TAP CHi NGHIEN CU’U Y HOC

DANH GIA CHU’C NANG VAN PONG CUA
BENH NHAN TEO CO TUY SONG

Nguyén Thij Hang, Vii Chi Diing va Nguyén Ngoc Khanh™**
Bénh vién Nhi Trung wong

Teo co tiiy sbng (spinal muscular atrophy - SMA) la bénh ly thén kinh co di truyén I&n nhiém séc thé thuong,
dac trung bdi yéu va teo co toan than, tién trién ndng dan tdi tan tat va tr vong. Pé danh gia chirc ndng van
déng cua bénh nhan SMA, céc thang diém thuong duoc siv dung bao gém: thang diém Hammersmith Infant
Neurological Exam Section 2 (HINE-2), thang diém Hammersmith va thang diém Revised Upper Limb Module
(RULM). Nghién ctru nay st dung céc thang diém néu trén dé lwong gié chirc ndng van déng & 121 bénh
nhan da duoc chédn doan xac dinh SMA tai Bénh vién Nhi Trung wong ttr thang 1/2021 t6i thang 8/2023. Két
qua: diém sé trung vj thang diém HINE-2 thdp nhéat & nhém bénh nhan SMA | (3 diém) va cao nhéat & nhém
SMA Il (22,5 diém); vé&i thang diém Hammersmith, diém sé trung vi ctia nhém SMA Il 1a 17 diém, diém trung vi
nhém SMA Ill 1a 41 diém va khéng cé sw khac biét gitka céc nhém tubi. Tuong tw véi thang diém RULM, diém
sé trung vi nhém SMA Il 13 17 diém va nhém SMA Il 1a 26 diém, bét ké Itra tudi. Két luan: nhém bénh nhan
SMA | ¢6 diém sb thang diém van dong thép nhét, nhém bénh nhédn SMA Il va SMA Ill ¢6 diém sé thang diém

van dong cao hon. Piém sbé céac thang diém cao hon khi bénh nhan dat duoc kha ndng van dong cao hon.

Twr khéa: Teo co tay sc‘)ng, HINE-2, Hammersmith, RULM.

I. DAT VAN DE

Teo co tly sbéng |a bénh ly di truyén than kinh
co nghiém trong dwoc mo ta lan dau tién vao
nam 1890 b&i Werdnig va Hoffmann."? Nguyén
nhan gay bénh do dot bién gen SMN trén
nhanh dai nhiém sac thé sb 5 (5q11.2-q13.3).
Nam 1995, gen ma hoa protein séng con cla
té bao than kinh van déng (SMN) duoc xac
dinh va gen nay bi dét bién la nguyén nhan gay
SMA.®* SMA anh hwéng dén cac co khap co
thé, thworng diém yéu & chan nhiéu hon & canh
tay. Bénh nhan SMA c6 hoat dong tri tué binh
thwong va nhitng bénh nhan mac bénh SMA
thwdng hoat bat va hoa déng.* Bénh teo co tuy
séng dwoc chan doan xac dinh bang phan tich
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gen lan dau tai Viét Nam tir ndm 2003. T&r d6
dén nay, chwa c6 nghién ctu ndo lvong hoa
danh gia chlrc nang van dong ctia bénh nhan
teo co tuy theo mot thang diém théng nhét tai
Viét Nam. Bénh vién Nhi Trung wong la noi
hién dang quan ly cong dén tr nam 2005 téi
nay trén 800 bénh nhan va mdi nam cé 40 - 50
bénh nhan mai. Bénh vién Nhi Trung wong da
thédng nhat chon thang diém HINE-2 danh gia
kha nang van dong cho bénh nhan SMA | va
thang diém Hammersmith va RULM danh gia
van déng cho bénh nhan SMA I, Il (dwa trén
khuyén céo ctia H6i cham séc bénh nhan SMA)
dé c6 co s& div liéu khoa hoc danh gia vé kha
n&ng van dong luc dén kham, tién trién tw nhién
cla bénh ciing nhu tién trién trong diéu tri.5¢
Do do, dé co thé lwong gia dwoc kha nang van
doéng ctia bénh nhan SMA, chung téi tién hanh
nghién ctru véi muc tiéu: Banh gia chirc nang
van déng ctia bénh nhan teo co tuy sbng.
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Il. POl TWUONG VA PHUONG PHAP

1. Déi twong

T4t ca bénh nhi dwgc chan doan xac dinh
bénh thoai héa co tdy tai Bénh vién Nhi Trung
wong tlr thang 1/2021 dén thang 8/2023.

Tiéu chuén Iwa chon

- C6 biéu hién l1am sang yéu co gbc chi tién
trién.

- C6 dot bién ddng hop tr mat doan hodc
mot alen dot bién mat doan két hop véi alen co
dang dét bién khac ctia gen SMN1.

- Tré dwgc danh gia chirc nang van dong
dwa trén cac thang diém HINE-2, Hammersmith
va RULM.

Tiéu chuén loai troe

Bao gdm céac tré SMA ma gia dinh ti chéi
tham gia nghién ctru hodc khéng day dd théng
tin can thiét.

2. Phwong phap

Thiét ké nghién ctru

Nghién ciru mét loat ca bénh, nghién ctru
mo ta cét ngang.

Bénh nhan dwoc chan doan 1an dau hoac
tai kham trong thoi gian tir thang 1/2021 dén
thang 8/2023.

Danh gia chlrc nang van dong ctia bénh nhan
bang cac thang diém HINE-2, Hammersmith,
RULM bé&i cac bac sy tai Trung tam Noi tiét,
Chuyén ho4, Di truyén va Liéu phap phan to
ma da dwoc tap huan qua céc Iép dao tao cla
the nghiém lam sang quéc té vé bénh teo co
tuy.

X ly sé liéu

Sé lieu dwoc quan ly, lwu tri trén phan mém
SPSS 20.

S& dung kiém dinh Mann-Whitney trén phan
mém SPSS 20.

Bién sé, chi sé nghién ctru

Bang 1. Cac chi s6, bién sé nghién ctru vé chirc ning van dong qua cac
thang diém van dong

Chi sé/ ) B Phwong phap . Phan
TT .z Pinh ngh D hu th
S Bién sé ihh hghta thu thap ung cythuthap -
Go6m 8 chi tiéu, diém sb
x mdi chi tiéu ttr 0 - 3 hodc Quan sat, y
Thang diém 2 3 Lz , . Bién
1 HINE-2 0-4. Tong diem toi da danh gia - (i rac
la 26. Ap dung cho SMA i
type I.
Gom 33 chi tiéu, diém Tam tham, ghé diéu
Thana didm sd mdi chi tiéu ttr 0 - 2. Quan sat, chinh dwoc do cao, Bién
2 Hamr?qersmi 4 Téng diém t6i da la 66. danhgia  chuthang4bacco
Ap dung cho SMA type tay vin, thwée, bang i
Ilvalll. dinh den.
Ban diéu chinh dwoc
Gdm 20 chi tiéu, diém sb 3;’ g:s\:g:" ?fé:”é”uct
. mbichitiéutr0-2hosc  Quansat,  oooan oo oM Bién
Thang diém 2 3 ks , . chi, dong xu bang .
3 0-1.Tong diém toi da danh gia . , roi rac
RULM R R 2 .. ., nhwa, coc nhwa, cac
Ia 37. Dung dé danh gia L X
van dong chi trén loai qua can,qua ta
AN €ong : 5009, hop ziploc, dén,
tor gidy A4.
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lll. KET QUA

1. Piém sbé cua cac thang diém van dong &
cac bénh nhi mic cac kiéu hinh SMA

3. Pao dirc nghién ctru
Toan b théng tin nghién ctru dwoc hoi ctru
tir ho so bénh an, cac théng tin dwoc bdo mat.

Bang 2. Diém s6 cua cac thang diém van dong & cac kiéu hinh SMA

x SMA | SMAII SMA Il
Thang diém p
(n =32) (n = 65) (n=27)
Tz Trung vi
Thang diem . 3 14 22,5
(Interquartile 0,04
HINE-2 (2,0-5,5) (10,0 - 18,0) (19,5 - 23,5)
range - IQR)
Thang diém Trung vi 17,0 41,0 <0.01
Hammersmith (IQR) (13,0 - 28,0) (40,0 - 43,0) ’
Thang diém Trung vi 17,0 26,0 <0.01
RULM (IQR) (11,0 - 22,5) (25,0 - 28,0) ’
2. Thang diém Hammersmith theo nhém tubi
Bang 3. Diém sé cua thang diém Hammersmith theo nhém tudi
2 MA Il MA Il (IQR
Nhom tuoi S . S _( QR)
Trung vi (IQR) Trung vi (IQR)
2 - 4 tudi 15,5 (9 - 31,5) 40,5 (39,5 - 42)
5 - 7 tudi 15 (13 -18) 40 (38 - 41,5)
8 - 10 tudi 18 (15 - 28) 43 (41 - 44)
> 10 tubi 24 (24 - 24) 42 (40 - 44)
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Biéu do 1. Piém sb6 thang diém Hammersmith theo tudi
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3. Thang diém RULM theo tudi

Bang 4. Diém s6 cua thang diém RULM theo nhém tuéi

. 2. SMAII SMAIII
Nhom tuoi . .
Trung vi (IQR) Trung vi (IQR)
2 - 4 tudi 15,5 (11 - 23) 26,5 (25,5 - 27,5)
5 - 7 tubi 14,5 (10 - 20,5) 25,5 (23,5 - 26,5)
8 - 10 tudi 18 (12 - 22) 28 (26 - 28)
> 10 tudi 17 (17 -17) 27,5 (25 - 30)
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Biéu do 2. Diém s6 thang diém RULM theo tudi

4. Cac thang diém van dong & cac méc van dong quan trong

Bang 5. Diém sé cua cac thang diém van déng & cac bénh nhi SMA cé
cac méc van dong quan trong

P HINE-2 Hammersmith RULM
Moc van dong . . .
Trung vi (IQR) Trung vi (IQR) Trung vi (IQR)
Gilr duwoc cbd 4,5 (4 -6) - -
Ngdi dwoc 8,5 (6 -10) 55 (5-6) 8,5(8-9)
Png duoc 14,5 (12 - 20) 17 (13 - 28) 17 (11 - 20)
bi dwoc 21 (17 - 23) 40 (36,5 - 41,5) 25,5 (23,5 - 27)

IV. BAN LUAN

Trong nghién ctru clia chung t6i, chrc nang
van dong cia nhém SMA | ¢6 sb diém trung vi
la 3 diém (2 - 5,5) dbi véi thang diém HINE-2,

nhém SMA Il ¢6 diém trung vi la 14 diém (10
- 18) va SMA Il c6 diém trung vi la 22,5 diém
(19,5 - 23,5). Thang diém Hammersmith dwoc
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duing dé danh gia strc manh chi trén, chi dwdi va
strc manh co than. Thang diém RULM danh gia
strc manh cla chi trén cling nhw kha nang van
déng chinh xac. Ca 2 thang diém Hammersmith
va RULM khéng ap dung cho nhém SMA 1. Két
qua trong nghién clru cla chang t6i, diém sb
trung vi clia thang diém Hammersmith & nhém
SMA Il 14 17 diém (13,0 - 22,5), diém trung
vi nhém SMA Il 1a 41 diém (40,0 - 43,0); ddi
véi thang diém RULM, diém sbé trung vi nhém
SMA Il & 17 diém (11,0 - 22,5) va diém trung
vi cia nhém SMA 111 1& 26,0 diém (25,0 - 28,0).
Két qua nghién ctu nay cla ching t6i twong
nghién ctru ciia Marika Pane va cong sw (2019)
danh gia hiéu qua clha Nusinersen trén bénh
nhan SMA [, nghién ctu trén 85 bénh nhan
SMA | d6 tudi tr 2 thang dén 15 tudi 11 thang,
két qua nghién ciru cho thay diém sb trung binh
thang diém HINE-2 clGa cac bénh nhan thoi
diém trwdc diéu tri la 0,69 diém (0 - 5).7 Mot
nghién clru khac clia Lena S va cong sw (2020)
danh gia hiéu qua ctia Nusinersen trén 21 bénh
nhan SMA Il va 23 bénh nhan SMA lII, diém
sb trung vi thang diém Hammersmith thei diém
trwdic diéu tri dbi véi nhom SMA 11 1a 19,4 diém
(2 - 33) va 48,6 diém (27 - 64) dbi véi nhém
SMA 111.8 V&i diém sb thang diém RULM, trong
nghién clru cGa chang t6i diém trung vi nhém
SMA Il 1a 17 diém va SMA IIl 1a 26 diém, két
qua nay co6 khac biét v&i nghién clru cua tac
gid Pera va cong sw (2019).° Trong nghién ctru
clia tac gia Pera, diém trung vi nhom SMA Il 14
14,8 diém, diém trung vi nhom SMA IIl 1a 27,4
va 34,2 (nhém llla va lllb). Sy khac biét nay co
thé giai thich do tudi bénh nhan trong nghién
clru tac gia Pera (2,7 - 49,7 tudi) cao hon trong
nghién ctru clia chung toi.

Khi phan tich diém Hammersmith theo tubi
(bang 3) va diém sé RULM theo tudi (bang 4)
& ca hai nhom SMA 1l va Il chung t6i cling ghi
nhan diém sb ctia SMA Ill cao hon so véi SMA
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Il va cac diém sb van dong khong gidm khi
nhém tudi dwoc danh gia tang 1én. Piéu nay c6é
thé giai thich do kha nang van dong tbi da trong
mdi nhom SMA 1l va SMA 1l 1a nhw nhau, khi
cac tré véi cac do tudi khac nhau khi dwoc chan
doan da co cac triéu ching twong tw nhau. Tuy
nhién, day 1a nghién clru c&t ngang va chua
phai di¥ liéu van déng theo ddi doc cula tirng
ngudi bénh dé danh gia dinh ky nén cac di
liéu chwa du dé két luan vé mic do tién trién
ndng dan vé chlrc ndng van dong clia cac ddi
twong nghién ctu. Két qua trong nghién ctru
cla chung tdi twong déng két qua cla cac tac
giad khac trén thé gidi, nghién clu Stimpson
va cong sy (2023) nghién ciru sw thay déi vé
diém Hammersmith trong 2 ndm & cac nguoi
bénh SMA Il va Il khéng dwoc diéu tri bang cac
thudc ddc hiéu. Nghién ctru tién hanh trén 177
ddi twong. Két qua nghién ctru cho thay sw 6n
dinh vé& diém van dong & nhém SMA Il va lllb &
céc Ira tudi I&n hon. Coratti va cong sw (2022)
st dung thang diém RULM danh gia sy thay
dbi chirc nang van dong trong 24 thang theo doi
cho 107 ngwoi bénh (54 SMA Il va 53 SMAII)."
Céac tac gia cling ghi nhan la khéng co sw khac
biét gitra cac phan nhém theo tudi.

Déi véi nghién clru cla chang toi, diém sb
thang diém van déng cao hon khi tré cé cac mbc
van déng cao hon (bang 5). Két qua nay twong
dwong cac nghién clru cla tac gia Stimpson va
cbng sy (2023), Coratti va cdng sw (2022) cac
thay ddi theo xu huéng xau dwoc ghi nhan dbi
vé&i nhém SMA 11, SMA Il mét kha nang di lai va
dang tién trién nang dan va ciing & nhém SMA
Il khdng c6 kha ndng ngdi. ™"

V. KET LUAN

Nhém bénh nhan SMA | c6 chirc nang van
dong kém nhat véi diém sb cha thang diém
van dong HINE-2 trung vi la 3. Nhém bénh
nhan SMA Il c6 chrc nang van tét nhat voi
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diém sbé thang diém van dong HINE-2 trung vi,
Hammersmith trung vi va RULM trung vi 1a 22,2;
41 va 26. Nhém bénh nhan SMA Il cé chic
nang van dong trung binh véi diém sé thang
diém HINE-2 trung vi, Hammersmith trung vi ,
RULM trung vi la 14, 17 va 17.
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Summary

MOTOR FUNCTION ASSESSMENT IN SPINAL MUSCULAR
ATROPHY PATIENTS

Spinal muscular atrophy (SMA) is an autosomal recessive neuromuscular disorder caused
by mutations in the survival motor neuron (SMN) gene on chromosome 5q13. The condition is
characterized by generalized muscle weakness, atrophy, and ultimately, disability and death. The
Hammersmith Infant Neurological Examination Section 2 (HINE-2), the Hammersmith Functional
Motor Scale (HFMS), and the Revised Upper Limb Module (RULM) are commonly used to assess
motor function in SMA patients. This study aimed to evaluate motor abilities using these assessment
tools in 121 SMA patients with confirmed diagnoses at the Vietnam National Children's Hospital from
January 2021 to August 2023. Results: The lowest median HINE-2 score was in the SMA | group (3
points), while the highest was in the SMA IIl group (22.5 points). Regarding the Hammersmith scale,
the median scores for the SMA Il and SMA Il groups were 17 points and 41 points, respectively, with
no difference between age groups. Similarly, on the RULM scale, the median scores for the SMA
Il and SMA 1l groups were 17 points and 26 points, respectively, regardless of age. Conclusion:
The SMA | group had the lowest motor function scores, while the SMA Il and SMA Ill groups
demonstrated higher scores. Higher scores on the scales corresponded to greater motor abilities.

Keywords: Spinal muscular atrophy, HINE-2, Hammersmith, RULM.
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