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tan suét thdp va déu dudc diéu tri ndi khoa 6n
dinh va phuc h6i hoan toan. Ngoai ra, nghién
ctu cling khong ghi nhan cac bién ching
nangnhu: chdy mau & bung hay miéng néi, tor
vong, rd miéng ndi gy viém phlc mac phai md
lai, ti€u khdng tu’ chd, hep ‘miéng ndi va cac bién
chirng toan than. Nhu vay, co thé thdy trén
nerng bénh nhan cao tudi vdi cac bénh dong
mac phdi hgp, bién chirng hau phau nhin chung
khéng dang k& va bénh nhan cé thé phuc hodi
hoan toan. Trong nghién ctru cua chdng toi, thay
nhém nguGi >80 tudi cb ty 1é bién chirng chung
sau phau thuat cao hon (25%) so vGi nhdm tudi
60 — 69 tudi va 70 — 79 tudi. Tuy nhién su khac
biét nay khéng cé y nghia thong ké (p = 0,416),
nguyén nhan cé thé do s6 lugng BN trén 80 tudi
khong nhiéu, va ti 1€ bién chirng chung cua ca
quéan thé nghién clu cling thap.

V. KET LUAN

Phau thudt ndi soi 3D cdt doan truc trang, vét
hach trén nhdm bénh nhan cao tudi mac ung thu
truc trang co thé tién hanh thuén Igi, véi thoi
gian phau thuat nhanh chong, trung binh 1a133,6
phut Khong co tai bién xay ra trong phau thuat,
va ti 1& bién chiing sau phau thuat thap (8,4%).
DPong thai, phuong phap nay cling van dam bao
dugc yéu cau vé mat ung_thu' hoc V@i ti 1€ dién
cat am tinh 13 100% va s6 lugng hach vét dugc
trung binh 1a 12,3 hach. Phau thuat néi soi 3D
nén dugc su dung thudng quy trén nhém bénh
nhan ung thu truc trang 16n tudi ¢ chi dinh
phau thudt dé t6i uu hod Igi ich va giam thiéu

nguy cd cho bénh nhan.
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cla cd quan BHYT. Pdi tugng va phuong phap
nghién cilru: Nghién clfu mod ta cat ngang, thuc hién
thong qua viéc hoi clru dif liéu tir hO sd bénh an ngudi
bénh Thalassemia diéu tri noi tra tai tinh Lam Dong
trong giai doan 2019-2021. Chi phi tryc ti€p y t€ dugc
tinh toan dua vao don gid cia BHYT nam 2021. M6
hinh du bao chi phi dugc xay dung va danh gia béng
perdng phap Bayesian Model Averaging (BMA). Két
qua Trong 348 lugt diéu tri ndi trd dugc dua vao
mau ngh|en ctu, 72,1% lugt diéu tri c6 s ngay ndm
vién la 1 ngay, 86 8% luot didu tri khong c6 bénh kem
theo, 54,0% lugt d|eu tri 1 ngudi bénh mic bénh thé
B- -thalassemia. Trung binh, ngudi bénh phai tra
2.262.000 VND cho mot Iu’(jt diéu tri noi trd. Két qua
tlr mo hinh du bao chi phi truc ti€p y t€ ghi nhan cac
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yéu t6 vé dd tudi, gidi tinh, s ngay ndm vién, bénh
kém theo cd lién quan truc ti€p dén chi phi truc ti€p y
té trong diéu tri ndi trd bénh Thalassemia (Chi phi mét
dot diéu tri=exp[14,135 + 0,255 *(=6 tudi) +
0,092*(Nir) + 0,404 *(Nam vién >1 ngay) + 0,449
*(C6 bénh kem)]). Két luan: Két qua nghién ctru da
cung cap thong tin phan tich va du bao chi phi truc
tiép y té trong diéu tri ndi trd bénh Thalassemia theo
quan diém cua cd quan BHYT, tao minh chlfng cho cac
nha hoach dinh chinh sach trong viéc xay dung va
hoan thién chinh sach y t€, ti€n dén hoan thanh muc
tiéu bao phl y té toan dan tai Viét Nam.

Tur khoa: Thalassemia, chi phi truc ti€p y t€, diéu
tri nGi trd, BHYT.

SUMMARY
DIRECT MEDICAL COST OF THALASSEMIA
TREATMENT IN VIETNAM FROM THE
VIETNAM SOCIAL HEALTH INSURANCE

PERSPECTIVE

Objectives: This study examined and forecasted
the direct medical cost of Thalassemia treatment for
inpatients from the Vietnam Social Health Insurance
perspective. Materials and methods: This cross-
sectional study was conducted by collecting medical
records from patients who received Thalassemia
treatment between 2019 and 2021 in Lam Dong
province, Vietnam. Treatment cost was adjusted to be
expressed in Vietnam dong in 2021. To determine the
most appropriate  model to forecast Thalassemia
treatment costs, Bayesian Model Averaging (BMA) was
applied. Results: A total of 348 cases were included
in this study, in which 72.1% required inpatient care
for one day, 86.8% reported no comorbidities, and
54.0% had B-Thalassemia. The average treatment
cost per case was 2.262.000 VND. The most
appropriate model for forecasting the direct medical
cost of Thalassemia treatment included age, sex,
number of days in inpatient care, and comorbidities
status, expressed as follows: 1-case direct medical
cost=exp[14.135+ 0.255 *(26  years old)
+0.092*(Female) + 0.404*(>1 day in inpatient care)
+ 0.449*(had comorbidities)]). Conclusions: The
findings of this study provided information regarding
the medical direct costs for inpatient treatment of
Thalassemia in the past three years along with the
most appropriate model to forecast the medical direct
cost per inpatient case in the future, from the Vietnam
Social Health Insurance perspective. These evidence-
based results can help healthcare managers and
policymakers formulate and improve health policies to
achieve universal health coverage in Vietnam.

Keywords: Thalassemia, direct medical
inpatient care, social health insurance.

I. DAT VAN DE

Thalassemia, hay con goi la thi€u mau tan
huyét badm sinh, 1a mdt trong nhitng bénh rdi
loan di truyén phé bién trén gidi, tap trung nhiéu
¢ vung bia Trung Hai, Trung Bong, Chau A, Thai
Binh Duang [1]. Thalassemia cé hai thé la a-
thalassemia va B-thalassemia, trong dd, Viét

cost,

Nam Ia qudc gia cd ty |é hién mac a-thalassemia
cao nhat Bong Nam A (51,5%). Tai Viét Nam,
Thalassemia gap & moi vung mién, cac dan toc
thi€u s6 mién ndi c6 ty 1& bénh cao hon [2].
Bénh Thalassemia gay thi€u mau tan huyét man
tinh tir nhe dén ndng, ngudi bénh cé thé phu
thudc vao truyén mau sudt ddi, lam ton thuong
nhiéu cg quan nhu gan, lach, tim mach va anh
hudng nghiém trong dén chat lugng s6ng cua
ngudi bénh, thé ndng cd thé dan tdi tr vong
sém. Ngoai ra, viéc phai diéu tri bénh ca ddi con
gay ra nhitng ganh ndng kinh t€ dang k& cho
ngudi bénh, gia dinh, va xa hoi. Nghién c(u
dugc thuc hién nhdm phan tich va xay dung mé
hinh du bao chi phi truc ti€p y té trong diéu tri
noi tri bénh Thalassemia tai Viét Nam theo quan
diém chi trd cla ¢ quan Bao hiém Y t& (BHYT),
tlr d6, cung cap nhitng thong tin lién quan dén
chi phi diéu tri bénh, ho trg cho cd quan quan ly
vé y té€ trong hoat déng hoach dinh chinh sach y
t€ va phan bd ngén sach dugc phl hgp véi thuc té,

Il. DOl TUQONG VA PHU'ONG PHAP NGHIEN CU'U

2.1. Thiét ké nghién ciru: Nghién clru mo
ta cadt ngang, thuc hién théng qua viéc hdi clu
toan b dif liéu tir h6 so bénh an ngudi bénh
dugc chan doan mac bénh Thalassemia (ICD10
= D56), <16 tudi, c6 BHYT, diéu tri ndi trd & co
sG y t€ thudc tinh Lam DOng trong giai doan
01/01/2019-31/12/2021, c6 BHYT. Nhing trudng
hgp diéu tri khdng c6 hd so luu hodc théng tin
h6 so khdng day du sé loai khoi mau nghién cuu.

2.2, C8 mau va phudng phap chon mau:
V@i phuadng phap chon mau toan bd, mau nghién
ctu chon dugc 348 lugt diéu tri thoa tiéu chi
nghién clfu va dua vao phan tich.

2.3. Thu thap dir liéu: Thong tin phuc vu
cho nghién clru dugc thu thap tir ho s bénh an,
bao gobm cac thong tin vé chi phi truc ti€p y t€
theo quan diém cua BHYT (chi phi khdm bénh,
mau, xét nghiém, ngay giudng, vat tu y té,
thudc, chdn doan hinh anh); va théng tin vé dac
diém ngudi bénh (tudi, giGi tinh, s6 ngay nam
vién, bénh kém theo, thé bénh, phéan loai chi tiét
th& bénh).

2.4. Tong hgp va xir ly dir liéu: DU liéu
sau khi thu thap dugc téng hop, chuén hoa, va
phan tich bang phan mém R phién ban 4.1.3. Chi
phi truc ti€p y t€ dugc tinh dua vao murc chi tra
cla BHYT nam 2021, gia tri chi phi dugc mo ta
theo gid tri trung binh va dd 1&ch chuan, gia tri
trung vi, t6i thiéu, t6i da cho mot lugt diéu tri ndi
tr0. Ca cau chi phi truc ti€p y té dugc mo ta theo
ty I& phan tram cua ting thanh phan chi phi. Gia
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tri chi phi s€ dugc mo td va so sanh theo cac
nhém ddc diém cta ngudi bénh, théng qua ki€ém
dinh Mann-Whitney, véi p <0,05 tuong Ung vdi
su’ khac biét cd y nghia théng ké. D€ xdy dung
mo hinh du bao chi phi, phuong phap Bayesian
Model Averaging (BMA) dudc lua chon, sir dung
hé s6 xac dinh R? gia tri thong tin Bayesian
(BIC), va xac suét hau dinh d&€ chon ra md hinh
du bdo t6i uvu nhat. Gia tri chi phi truc ti€p y té
dugc chuyén vé dang logarit co s6 e, sau dd loai
cac gia tri ngoai lai trudc khi ti€n hanh phan tich
du bao.

bénh Thalassemia cho ngudi bénh <16 tudi; véi
62,1% lugt diéu tri 1a ngudi bénh trén 6 tudi;
56,3% la nam; 54,0% lugt diéu tri la ngudi bénh
mac B-thalassemia; 86,8% khdng cé bénh kém
theo; 72,1% lugt diéu tri c6 s6 ngay nam vién la
1 ngay. Tubi trung binh cla ngudi bénh trong
mau nghién clu 1a 8,6 £ 5,3. S6 ngay nam vién
trung binh cla mét lugt diéu tri Thalassemia ndi
tr0 cla ngudi bénh trong mau nghién ctu la 1,5
* 1,3 ngay. Két qua so sanh chi phi truc ti€p y té
theo ddc diém ngudi bénh ghi nhan cd su’ khac
biét cé y nghia thong ké vé gia tri chi phi gilra
cac nhém nhém tudi, gidi tinh, s& ngay ndm

I1. KET QUA NGHIEN cU'U

3.1. Dac diém clia mau nghién ciru: Mau

nghién cu bao gom 348 lugt diéu tri ndi trd
Bang 3.1. Mé t3 dic diém mau nghién ciru va chi phi diéu tri bénh cua mdu nghién ciru

vién, va bénh kém theo (p<0,05) (Bang 3.1).

[ 8 ot — Chi phi (VND)
Pac diém dieu tri Tong chi phi ciia| Trung binh mot lugt }
< i| % LAy o . p
nqddl n=348 |Mmau nghién ciru dley tri . Trung vi value
bénh (%) n=787.160.000 Trung binh (+Dd (Min-Max)
(%) léch chuan)
Nhom tudi
132 238.325.000 1.363.000
<6wol |37 (30,3) 1.805.000 (+872.000) | (1 197.000-5.170.000) | p<0,0
cets | 216 548.835.000 3.541.000 2.065.000 01
2 (62,1) (69,7) (£1.691.000) (253.000-19.916.000)
Gidi tinh
o 196 410.563.000 2.095.000 1.817.000
(56,3) (52,2) (£1.123.000) (253.000-7.915.000) | p=0,0
T 152 376.597.000 2.478.000 2.032.000 02
(43,7) (47,8) (£1.820.000) | (1.104.000-19.916.000)
SO ngay nam vién
‘ 751 444,249,000 1.787.000
Ingay | 271 (56,4) 1.770.000 (+342.000) | (553 000-3.573.000) | p<0,0
\ 342.911.000 3.535.000 3.106.000 01
>1ngay |97(27,9) (43.6) (£2.206.000) (649.000-19.916.000)
Bénh kem theo
Khong c6 | 302 570.359.000 1.843.000
bénh kém | (86,8) (72,5) 1.889.000 (+644.000) | (553 900-4.059.000) | p<0,0
COBENN |4 (13,2)|  216:801.000 4.713.000 4.382.000 01
kem ' (27,5) (£2.647.000)  |(1.703.000-19.916.000)
Th& bénh
o 160 372.244.000 2.327.000 2.007.000
thalassemia | (46,0) (47,3) (£1.765.000) (253.000-19.916.000) | p=0,6
B 188 414.916.000 2.207.000 1.940.000 03
thalassemia | (54,0) (52,7) (+1.183.000) (649.000-7.915.000)
Phan loai thé bénh chi tiét
aron | 160 372.244.000 2.327.000 2.007.000
(46,0) (47,3) (£1.765.000) (253.000-19.916.000)
TRETUNG | g5 (o 1y|  221:430.000 2.259.000 2.000.000 p=0,2
gian ' (28,1) (+£1.081.000) (649.000-6.718.000) | 13
_ThE |00 o5 g)| 193486000 2.150.000 1.743.000
Dong hap tir ' (24,6) (£1.290.000) (1.115.000-7.915.000)
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3.2. Chi phi truc tiép y té trong dié€u tri ndi trd bénh Thalassemia: Chi phi trung binh cho
mot lugt diéu tri cla mau nghién clu la 2.262.000 (+1.479.000) VND, trong do, lugt diéu tri cd chi
phi thap nhat la 253.000 VND, va lugt diéu tri co chi phi cao nhat la 19.916.000 VND. Chi phi mau va
xét nghiém co gia tri cao nhat trong cac thanh phan chi phi truc ti€p y t€, lan lugt la 1.448.000 VND

va 370.000 VND. (Hinh 3.1).
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Hinh 3.1. Mé ta thanh phan chi phi truc tiép y té trong diéu tri ndi trid bénh Thalassemia
theo quan diém cua co quan BHYT (n=787.160.000 VND)

Thanhphan chi phi

Trung binh (£dd léch chuan)
n=2.262.000 (£1.479.000)

Trung vi (min-max) n=1.976.000
(253.000 - 19.916.000)

Mau 1.448.000 (+ 977.000) 1.282.000 (0 - 11.063.000)
X&t nghiém 370.000 ( 199.000) 301.000 (0 - 1.904.000)
Ngay giudng 295.000 (£ 304.000) 187.000 (162.000 - 4.511.000)
VAt tuy t& 75.000 (% 47.000) 68.000 (0 - 478.000)

Thudc 36.000 (+ 148.000) 0(0 - 1.927.000)

Kham bénh 34.500 (£ 0)

34.500 (34.500 - 34.500)

Chan doan hinh anh

3.000 (% 17.000)

0 (0 - 222.000)

3.3. Mo hinh du bao chi phi truc tiép y
té: Nghién clru thiét 1ap dugc 2 mo hinh du bao,
trong d6, mo hinh 1 c6 gia tri BIC thap nhat va
xac sudt hdu dinh cao nhat nén dugc lua chon la
md hinh t6i uu dé€ du bao chi phi truc tiép y t&
cho mot lugt diéu tri noi trd. Két qua xay dung
mo hinh du bao chi phi truc ti€p y té€ ghi nhan
cac yéu td lién quan dén nhom tudi, s6 ngay
ndm vién, bénh kém theo c6 mdc anh hudng I6n
dén viéc du bdo chi phi truc ti€p y t€, trong do,
cac dic diém “Nhom tubi (=6 tudi)”, “Gidi tinh
(NI)”, “S6 ngay nam vién (>1 ngay)”, “Bénh
kém (C6 bénh kem)” déu lam tdng gia tri chi phi
truc ti€p y té€. (Hinh 3.2).

Hinh 3.2. Két qua mé hinh hoi quy tuyén
tinh da bién du bdo chi phi truc tiép y té trong
diéu tri ndi trd bénh Thalassemia theo quan diém
cua co’ quan BHYT

Biénsi
Nhom tudi(6 tudi)
GiGi tinh (NF)

84 Ngay m‘im'\'ién(bl ngay)

Bénhkém (Cé bénh kém)
M3 hinh 1 2
6 bién trong mé hinh 4 3
HE 6 xic dinh R? 0,598 0,586

Gii tri BIC
Xic suithiu dinh

288616
0,908

3.4. Két qua du bao chi phi truc ti€p y té
cho mot Iuwgt diéu tri ndi tra: Ngudi bénh
Thalassemia <6 tudi, gidi tinh nam, nam vién 1
ngay, va khong co bénh kém sé co gia tri chi phi
truc ti€p y t€ cho mot lugt diéu tri noi tri = exp
(14,135) = 1.376.000 VND. Trong cac yéu to lién
quan dén chi phi dugc xac dinh tir mé hinh, viéc
ngudi bénh cé bénh kém theo lién quan nhiéu
nhat dén viéc tang chi phi (ngudi cé bénh kém

284 027
0,092
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theo cd chi phi tang 1én 56,7% so vdi ngudi bénh

khong cé bénh kem) (Bang 3.1).

Bang 3. 1. Két qua mé hinh du’ bao chi phi truc tiép y té trong diéu tri ndi tra bénh
Thalassemia cho ngudi bénh trong mau nghién ciu.

M0 hinh da bién
an M6 hinh Gia tri Do A s ~ | Mirc do tang
Bien so don bién | p£0® | trung léch Mg(T;‘h hih::ﬁ 2 chi phi
binh | chuan (ex(p(*))
(Hé sb cat) 100,0 14,138 0,029 | 14,135 | 14,171
Nhém tudi
. o 1,290
=6 tudi vs. <6 tuoi 0,2880¥ 100,0 0,256 0,030 0,255 0,261 (Téng 29,0%)
Gidi tinh
" 0,1307 ] 1,096
NI vs. Nam (p=0,003) 90,8 0,084 0,038 0,092 (Téng 9,6%)
SO ngay nam vién
1 ngay -0,5486¢ - - - -
. \ 1,497
>1 ngay vs. 1 ngay - 100,0 0,404 0,037 0,404 0,403 (Téng 49,7%)
Bénh kém
Khong c6 bénh kém | -0,7878¢ - - - -
C6 bénh kém vs. 1,567
Khong banh km - 100,0 | 0,449 | 0,051 | 0,449 0,45§ (Téng 56.7%)
Chi phi mét dgt diéu tri n6i tru bénh Thalassemia = exp[14,135 + 0,255 *(=6 tudi) + 0,092 *(N{)
+0,404 *(Nam vién >1 ngay) + 0,449 *(Cé bénh kem)]
¥p<0,001; (a) Xac suat ma hé s6 hoi quy clia mai bién khac 0 trong s tat ca cac mo hinh kha di

IV. BAN LUAN

Trong 348 lugt diéu tri dugc chon vao nghién
cltu, da s 1a bénh nhi nam, tUr 6 tudi trd 1én,
nam vién mot ngay, khdng c6 bénh kém theo, va
mac thé bénh B-Thalassemia. Nghién ciru da
cung cap thong tin vé chi phi truc ti€p y té trong
diéu tri noi tri bénh Thalassemia cho ngudi bénh
<16 tudi theo quan diém cla cd quan BHYT.
Téng chi phi ma cd quan BHYT chi trd cho mau
nghién clu trong giai doan 2019-2021 la gan
800 triéu déng, trong dd, chi phi mau cé gia tri
cao nhat. Két qua nay tugng dong vai két qua tur
nghién clu dugc thuc hién & Iran [3]. Nghién
cllu 8 My [4] va Y [5] cling cho thdy rang liéu
phap thai sat (ICT) va truyén mau co gia tri chi
phi cao nhét trong téng chi phi truc tiép y té& lién
quan dén diéu tri bénh Thalassemia. Két qua nay
hoan toan phlu hop véi ddc diém yéu cau can
truy@n mau trong diéu tri Thalassemia dé& cé thé
tang ty 1€ sbng sot va ngan nglra cac bién chirng
do bénh Thalassemia gay ra. Chi phi trung binh
ma ngudi bénh phai chi trd cho mot lugt diéu tri
ndi trd theo quan diém cla cd quan BHYT tai
Viét Nam tUr két qua cla nghién clru la 2.262.000
VND (tuong duong 100 USD), thdp hon so vdi
chi phi diéu tri trung binh cho mot lugt diéu tri
tai Thai Lan (238 USD) [6]. Su khac biét cd thé
lién quan dén su khac biét vé don gia BHYT, dén

56

d3c diém ctia mau nghién clu.

Nghién cttu da xay dung dugc mo6 hinh du
bao chi phi truc ti€p y té trong diéu tri ndi tru
bénh Thalassemia theo quan diém chi tra cla co
quan BHYT, véi cac yéu t6 du bao chi phi truc
ti€p y t& cho ngudi bénh 1& nhém tudi, gidi tinh,
s6 ngay nam vién, bénh kém. Trong cac yéu td
dugc nghién cltu ghi nhan co lién quan dén chi
phi diéu tri bénh (c6 thém bénh kém, s6 ngay
nam vién, tudi), su’ khac biét chi phi theo do tudi
cling da tirng dugc ghi nhan trong cac nghién
cQu trudc day [6], [7]. Sy khac biét vé do tudi s&
dan dén su khac biét vé chi phi do khac nhau vé
s& lugng don vi truyén mau cho tiing dd tudi,
dong thai, néu cd bénh kém theo, chi phi sé téang
thém do phai diéu tri bénh kém theo, su gia tang
sO thudc s dung, chi phi ngay giudng, va chi phi
xét nghiém. Bén canh tudi va gidi tinh, mét s6
yéu to cb lién quan dén chi phi diéu tri dugc ghi
nhan trong cac nghién cu khac nhu viéc sur
dung deferoxamine, st dung liéu phap két hap
[8] khéng dugc xem xét trong nghién clfu nay do
khong co thong tin day du lién quan trong ho so
bénh an. )

Nghién clftu str dung phuong phap chon mau
toan bo, sir dung dir liéu trong thgi gian ba nam,
va thuc hién quy d6i chi phi vé ndam 2021, st
dung bang gia cta cd quan BHYT nén két qua co
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tinh (’ng dung thuc tién trong viéc hd trg nha
hoach dinh chinh sach trong viéc phan bé chi phi
y t€, s dung hiéu qua ngudn ngan sach danh
cho y té.

Céc nghién clu tiép theo cb thé dua trén két
quéa tUr nghién cffu nay dé€ so sanh, va bS sung
cap nhat dir liéu cac mo hinh du bao chi phi, khai
thac nhiéu théng tin hon vé ddc diém lién quan
dén ngudi bénh, va quan tam dén nhirng loai chi
phi khac nhu chi phi truc ti€p ngoai y t€, chi phi
gian tiép, d€ cb thé danh giad day du vé chi phi
diéu tri bénh Thalassemia tai Viét Nam.

V. KET LUAN

Nghién clu da phan tich va du bao chi phi
truc ti€p y t€ trong di€u tri ndi trd cho ngudi
bénh Thalassemia <16 tudi theo quan diém cla
cd quan BHYT, tao co sG quan trong cho cg quan
quan ly y t€ danh gia mot cach chinh xac vé chi
phi diéu tri bénh Thalassemia, tUr dé, udc tinh
dugc ngubn ngan sach ma BHYT can chi tra cho
ngudi bénh, hudng dén phan bé hgp ly ngubn
ngan sach trong cham séc y t€ tai Viét Nam.
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U'NG DUNG CONG NGHE GIAI TRINH TU’ GEN THE HE MO'T TRONG
CHAN POAN NGUYEN NHAN ROI LOAN PHO T KY O TRE EM

TOM TAT

Muc tiéu nghién cu’u Khao sat ty 1é mang da
hinh gen MTHFR C677T va MTHFR A1298C & tré mac
r0| loan phé tu ky tai Viét Nam va danh gla vai tro cla
cobng nghe giai trinh tu gen th& hé mdi trong chan
doan nguyen nhan r6i loan pho tu ky G tré em. DOi
tugng va phucng phap nghlen clru: Ngh|en Cu’u
md ta cit ngang trén 50 tré dugc chdn doan méc roi
loan phé tu ky theo tiéu chudn DSM — IV tai B& mdn Y
sinh hoc — Di truy@n tir thang 9/2019- thang 9/2020.
Két qua Ty Ié mang k|eu gen MTHFR 677 CC/CT/TT
§ tré méc r6i loan pho tu ky 13 70%/26%/4%. Ty 1&
mang kiéu gen MTHFR 1298  AA/AC/CC la
28%/60%/12%. C6 15 bién thé khac nhau lién quan
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den rdi loan phé tu ky dudc phat hién béng cdng nghé
giai trinh tu gen thé hé mdi. Két luan: Ty Ié phdn bo
kiu gen MTHFR 677 CC/CT/TT & tré mac rdi loan phd
tu ky la 70%/26%/4%. Ty |é phan bd ki€u gen MTHFR
1298 AA/AC/CC la 28%/60%/ 12%. Cong nghe giai
trinh tu gen the hé mdl la mot ky thuat co g|a tri trong
chan doan cac nguyen nhan di truyen gay rdi loan phd
tu ky, dac biét la cac bién the hiém gap.
T4 khéa: Rbi loan pho tu ky, NGS.

SUMMARY

APPLICATION OF NEXT-GENERATION
SEQUENCING (NGS) IN DIAGNOSING THE
CAUSES OF AUTISM SPECTRUM DISORDER

IN CHILDREN

Objectives: Investigating the rate of patients with
MTHFR C677T and MTHFR A1298C polymorphisms in
children with autism spectrum disorder and evaluating
the role of Next-generation sequencing NGS in
diagnosing causes of autism spectrum disorder.
Subjects and method: A cross-sectional descriptive
study was conducted on 50 children diagnosed with
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