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Thuc trang chan doan va quan ly
bénh nhan teo co tuy tai Viét Nam

Vi Chi Ding, Nguyén Ngoc Khanh
Bénh vién Nhi Trung uong

Khoa Di truyén 1dm sang va Liéu phap phan tu,

Trung tdm NGi tiét, Chuyén hoa, Di truyén va Liéu phap phan ti

TOM TAT

Teo co tay la bénh than kinh co di truyén lin
nhiém sic thé thudng (5q13). Ty 1é méi mic bénh
12 1/10.000 tré dé s6ng va tin s6 ngudi mang gen
trong cong dong la 1/50. Bénh dugc chia thanh 4
thé dya trén tudi khai phat va kha nang van dong.
Thé I (bénh Werdnig-Hoffmann), céc triéu ching
xudt hién ti lic sinh dén 6 thang tudi va chiém ty
1¢ 16n (khoing 60%); thé II triéu ching bat dau
tti 6 dén 12 thang tudi; thé III (bénh Kugelberg-
Welander) thudng khai phét bénh tir2 dén 15 tudi;
va thé IV thuong khoi phat ¢ ngudi 16n. Nguyén
nhén ctia bénh la do thodi trién cic noron van dong
alpha cua sting trudc tiy song. Bénh nhidn mac
bénh c6 mit doan déng hgp ti exon 7 gen SMN1
ma hoéa cho protein séng con ctia neuron van dong
(chiém 98% bénh nhan SMA). Truéc nim 2016,
bénh nhéin chi dugc diéu tri triéu ching véi sy
phdi hop da chuyén khoa: phyc hoi chiic nang,
ho hép, dinh duéng, di truyén, than kinh. Mot s6
thudc diéu tri dac hiéu da dugc Co quan Quan
ly Thyc phdm va Dugc phdm Hoa Ky phé duyét:
nusinersen (Spinraza) nim 2016, va liéu phép gen
tri liéu Zolzensma nam 2019 hién mang lai hiéu
qua cai thién kha ning vin dong, ho hdp va chit
lugng song ctia bénh nhan SMA, mic di kha nang
ti€p cén thudc con han ché. D@ liéu bénh nhan
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SMA dugc chdn dodn, diéu tri va quan ly tai Bénh
vién Nhi Trung uong trong 20 nam (2002-2022)
bao gém 721 bénh nhan. Trong s6 nay c6 191 bénh
nhan dugc chin doén trong S nim gén day (2016-
2021). Phan bé cic thé 1am sang ctia 191 bénh
nhan bao gém: 66 (34,6%) thé I; 86 (45,1%) thé 1,
va 39 (20,3%) thé I1L. Tién sti gia dinh c6 42 (22%)
tré c6 anh/chi em ru6t mic SMA. Tudi chian doan
trung vi ctia thé I, II va III tuong ting 1a 4,5 thang;
2 tudiva S,5 tudi. Tién trién bénh nhan SMA thé
I nang nhit: 87,2% tu vong véi tudi trung vi 10,5
thdng do viém phdiva suy ho hdp; 53% SMA thé I11
ngoi c6 ho trg; 56,4% SMA thé I1I khong di dugc.
Ty 1é cong veo cot song thé I, I va 11 1an luct tuong
ung la 75%, 74% va 56%. Liéu phap gen thay thé
(gene replacement therapy) cho bénh nhan mic
SMA dugc bit dau ti thang 2.2021. Pén nay da ¢
23 bénh nhan dugc diéu tri bing phuong phap nay.
Trong bdo cdo nay, két qua ban dau vé cai thién van

dong, cic tdc dung phu cting sé dugc dé cap.

ABSTRACT

Update on Diagnosis and Management of
patients with Spinal Muscular Atrophy in
Vietnam

Spinal Muscular Atrophy (SMA) is a

neuromuscular disease caused by aloss or mutation

SO 34 - 20221 THAN KINH HOC VIET NAM | 55



PHIEN TOAN THE SANG

in the survival motor neuron 1 gene (SMN1)
on chromosome 5q13, which leads to reduced
SMN protein levels and a selective dysfunction
of motor neurons. SMA is an autosomal recessive,
early childhood disease with an incidence of
approximately 1:10,000 live births and carriers
is 1:50 in the population. Disease severity and
clinical prognosis depends on the number of
copies of SMN2. SMA is conventionally classified
into 4 phenotypes on the basis of age of onset and
highest motor function achieved. SMA Type 1
patients present with symptoms within the first
6 months of life and by definition never attain
independent sitting. In contrast, SMA Type 2
manifests within the first 18 months of life and
follows a slower disease progression as compared
to SMA Type 1. Children with SMA Type 2 are
able to maintain sitting unassisted but never walk
independently and have a life expectancy of 20-40
years of age. SMA Type 3 patients attain the ability
to walk unaided (Type 3a have onset <3 years of
age; Type 3b have onset > 3 years of age). SMA
Type4isanadult onset form of the disease. Recent
therapeutic advances have given hope to families
and patients by compensating for the deficiency
in survival motor neuron (SMN) protein via
gene therapy or other genetic manipulation. 721
Vietnamese patients with SMA during 20 years
(2002-2022) were diagnosed and managed at
the Vietnam National Children’s Hospital in
Hanoi. Among them, 191 cases were diagnosed
during recent S years (2016-2021). Subtypes
distribution of 191 patients were 66 (34.6%) type
1,86 (45.1%) type I1and 39 (20.3%) type 1L The
family history showed 42 (22%) children had a
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sibling with SMA. The diagnosed age of types I,
IT and III was 4.5 months, 2 years and 5.5 years,
respectively. Progression of SMA type I was the
most severe: 87.2% died at medium age of 10.5
months result from pneumonia and respiratory
failure. 53% SMA type III were assisted sitting.
56.4% SMA typeIll did not walk. The scoliosisrate
of SMA type I, Il and III were 75%, 74% and 56%,
respectively. In this report, the outcome of 23

patienst who received gene replecement therapy
will be highted.
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