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PHAN TiCH DI TRUYEN PHAN T(U* CUA BENH NHAN MPS |
TAI BENH VIEN NHI TRUNG UONG

Hoang Minh Trwong', Hoang Thi Ngoc Lan?, Cén Thi Bich Ngoc®

TOM TAT.

Mucopolysaccharidosis loai I (MPS TI) la mét rdi
loan du trit thé tiéu bao hlem g3p do thidu hut
enzyme  a-L-iduronidase,  dan den tich tu
glycosaminoglycans (GAG) trong cac mo va cg quan,
gay ton thucng da hé thong Nghién ciru nay bao cao
3 ca bénh MPS I dugc chdn doan tai Bénh vién Nhi
Trung ucng dua trén danh gid 1dm sang, can 1am
sang, xét nghiém do hoat do enzyme trong mau, dinh
lugng GAGs trong nudc tiéu va phan tich di truyen
phan tir ctia gen IDUA. Céc bénh nhan biéu hién cac
dau hiéu dac trung nhu khudn mat tho duc giac mac,
cuing khdp, bién dang cot song va glam thinh luc, di
kém véi muc hoat tinh enzyme glam sau (<3% muc
binh terdng), GAGs trong nudc tiéu tang cao. Phan
tich di truyen cho thdy su xuét hién clia ba bién thé
dong hdp tir: ¢.536C>G (p. Thr179Arg — bién thé gay
bénh, PV), ¢.1190-10C>A (blen thé gay bénh, PV) va
C. 792+1 792+5del (b|en thé cd kha nang gay bénh,
LPV). Phan tich di truyen gia dinh khang dinh kiéu d|
truyén 18n trén nhiém sdc thé thudng vdi nguy co tai
phat 25% cho mdi lan mang thai. M&c du s6 lugng
mau nghién cltu han ché, nhitng phat hién nay goép
phan mé& rong cd sé dif liéu Iam sang va di truyén cla
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MPS 1 tai Viét Nam, dong thdi cung cap thong tin quan
trong cho tu van di truyén va dinh huéng can thiép
dieu tri sém. Tu’ khoa: MPS I; IDUA; enzyme
a- L-|duron|dase di truyén phan t; tu van d| truyén;
bién thé VUS; V|et Nam

SUMMARY
MOLECULAR GENETIC ANALYSIS OF MPS 1
PATIENTS AT THE NATIONAL PEDIATRIC

HOSPITAL

Mucopolysaccharidosis type I (MPS I) is a rare
lysosomal storage disorder caused by a deficiency of
the enzyme a-L-iduronidase, leading to the
accumulation of glycosaminoglycans (GAG) in tissues
and multiple organ damage. This study reports three
cases of MPS I diagnosed at the National Pediatric
Hospital, based on clinical, paraclinical evaluations,
quantitative enzyme assay, and molecular genetic
analysis of the IDUA gene. All patients exhibited
typical clinical features such as coarse facial features,
corneal clouding, joint stiffness, spinal deformity, and
hearing loss, along with severely reduced enzyme
activity (<3% of normal). Genetic analysis identified
three homozygous variants: ¢.536C>G (p.Thr179Arg —
pathogenic),  ¢.1190-10C>A  (pathogenic)  and
C.792+1_792+5del (likely pathogenic, LPV). Family
genetic analysis confirmed an autosomal recessive
inheritance pattern with a recurrence risk of 25% per
pregnancy. Comparison with international studies
suggests that the ¢.1190-10C>A variant may
represent a founder mutation in the Vietnamese
population. This research expands the clinical and
molecular data on MPS I in Vietnam and provides
valuable information for genetic counseling and early
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therapeutic interventions. Keywords: MPS 1; IDUA;
alpha-L-iduronidase; molecular genetics; autosomal
recessive; genetic counseling; Vietnamese patients

I. DAT VAN DE

Mucopolysaccharidosis loaj I (MPS I) la mot
roi loan di truyén I3n trén nhiém séc thé thudng,
do céc dot bién trén gen IDUA dan dén thi€u hut
enzyme a-L-iduronidase. Su’ thi€u hut nay lam
gian doan qua trinh phan hdy glycosaminoglycan
(GAG) - cu thé Ia heparan sulfate (HS) va
dermatan sulfate (DS) - trong lysosome, dan
dén tich Ily cac chat nén doc hai. Su tich lGy
GAG gay ra t6n thuong da hé thdng vdi cac biéu
hién 1dm sang nhu khu6én mat tho, gan/lach to,
r6i loan xuong khdp, suy giam thinh Iuc va cac
van dé vé than kinh. Ty 1é mac bénh MPS I ¢6 su
khac biét gilta cac khu vuc; tai Viet Nam, MPS 1
dudc ghi nhan it phd bién han so véi MPS II. Méc
du da dugc md ta tur [au, nhung tinh hi€ém gdp va
biéu hién 1am sang da dang vAn d3t ra nhidu
thach thirc trong chan doan sém va xac dinh co
ché di truyén, dac biét & cac nudc dang phat
trién. Nghién clu nay nham lam rd méi lién hé
gilta cac bién thé di truyén clia gen IDUA va kiéu
hinh 1dm sang, cling nhu danh gia tac dong dén
viéc tu’ van di truyén va can thiép diéu tri sém.

Il. DOI TUONG VA PHUO'NG PHAP NGHIEN cU'U
2.1. Poi tugng nghién clru. Nghién clu
dugc tién hanh trén 3 bénh nhan dugc chan doan
mac MPS I tai Bénh vién Nhi Trung uong. Cac
bénh nhan dugc lua chon dua trén tiéu chi sau:

- Bi€u hién 1dm sang dién hinh cla MPS I
(khuon mat tho, duc giac mac, ciing khdp, bién
dang cot song, giam thinh luc).

- Xét nghiém dinh lugng hoat tinh enzyme
a-L-iduronidase cho thdy mic giam sau (dudi
2,86 pmol/L/h),

- binh lugng nong d6 heparan sulfate,
dermatan sulfate trong nudc tiéu tang cao

- Xét nghiém di truyén phan tir phat hién
bién thé trong gen IDUA thdng qua giai trinh tu
Exome (DES) v&i b0 panel Celemics G-
Mendeliome trén nén tang DNBSEQ-G400.*

2.2. Phuong phap nghién ciru. Qua trinh
nghién cu dugc thuc hién theo cac budc sau:

2.2.1. Danh gia Iam sang va can lam sang

- Thu thap thong tin: Ldy dir liéu tir ho sd
bénh an (tubi chan doan, thdi diém khdi phat

triéu chirng, dau hiéu ban dau).

- Kham lam sang: Danh gia toan dién, tap
trung vao cac dau hiéu dac trung.

- Xét nghiém can lam sang: Thuc hién X-
quang c6t séng, siéu &m tim va & bung dé danh
gid tén thuong cdu tric xudng, van tim va
gan/lach.

- Xét nghiém dinh lugng enzyme va GAG:
bo hoat tinh enzyme a-L-iduronidase tir mau
mau; xét nghiém nudc tiéu do ndng dd heparan
sulfate, dermatan sulfate va keratan sulfate
trong nudc tiéu vai cac gid tri d6i chirng cu thé.

2.2.2. Phan tich di truyén

- Gidi trinh tu Exome (DES): Thu nhan cac
exon cua khoang 5.870 gen bao gom gen IDUA.
Cac budc thyc hién dugc kiém sodt chdt lugng
ngh|em ngat (bao gom tiéu chuén I8y mau, xr ly
DNA, va cac chi s6 chat lugng cla thi ngh|em)

- Xac dinh bién thé&: Dua theo hudéng dan
ACMG/AMP, phéan loai bién thé thanh PV, LPV va
VUS.

- Phan tich di truyen gia dinh: Xac dinh
trang thai di hgp tr clia bd me nham khang dinh
ki€u di truyén 1&n trén nhiém séc thé thudng.

2.2.3. Phan tich va xu'ly dir liéu

- So sanh dir liéu Iam sang va can lam sang
gilta cac bénh nhan.

- DOi chi€u cac két qua phan tich di truyén
vGi dif liéu tir cac nghién clru quoc té, dac biét la
bai bdo dugc déng trén MDPI,>* nhdm xac dinh
nhitng diém tuong déng va khac biét vé phd
bién thé va biéu hién 1dm sang clia MPS 1.

2.2.4. Tiéu chudn dao dic

- Nghién ctu da dugc Ban Giam doc Bénh
vién Nhi Trung uong va Hoi dong dao ddc phé
duyét (quyét dinh s6 3698/BVNTW-HDDD, ngay
26/11/2024).

- Cac bénh nhan hodc ngudi giam ho hgp
phap cla ho da dugc thong tin day du va ky cam
két dong y tham gia nghién c(u.

INl. KET QUA NGHIEN CU'U

3.1. Pac diém lam sang va can 1am
sang. Bang 1 dudi day tom tat thong tin chi tiét
vé d3c diém Idm sang clia 3 bénh nhan MPS I:

(Cha thich: “+” bi€u thi cd, “-” bi€u thi
khéng cé bat thudng. Cac chi s6 can lam sang
dugc danh gid qua chan doan hinh anh va xét
nghiém chifc nang.)

Bang 1. Bac diém Idm sang va cdn Idm sang cua bénh nhén MPS I

Pac diém Bénh nhan 1 Bénh nhan 2 Bénh nhan 3
Tubi chan doan (thang) 7 11 18
Tuoi khdi phat triéu chiing (thang) 7 6 9
Can nang (kg) 12.5 13.5 15.6
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X-quang c6t sdng Binh thudng

Bi€én dang duGng cong
sinh ly & vi tri L1-L.2

Cong veo nhe, bién dang
nhe cac than dét séng

Siéu am tim Binh thudng HG van hai la nhe HG van hai Ia nhe
Urine heparcargast‘ijr'\fﬁts (mg/mmol | 46 77 (<0.48) | 9.29 (<0.48) 9.13 (<0.39)
Urine dermactfegéﬁ:gag)e (mg/mmol| 164 51 (<0.29)|  45.92 (<0.29) 57.93 (<0.28)
Urine keratfrgstli‘r']fi?]tg) (mg/mmol | 4 94 (<0.47) 0.45 (<0.47) 0.54 (<0.39)
Hoat tinh erzim?/lc_l/-rl;;iduronidase 0.0445 0.0389 0.075
Bién thé IDUA C536C5G C.1190-10C>A C.792+1_792+5del

Cac bénh nhan trong nghién clru cho thay su
khac biét rd rang vé mat lam sang va can lam
sang. Cu thé, bénh nhan 1 va 2 dugc chan doéan
sdm & khoang 7-11 thang tudi, trong khi bénh
nhan 3 dugc chdn doan mudn hon (18 thang),
diéu nay phan anh mdc do tién trién bénh ndng
hon & ca 3. V& can nang va chiéu cao, bénh
nhan 1 c6 chiéu cao va can nang trong khoang
binh thuGng, Bénh nhan 2,3 co6 chiéu cao va can
nang thdp hon so véi tiéu chudn WHO. T4t ca
cac bénh nhan déu cé cac dau hiéu dién hinh
cla MPS I nhu khuén mat tho, ciing khdp va

giam thinh luc; bénh nhan 2 cd thém duc giac
mac va bién dang cOt s6ng, con bénh nhan 3
bi€u hién ndng hon vdi gan/lach to va thoat vi
ben/rén. Két qua chan doan hinh anh cho thay
mic do tn thucng tdng dan, tir k&t qua binh
thudng & bénh nhan 1, bién dang nhe & bénh
nhan 2 dén cong veo nhe & bénh nhan 3. Xét
nghiém nudc tiéu cla ca ba bénh nhan déu cho
thdy chi s6 urine heparan sulfate, dermatan
sulfate vugt xa muc binh thudng, phan anh sy
tich tu cla GAG. Ngoai ra, mdc hoat tinh enzyme
a-L-iduronidase & tat ca cac ca bénh déu rat thap.

Bang 2. Cac dot bién gen IDUA duoc phat hién trong nghién ciru.

STT Pot bién gen Thay do6i protein | Kiéu gen | Kiéu di truyén | Phan loai (Class)
1 ¢.536C>G p-Thr179Arg Hom AR PV
2 €.1190-10C>A p.? Hom AR PV
3 C.792+1_792+5del p.? Hom AR LPV
Ba bién thé trong gen IDUA dd dugc phat chic ndng. CuBi clung, bién  thé

hién & cac bénh nhan MPS I, déu & trang thai
ddng hgp t&r (Hom) va tuan theo kiéu di truyén
13n trén nhiém sdc thé thudng (AR). Cu thé, bién
thé ¢.536C>G (p.Thr179Arg) dudc phéan loai la
bién thé& gay bénh (PV), cho thdy anh hudng rd
rang dén chic ndng enzyme. Bién thé c.1190-
10C>A, ndm trong vung intronic, dugc phan loai
la bién thé gay bénh (PV), va tdc dong cia nd
can dugc xac minh thém qua cac nghién clu

€.792+1_792+5del 1a mot dot bién splice-site,
dugc danh gid 1a bién thé cd kha ndng gdy bénh
(LPV), bién thé nay lam gian doan qua trinh
ghép nGi RNA va gdy suy giam chdc nang
enzyme.

D& minh hoa rd hon méi lién hé gitta bién
thé di truyén va biéu hién 1am sang ciing nhu két
quéa can lam sang, bang dudi day téng hop cac
thong tin chinh cta 3 ca bénh:

Bang 3: Moi tuong quan gida kiéu gen, 1ém sang va cdn Idm sang/chdn doén thé
Kiéu gen (bién | Pac diém Iam sang noi |Két qua can lam sang/chan doan [Panh gia

St thé) bat

thé thé bénh

1 | c.536C>G (PV)

Khuon mat tho, cling khdp,

X-quang binh thudng; ndng d6 GAG | Hurler
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giam thinh luc

(Ds, hs) tang cao va enzyme giam sau

Khuon mat tho, duc giac

X-quang cho thay cong veo nhe &

(LPV) thoat vi ben/r6n

2 [c.1190-10C>A (PV)|mac, ciing khdp, bi€én dang | ving L1-L2; chi s6 GAG (Ds,hs) tang | Hurler
cbt séng nhe Cao va enzyme giam sau
Khuon mat tho, cliing khdp, | X-quang cho thdy cong veo nhe; siéu
3 C.792+1_792+5del giam thinh luc, gan/lach to, [am tim phat hién hd van; GAG (Ds,hs)| Hurler

tdng cao va enzyme giam sau

3.2. Phan tich di truyén va kiéu hinh

- Bién thé ¢.536C>G (p.Thr179Arg) trong
gen IDUA la mot dét bi€n thay thé nucleotide tai
vi tri 536 tir cytosine (C) thanh guanine (G), dan
dén viéc thay thé€ amino acid threonine bang
arginine tai vi ti 179 cla protein a-L-
iduronidase. Dot bién nay da dugc xac dinh la
gay bénh, lién quan truc ti€p dén bénh
mucopolysaccharidosis loai I (MPS I).

- Bién thé ¢.1190-10C>A: N3m trong vung
intronic, cach vi tri cuGi clia exon 8 khoang 10
nucleotide, bién thé nay c6 kha ning lam gian
doan qua trinh splicing RNA. Dy doan tUr cac
cbng cu Sleceman ASSP va NetGene2 déu cho
thdy bién thé nay cd thé lam mét hodc thay doi
tin hiéu splicing, dan dén phién md sai I&ch va
san xudt protein khong day da. bét bién nay da
dudc xac dinh la gay bénh (PV), tac dong nay cé
thé& gép phan vao cac dau hiéu nhu duc gidc mac
va bién dang c6t sdng nhe.

- Bién thé c.792+1_792+5del c6 tac dong
nang né dén qua trinh tao mMRNA do mat splice
donor site quan trong, dan dén viéc mRNA bi
dich khung léch, kich hoat cd ché& loai bd RNA 16i,
va san xuat protein bat hoat. Diéu nay giai thich
dudc tinh trang nang & bénh nhan 3 vdi cac dau
hiéu 1d&m sang rd rét va lam tdng gid tri chan
doan cla bién thé nay trong cdng dong.

3.3. Phan tich pha hé. Cac bénh nhan cd
di I|eu day du, phan tich pha he cho tha1

€ 53CG :mc G
p The78Arg) A

Hom ¢ 536C=G Hom ¢ 838C+G
| (p The178rg) (p.Thw1798sg)

Hinh 1: Gia hé cua 3 benh nhan
- Ca b6 va me cla ting bénh nhan déu
mang dang di hgp tlr cla bién thé tu’dng Lrng,
kh&ng dinh kiéu di truyén 1&n trén nhiém s3c thé
thudng.
- Nguy co tai phat dugc udc tinh la khoang
25% cho moi lan mang thai, diéu nay cung cap
€A s& cho viéc tu van di truyén cho cac gia dinh
c6 tién sir mac bénh.
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- Ca 3 gia dinh trén & dia phugng khac
nhau, nhung b6 me déu trong cung 1 lang (xa)
va khong c¢6 cung quan hé huyét thong.

IV. BAN LUAN

MPS I la mot r6i loan di truyén hi€ém gap,
biéu hién qua nhiéu hinh thai 1dm sang khac
nhau, v8i mdc do khdi phat, tién trién va tac
ddng dén cac cd quan cd thé khdng dong nhét.

Theo biéu hién Idm sang, MPS I c6 thé dugc
chia thanh ba dang riéng biét: hoi chdng Hurler
(dang nang nhat), hoi chdng Hurler Scheie
(trung binh) va héi chiing Scheie (nhe). Tuy
nhién, theo khuyén nghi tUr Vién Han lam Nhi
khoa Hoa Ky, bénh nay thudng dugc phan loai
thanh hai nhom chinh: MPS I ndng (gom héi
chirng Hurler) va MPS I giam nhe (bao goém héi
chitng Hurler Scheie va Scheie)®.

HGi chirng Hurler, dang nang nhat cia MPS
I, thudng di kém véi cham phat trién rd rét va
suy giam chirc nang nhan thurc, cling nhu cac
dau hiéu lam sang dac trung nhu khudn mat
tho, cirng khdp, co cirng, voc dang thap va cac
van dé lién quan dén ho hap, tim mach va gan.
Theo cac bdo cdo, bénh nhan mac hdi chirng
Hurler thudng dugc phat hién s6m han so vdi
nhitng dang nhe hon nhu héi chirng Hurler
Scheie va Scheie®. Mot nghién cltu clia Beck va
cdng su 2 cho thdy, ddi v&i hdi chitng Hurler,
triéu chi’ng ban dau xuat hién trung binh & 6
thang tudi va chan doadn dugc dua ra & khoang
12 thang tudi. Trong khi d6, nghién clu cua
ching toi ghi nhan rang thdi gian nhan biét triéu
chitng va chan doén lai mudn han (xem Bang 1).

Viéc phat hién sdm triéu chling la rat quan
trong vi nd tao diéu kién thuén Igi cho chan doan
sém MPS I, tir d6 gilp dua ra cac phuong phap
diéu tri kip thdi. Tuy nhién, do bénh cd ty 1é mac
thap va dic diém 1dm sang bién ddi, viéc chan
doan MPS I & tré em gdp khong it thach thirc,
khoéng chi d6i véi phu huynh ma con doi vai doi
ngli y t&. M6t chan doan chinh xac gilip cung cap
cac liéu phap diéu tri ca nhan hda, dong thai cho
phép cac gia dinh nhan dugc tu van di truyén day
dl vé tdc dong clia chan doan d6i véi con cai hién
tai va nguy cd tai phat cho cac thé hé sau.

Bién thé c.536C>G (p.Thrl79Arg): Day la
mot dot bién thay th€ nucleotide dan dén su
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thay déi axit amin tir Threonine sang Arginine tai
vi tri 179 cua enzyme a-L-iduronidase. Nhiéu
nghién clu qudc té da bao cao dot bién nay va
phan loai nd la " gay bénh". Vi du, Beck et al.
(2014)* d3 néu rd vai trd cla cac bién thé gay
bénh trong MPS I, trong khi Bertola et al.
(2011)! cfing ghi nhan dét bién nay trong qua
trinh khai quat hd sa bién thé cla gen IDUA &
bénh nhan MPS I. Su hién dién cla bién thé nay
G bénh nhan Viét Nam cho thdy tinh bao ton cta
no trén cac quan thé khac nhau, gép phan khing
dinh vai tro cla dot bién trong co ché gay bénh
cla MPS 1.

Trong khi d6, bién thé c.1190-10C>A, ndm
trong vung intron th( tdm cla gen IDUA, dugc
phan loai 13 bién thé gay bénh. Cic thi nghiém
chirc nang (phan tich mRNA va in vitro splicing
assay) cho thdy bién thé nay gay ri loan qua
trinh ghép ndi tién mRNA, dan dén chen thém
tdm nucleotide tir viing intron vao mRNA trudng
thanh. Diéu nay géy ra su dich khung doc mdi
v8i codon dirng sdm xudt hién sau 45 axit amin
ha luu, 13m cho chudi protein bj cit ngan V@i 212
axit amin cuoi b! mat. Theo nghién clfu ctia Can
Thi Bich Ngoc va cdng sy (2021)3 da gh| nhan sy
xudt hién cua bién thé nay, nerng ] lugng dir
liéu van con han ché so vai cac bién thé. Do do,
mdc du két qua chic nang cla c.1190-10C>A
cho thay vai trd gép phan gay bénh, dif liéu hién
cd van can dugc bd sung thém qua cac nghién
cltu v8i quy md dan s 16n hon dé khang dinh
murc d& phé bién va tac dong ctia bién thé nay.

Déc biét, bién thé ¢.792+1_792+5del la mdt
dot bién xda 5 nucleotide tai vi tri khdi dau cla
intron 6, anh hudng truc ti€p dén qua trinh cat
ndi RNA. Vung +1 dén +5 cua intron la thi€t yéu
dé aé b6 méy xUr ly RNA nhan dién diém néi giira
exon va intron. Khi doan nay bi xéa, qua trinh
nhan dién diém ndi khong thé xac dlnh chinh xac
vi tri ndi tu nhién, dan dén nhitng hién tugng
nhu bd qua doan ma quan trong, gilt lai doan
khéng ma hodc s dung nham diém ndi du
phong. Két qua cla nhirng sai s6t nay la mRNA
trudng thanh cé thé bi 1&ch khung doc va chlra
codon_dirng sém, kich hoat cg ché€ loai bé sgi
RNA 16i khién mRNA bj phan huy, lam giam hoac
mat hoan toan su biéu hién cua protein
a-L-iduronidase. Sy mdt chifc ndng clia enzyme
nay giai thich cac biéu hién néng cta bénh MPS I
ma chuling toi thdy & bénh nhan 3, nhu gan/lach
to, thoat vi va bién dang xudng. Theo tiéu chi
phan loai bién thé cta Varsome 2025 ¢, véi cac
bang chiing nhu mét splice site chudn (PVS1) va
tinh hiém ¢4 clia bién thé (PM2), ddt bién
€.792+1_792+5del dugc danh gia |a bién thé cb

kha ndng gay bénh. Diéu nay cling ggi y rang
bién thé nay co thé la mdt d6t bién hiém hodc
mdi phat hién trong quan thé ngudi Viét va nhan
manh tam quan trong cua viéc danh gia chuyén
sau vé splicing trong nghién c(tu bénh di truyén.

Viéc b6 me clia cac bénh nhan kh6ng cé
quan hé huyet théng nhung cung song trong
mot lang cd thé dan dén ting tan sudt cac bénh
di truyén 13n nhu mucopolysaccharidosis (MPS
I). Su ¢6 lap dia ly va pham vi lua chon ban ddi
han ché trong cong déng nho ¢ thé lam téng ty
Ié mac cac bénh di truyén 13n. Nhitng yéu t6 nay
can dudc xem xét trong nghién clu va thuc
hanh y t€ cong cong.

Bén canh viéc phan tich maéi lién hé gilra
ki€u gen va ki€u hinh, nghién cfu con dé cap
dén tam quan trong cla tu van di truyén trong
ca giai doan trudc va sau sinh. Trudc sinh, viéc
phan tich pha hé cta cac bénh nhan cho thay b6
me déu mang dang di hgp tir cla bién thé tuong
'ng, gilp udc tinh nguy cg tai phat [én dén 25%
cho moi Ian mang thai. Diéu nay la cd s§ quan
trong dé cac chuyén gia y té tién hanh tu van di
truyén, cung cap thong tin day du cho cac gia
dinh vé nguy co di truyén, cac lua chon sang loc
trudc sinh va chan dodan trudc khi sinh. Sau sinh,
viéc xac dinh s6m cac bién thé gay bénh khéng
chi gilp xdy dung phudng an can thiép diéu tri
sém (nhu liéu phap enzyme thay thé — ERT) ma
con hd trg theo ddi tién trién bénh, tir d6 dua ra
cac diéu chinh phu hgp nham cai thién tién
lugng va chat lugng cudc séng cho bénh nhan.

T cac két qua thu dudc, co thé thiy rang
médc du nghién ctu dugc thuc hién trén s6 lugng
mau han ché, nhung cac di liéu lam sang, xét
nghiém enzyme va phan tich di truyén cung vdi
cac thi nghiém chirc ndng bé sung da tao nén
mot bl tranh toan dién, lam sang té cd ché gay
bénh cia MPS I trong quan thé ngudi Viét.
NhCrng dir liéu nay kh6ng chi tuong dBng V@i cac
bdo cdo qubc té ma con nhan manh sy can thiét
cla cac nghién cdu méd rong quy md mau dé
kh&ng dinh tinh khai quat va phat trién cac chién
lugc tu van di truyén cling nhu can thiép 1am
sang phu hop theo timng dic diém di truyén cula
ngudi bénh.

V. KET LUAN

Trong nghién cru nay, ching toi da xac dinh
dugc ba bién thé trén gen IDUA (c.536C>G,
€.1190-10C>A va ¢.792+1_792+5del) lién quan
dén bénh MPS I, d&c biét vdi ki€u hinh Hurler
nang. K&t qua tUr cac xét nghiém enzyme, can
ldm sang va phan tich chlc nang cho thay su
giam hoat tinh enzyme a-L-iduronidase va nong
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do GAG (Ds, Hs) tang cao tudng Ung véi su xuat
hién clia cac bién thé nay, dong thdi phan tich
pha hé khang dinh rang ca b6 me clia cac bénh
nhan déu mang dang di hgp tir, dan dén nguy cg
tai phat 25% cho moi lan mang thai. Mdc du
mau nghién cu con han ché, nhung cac dit liéu
thu dudc da cung cdp thém vé cd ché gay bénh
clia MPS I trong quéan thé ngudi Viét Nam, dong
thGi md ra hudng nghién cltu m& rong quy mo
dan sd dé cai thién chan doan sém, tu van di
truyén va can thiép diéu tri kip thdi, nhdm nang
cao chat lugng cudc séng cho bénh nhan.

VI. KIEN NGHI

Dua trén cac két qua thu dugc tur nghién
clu, ching toi kién nghi can mé@ rong quy mod
mau nghién clru d€ khang dinh tinh khai quat cla
cac bién thé di truyén trén gen IDUA trong quan
thé ngudi Viét Nam, tir d6 lam rd méi lién hé gitra
ki€u gen va kiéu hinh [dm sang ciia MPS 1. Dong
thdi, viéc theo ddi 1dm sang dai han sau chan
doan va can thiép diéu tri la rat can thiét nham
danh gia tién lugng bénh va hiéu qua cla cac liéu
phap diéu tri nhu liéu phap enzyme thay thé. Cac
chuong trinh tu van di truyén dinh hudng ca
nhan, dac biét doi vdi cac gia dinh cé tién sir
bénh, can dudc trién khai manh mé& dé€ cung cap
thong tin day da vé nguy co tai phat va cac lua
chon sang loc trudc sinh, gép phan nang cao chat
lugng cudc s6ng cho bénh nhan va gia dinh.
VII. LO1 CAM ON

Nhom tac gia xin gui 16i cdm on chan thanh
dén Truong dai hoc y Ha Noi, Ban Giam doc

Bénh vién Nhi Trung uong, Trung tdm NGi tiét,
Chuyén hoa ,Di truyén va Liéu phap phan tur
Bénh vién Nh| Trung uong va phong xét nghiém
da hd trg trong qua trinh thu thap dir liéu.
Ching t6i cling biét gn cac bénh nhan va gia
dinh da hgp tac va cung cdp thong tin can thiét
cho nghién clu nay. Su déng gop cua ho la nén
tang quan trong d& ma rdéng kién thdc va cai
thién chan doan, diéu tri MPS I tai Viét Nam.
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NGHIEN CU'U TINH HINH, MOT SO YEU TO LIEN QUAN TRAM CAM
SAU NHOI MAU NAO TAI BENH VIEN PA KHOA TRUNG WONG CAN THO'

Vii Duy Hoa', Nguyén Vin Khoe', Nguyén Vin Théng’

TOM TAT

bat van dé: Tram cam sau nhéi mau ndo la mot
rGi loan xay sau nhdi mau ndo, bénh tudng doi thudng
gdp V6i nhidu mic dé khdc nhau, gdy nhiéu théch
thdc trong chan doan va diéu tri. Muc tiéu nghlen
cfu: Xac dinh ty Ié va dac d|em tram cam & nger|
bénh sau nhdi mau ndo; tim hiéu mot s& yéu td lién
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quan dén tram cam & ngudi bénh sau nh6i mau ndo.
Doi tugng va phucng phap nghlen ciru: Mo ta cat
ngang tren bénh nhan dugc chan doan va diéu tri
tram cam sau nhdi mau ndo tai bénh vién Da khoa
Trung udng Can Thd tir ndm 2024 dén ndm 2025. Két
qua Ty 1€ nam va n{ lan luct la 54,9% va 41,9%;
tudi trung binh ctia nhém nghién ctu Ia 65,16+16,88;
%; Diém Hamilton trung binh la 7,24+2,88. Ty Ié tram
cam sau dot quy, ctia nhém nghlen clu 13 25,5% trong
dé tram cdm muc d6 nhe chiém 11 8%, muc do via
13,7%. Két luan: Bénh chiém uu thé d nhém bénh
nhan cao tudi, ty I&é nam cao hon nit, ndng thon cao
hon thanh thi. Ty Ié tram cam sau dot quy chiém cha
y&u ¢ mic nhe va vlra. Ghi nhan c6 mdi lién quan
gilra tram cadm vdi tinh trang that nghiép va tién st roi
loan lipid mau trudc dé cua bénh nhan. Tar khoa: tram
cam, tram cam sau nho6i mau ndo, yéu to lién quan.



