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BENH TEO CO TUY SONG

(The spinal muscular dystrophies — SMAS)
I. PAI CUONG:

1. Dinh nghia:

- SMAs la mot nhém bénh gy ra bsi nhitng réi loan di truyén ldn nam trén nhidém sic
thé thuong 5q11.2-13.3, dic trung boi su pha hity té bao van dong sd 2 nim & sing
trude tiry song.

- Cac bat thuong gen giy SMAs da duoc xac dinh:

+ SMN (survival motor neuron) gdm SMN1, SMN2. Hon 95% cac truong hop SMA
c6 bat thuong gen SMN1 do dot bién dit doan exon 7, exon 8.
+ NAIP (neuronal apoptosis inhibitory protein): gen giup diéu hoa chét té bao theo
chuong trinh:
" (+) 45% SMA |
» (+) 18% SMAII, I
+ BFT2g44 (+) 15% SMA
2. Phan loai:
C6 nhiéu cach phan loai SMAs dua trén tudi khoi phat, dac tinh di truyén, dic diém
lam sang... theo Emery, Pearn, ISMAC (International SMA Consortium System).
Trong d6 ISMAC duoc chap nhan va sir dung nhiéu nhat

- SMA I: thé nhii nhi sém hay bénh Wernig-Hoffman

- SMA II: thé nhii nhi mudn

- SMA III: thé thiéu nién hay bénh Kugelberg-Welander

- SMA IV: thé nguoi 16n

Il. LAM SANG - CAN LAM SANG
1. Tién sir gia dinh: c6 ngudi mic bénh tuong tu
2. Biéu hién 1am sang:
- Yéu co, giam truong lyc co, giam hoic mat phan xa gan xuong, rung giat thd co, teo
CO.
- Khéng rbi loan chirc ning khac cia ndo, khong anh hudong dén chi s6 thong minh,
tam than.
3. Bénh canh 1Am sang tay theo thé bénh:
- SMA:
+ Lam sang:
= Khoi phat trude 6 thang tudi, hon 95% biéu hién dau hi¢u 1am sang luc 3 thang.
= Giam truong luc co toan bo, yéu co tién trién nang dan, khong thé ngdi, nam tu
thé chan éch, 16ng nguc hinh chudng. ..
= Khoang 30% ghi nhin c6 giam cir dong thai.Mat phan xa gin xwong, cam gidc
binh thuong.
+ Men co: binh thuong.
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= Chan doan: 1am sang, dién co, bat thudng gen;
= Tién luong x4u nhat: ty 18 tr vong cao do viém phdi, suy ho hap. Tubi tho trung
binh 7 thang, hon 95% tir vong trudc 18 thang.
- SMAII
+ Lam sang:
= Khoi phat bénh 6-18 thang, 13 thé bénh thuong gip nhat chiém khoang % céc
truong hop SMAs.
= Cham phat trién van dong, khong thé tu ngdi, khong ding duogce sau 1 tudi.
= Rung giat tho co, gia phi dai co, bién dang xwong khép, viém phoi, suy ho hap.
= Men co thuong binh thuong.
+ Chén doan: 14m sang, dién co, men co, bit thudng gen
+ Tién lwong: tudi tho 2-30 tudi, ty 1é song sau 2, 4, 10 ndm cé thé 100%, 100%,
98%.
- SMA I
+ Lam sang:
= Kho1 phat sau 18 thang;
» Yéu co géc chi tién trién, co thé dtng, di, kho khan khi thuc hién cac dong tac
tinh vi;
= Gia phi dai co, rung giat tho co;
= Men co thudng ting cao nén can chan doan phan biét véi cac bénh co khac.
+ Chan doan: 1am sang, dién co, men co, bat thudng gen, sinh thiét co.
+ Tién luong: bénh dién tién cham, bénh nhan c6 cudc séng gﬁn nhu binh thuong.
- SMA IV
+ Khoi phat tré, sau 30 tuoi.
+ Lam sang giéng SMA III, dién tién lanh tinh, bénh nhan c6 cudc sdng gan nhu
binh thuong.

I11. CHAN POAN
1. Chan doan xac dinh: dua vao lam sang, men co, dién co, ti€u chuan vang la xac
dinh bét thuong gen.
2. Chan doan phén biét
- Nhém bénh khéi phat sém (SMA 1, 11 ) cAn phan biét:
+ Loan dudng chét tring
+ Down syndrome, Marfan syndrome
+ Nhiém d6c Botulinum
+ Réi loan chuyén hoa
+ Nhuoc co bam sinh, nhuge co & tré so sinh.
- Nhom bénh khdi phat tré cin chan doan phan biét v6i bénh Becker, Duchenne.

IV.  PIEUTRI
- La bénh nang chua co6 bién phap diéu tri dac hi¢u.
- Piéu tri hd tro:
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+ HO tro ho hép, dat sonde da day nudi an...

+ Diéu trji bénh co hoi, thuong gip nhat 12 viém phdi

+ Chinh hinh: diéu chinh cac bién dang xuong khép (c6 thé diéu chinh dugc).

+ Bang xét nghiém gen ¢ muc d6 phan tr chan doan ngudi mang gen bénh, chin
doan trude sanh phat hién thai nhi bit thuong dé ngin ngira giam ti 16 méc bénh.

V. TIEU CHUAN NHAP VIEN — XUAT VIEN:

Chi dinh nhap vién va xuét vién phu thudc vao d6 nang cua bénh co hoi kem theo.

VI. THEO DOI

- Tu van di truyén ca cha va me truéc khi mang thai néu trong gia dinh c6 nhiéu ngudi
bi yéu liét, bién dang xuong khdp hay da co con xac dinh SMA.

- Vat ly tri liéu ho hap, van dong dinh ky giup cai thién cac bién chung:Viém phdi,
bién dang cot séng, bién dang khép, suy ho hép.




