim bit diu cdc con co ciing co khi di, con kéo dai tir 30 gidy dén 1
phiit, bit diu & tay phdi sau d6 lan dén chan phai, c6 biu hién loan truong luc co
dang gip & cb chin va cdnh tay, kém theo triéu chitng dau, khong rdi loan cdm gidc
khdch quan, trong con bénh nhan phéi ding lai, khong mat y thic, khong rdi loan co
tron. Ngoai con kham than kinh khong ghi nhan bat thudng, bénh nhin da dudc chup
CT, MRI so ndo, cdt sdng ¢, dién ndo db lam nhiéu 1an khong ghi nhan bat thudng.

Bénh nhéan sanh binh thudng, khong c6 tién cin viém ndo. Trong thdi gian & Cin
Tho va & TP.HCM bénh nhan d3 dugc diéu tri bdi nhiéu loai thudc: an than kinh,
ting tudn hoan ndo, chong trim cdm, huéng thin kinh, nhung k&t qui khong kha
quan. 4 thang sau khi xu&t hién con (3-5 1an/ngay) bénh nhan bit diu c6 nhitng con
lién tuc (15-20 con mdi ngay) dnh hudng rat nhiéu dé€n sinh hoat hang ngay. Con
xud't hién khi khéi dong dong tidc hay khi di lai. Bénh nhin dugc diéu tri bing
clonazepam, s& 1an con xuat hién c¢é gidm di nhung vin con 5-10 1an mdi tudn, vi
clonazgram c6 tic dung budn ngd, tuong d6i khé tim thdy trén thi trudng nén 1
thdng sau, b&énh nhan dugc diéu tri thi bing Valproate de Sodium, 2 vién/ mdi ngay
thi thd'y s6 con thua dan, 2 tudn sau khi uéng thi b6t ra't nhiéu (5-6 con/tudn). Tir do,
bénh nhan vin dudc duy tri bing Valproate de Sodium 0,2g 2 vién/ngdy. Poi lic
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con loan dong kich phét xuat hién khi ¢6 stress, mat ngli nhung khong trim trong
nhu luc trude.

LUGQC SU CUA LDKP:

Gowers 1a tic gid ddu tién md td LDKP vao nim 1885 & 2 tré em xuit hién “con
kich phat do lam dong tic” ma khéng bi mat y thic. Quan di€ém vé “con mia giat -
von kich phét c6 tinh cht gia dinh” dugc dé xudt bdi Mount va Reback nhin mot
trudng hgp bénh nhan nam 23 tudi c6 cdc con dang loan truong luc tu th€ k&t hgp
véi dong tdc mda gidt - von xuat hién ti nién thi€u, con kéo dai khodng vai phit
dén 2 gid, v6i cdm gidc mét mdi hay di cdm xuat hién trudc, Mount khong ghi nhan
c6 rung giat co (mouvement clonique), cin ludi, mit y thic, ti€u trong quan & bénh
nhan nay va di€ém mau chdt 12 phat hién thém 1 thanh vién trong gia dinh c6 loan
dong kich phat.

T4c gid mo t3 LDKP xuat hién do mot dong tic dot ngot, dau tién 13 Kertetesz trén
10 cas & tap chi Neurology 1997. Con Lance dd phan loai LBDKP thanh 3 nhém:
LDKP do lam dong tic, LDKP khong do lam ddng tic LPKP do van dong. Con
chitng veo c¢d co thit kich phdt lanh tinh (torticolis paroxystique bénin de I’enfance)
& tré em 12 con veo cd kich phat dang nghiéng kéo dai vai phit d&€n vai ngay, xdy ra
& tré em vai thang tudi d€n 2-3 nim, sau ciing dugc cho 13 loai LDKP khong do lam
dong tdc. Horner va Jackson 1a cdc tdc gid ddu tién bdo cdo vé LDKP x4y ra trong
lic ngli. Su nghi ngd vé ban chi't dong kinh clia rdi loan nay di dugc chitng minh
bdi cdc bat thudng trén dién nio db tai viing trdn giita (region frontale mesiale) tir
dé dua dén gia thuyét vé su phdt tdn cdc hoat dong dong kinh tir viing trdn d&€n hach
nén dua trén cdc dudng lién hgp trong gidi phiu hoc. Mot s 16i loan kich phit khdc
it gip hon 1a “r6i loan nhdy dung” (hyperkplexie, maladie du sursaut) 12 mot ddp
ing van dong thdi qua ddi v6i mot kich thich, c6 thé kém véi mat ¥ thic va con
nhiéu ban luan vé ban chat sinh Iy hay bénh 1y ctia van dé.

Téc gid Parker diu tién da md td 6 bénh nhan trong 4 gia dinh c¢é con “thit diéu
kich phdt vo cin” x4y ra & do tudi 20-30, day 1a cic con mat thing biing va rdi loan
van ngdn ngin (30 gidy d&€n 30 phiit) c6 kém cdc dau hiéu tién tinh ti€u nio. Piéu
tri thanh cong cdc con nay biing Aceta zolamide, va cdng hudng tir quang phS cho
tha'y su gidm ro pH & mo tiéu nio da gdi y dén rdi loan héa sinh hoc clia loai LDKP
ndy. Sau cling, mot sd r6i loan it gip khic c6 thé ciing c6 mot mdi lién hé véi
LDKP nhv van dong chu ky trong gidc ngti (chl y&u & chi dudi), hdi chitng Sandifer
(con nghiéng diu & tré em do hién tugng trao ngugc da day - thyc quin) hay con
kich ph4t nhuéng mit lanh tinh & tré em (Paroxysmes benin d’elevation du regard).

LDPKP VO CAN:

Trong khodng 5 nim gin day, cdc ti€n bd vé sinh hoc phan ti di gidp cdc nha 1am
sang sap lai cdch phan loai dva trén cdc dau 4n di truyén cho mdt s& bénh, dic biét
ca LDKP.

1. LPKP do dong tac (PKD):
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Con x4y ra vao tudi nién thi€u va gidm din khi trudng thanh. Con c6 thé xui't hién
dot ngdt khi khéi dong mot dong tic hay thay ddi toc do dong tic. Con thudng xuit
hién & nira ngudi, c6 thé dé€n ca chuc d&€n 100 1an/ ngay hay 1 thdng, y&u t& thuan
1gi 12 stress. Bénh di truyén theo ty nhiém sic thé troi, ty 1& Nam/Nit 1a 4/1. Bénh
nhin thudng ddp Gng vdi liéu thap thudc chdng dong kinh nhu Diphenyl hydantoine,
Carbanazepine... Mot s& bdo cdo cho thdy LDKP nay cé thé két hgp véi mot s6
trudng hgp dong kinh & tré em (ki€u hinh k&t hgp) hay & cdc bénh nhan bi con thit
diéu type 1, lién k&t gien: 16P11-2-q12.1(15)

2. LDKP khong do dong tac (PNKD):

Con xuit hién ngiu nhién, c6 ban chat loan truong lyc nhiéu hon. C4c y&u t& thuan
1gi 12 alcohol, ca phé, mét mdi, stress, c6 thé kéo dai 6 d&€n 8 gid va tin sudt thap
hon PKD (3 con/ngay). Van dé diéu tri con nhiéu ban luin, c6 tic gid cho 1a thudc
chong dong kinh c6 hiéu qua thdp va st dung levodopa, mdt sd tac gid Phdp lai ghi
nhan hiéu qua cta Clonazepam hay Gabapentine.

3. LDKP do vin dong:

Pugc mo td 1an dau tién bsi Lance vao nim 1977, loai rdi loan nay thudng xuit
hién do van dong kéo dai nhu di, chay va wu thé & chi dudi. Tan sudt va thdi gian
con § dang trung gian giita 2 loai PKD va PNKD. C6 ghi nhan loai LDKP nay két
hdp v6i bénh loan truong luc co tay khi vi€t (crampe des I’érivains) hay dong kinh
viing trdn § mot gia dinh. Lién k&t gien:16P12-11.2. Piéu tri con nhiéu ban luin véi
céc thudc chong dong kinh, Levodopa.

4. LDKP khi nga:

X4y ra trong gidc ngd, c6 thé kém véi mot s6 r6i loan gidc ngd nhu con hodng loan
trong dém, r6i loan chu ky ngi. Mot ty 1& 16n loai LDKP nay xdy ra & cdc gia dinh
c6 bénh nhan bi dong kinh thlly trdn (mesial frontal lobe seizures) ddp dng ot véi
thudc chong dong kinh.

LOAN PONG KICH PHAT THU PHAT (hay LPKP triéu ching)

Mot s& bénh 1y ndo bd dugc cho 1a nguyén nhian cia LDKP nhu xo ciing rdi rac do
c6 cdc tdn thuong hliy myelin rdi rac trén dudng din truyén van dong ma bi€u hién
1am sang thudng 12 dang mia gidt-vdn kich phat hay thit diéu, yé&u t§ thic diy 1a
tinh trang ting thong khi. Piéu tri hiéu qud vdi carbamazepine, Acetazolamide,
thudc e ch€ calci. Mot s6 nguyén nhan khdc nhu chan thuong so nio, tai bi€n mach
mdu ndo, chin thuong than kinh ngoai bién, hoi chitng ving da nhin, viém ndo do
HIV, CMV migraine... hoic bénh 1y chuyén héa (suy gidp, rdi loan chuyén héa do
di truyén...) cling da dudc ghi nhan.

KET LUAN

Céc nghién cttu vé sinh hoc phin t& da gidp hi€u rd hon bénh sinh cia LPKP, su
lién k&t clia van dong bat thudng nay véi mot s§ bénh than kinh khdc. Mot s§ 16n
r6i loan nay lién quan dé€n gien tdng hop cic don vi protein clia kénh ion hay clia
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di€ém ti€p nhan mang & chd din truyén thin kinh. Co ch& nay c6 thé gidi diap mot
phan sy dap tng clia LDKP véi thudc chdng dong kinh hoic Acetazolamide. Céc
nghién cifu 1Am sang gin diy ciing huéng d&€n mdi tuong quan gitta LDKP va dong
kinh, con thi€u mdu nio thodng qua hay migrain va do d6 c6 thé dua dén gid thuyét
v& cd ch& bénh sinh tudng tu. Sy bat thudng vé chuyén héa & hach nén khio sit qua
PET va ddp tng tuong doi tdt cia mot s6 LDKP vdi levodopa hay tetrabenazine
ciing ggi ¥ mot sy bat thudng ctia hé Dopaminergic trong mot s6 dang LDKP
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