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ABSTRACT

Objective: To evaluate the results and diagnostic effectiveness of chorionic villus sampling at
Hanoi Obstetrics and Gynecology Hospital.

Research methods: A descriptive retrospective study was conducted on 102 pregnant women
who underwent chorionic villus sampling from January 2022 to June 2024.

Results: 100% success rate of sampling, no complications. Genetic abnormalities were
detected in 49.02% of cases, including Down syndrome (18.63%), Edwards syndrome (4.90%),
Patau syndrome (0.98%), sex chromosome abnormalities (3.92%), combined Edwards and sex
chromosome abnormalities (0.98%), and single-gene disorders (19.61%). There was a significant
correlation between high-risk NIPS and abnormal chorionic villus sampling results (p <0.05).In 13
cases of abnormal ultrasound of organs with chromosomal abnormalities 11 cases (86.96%). Post-
procedure pregnancy outcomes showed 49.02% termination due to severe genetic abnormalities,
while 50.98% continued uneventfully.

Conclusions: Chorionicvillus samplingis an early, accurate, and safe prenatal diagnostic method,
particularly effective in pregnancies with high-risk NIPS or abnormal ultrasound findings.

Keywords: Chorionic villus sampling, prenatal diagnosis, chromosomal abnormalities, single-
gene disorders.
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TOM TAT
Muc tiéu: Nhan xét k&t qua sinh thiét gai rau tai Bénh vién Phu san Ha N6i nham danh gia hiéu qua
chan doan cla ky thuat.

Phuwong phap nghién citu: Nghién clru hdi ciru mo ta trén 102 thai phu da thuc hién sinh thiét gai
rau tai B&nh vién Phu san Ha Noi tir thang 1/2022 dén thang 6/2024.

Két qua: Ty L& lay mAu thanh cong 100%, khéng cé bién chitng. B4t thudng di truyén dugc phat hién
3 49,02% truong hgp, bao gom héi chirng Down (18,63%), hoi chirng Edwards (4,90%), hoi chirng
Patau (0,98%), bat thudng nhiém sac thé gidi tinh (3,92%), bat thudng k&t hgp nhiém sac thé gidi
tinh va hoi chirng Edwards (0,98%), va réi loan don gen (19,61%). C6 méi tuong quan c6 y nghia
gitra NIPS nguy co cao va két qua sinh thiét gai rau bat thuong (p < 0,05). 13 trudng hgp siéu am bat
thudng cac hé cd quan, b4t thudng nhiém séc thé 11 trudng hap (86,96%). 49,02% dinh chi thai
nghén do phat hién b4t thudng néng, 50,98% ti€p tuc theo déi thai binh thudng.

Ké&t luén: Sinh thiét gai rau la phugong phap chan doan trudce sinh sém, chinh xdc va an toan, dac
biét hiéu qua trong nhém thai ¢ NIPS nguy co cao va bat thudng siéu am.

Tir khéa: Sinh thiét gai rau, chan doan trudc sinh, bat thudng nhiém séc thé, bat thudng gen di truyén.

1. DAT VAN DE

Di tat bdm sinh da va dang a mét van dé dugc quan tam dac
biét trong linh vi'c cham sdc strc khde ba me, tré em tai nhiéu
quéc gia, trong dé ¢ Viét Nam. Dj tat bAm sinh (& nhitng bat
thudng vé cau trdc hoac chirc ndng xuét hién tirtrong thai ky,
¢4 thé phat hién trude hodc sau sinh ma nguyén nhan do dot
bién gen, bat thuding nhiém sac thé (NST) hodc cac nguyén
nhan khac. Nhitng bat thudng nay khién tré gap kho khén
trong qua trinh phat trién vé thé chat (an tinh than, nang né
haon c6 thé gay thai luu hodc ti vong chu sinh.

Theo udc tinh, m&i ndm cé khoang 170.000 tré em tir vong
trong dé tudi 1 thang dén 5 tudi do di tat bAm sinh, do d6 nhu
cau chan dodn trudc sinh nhdm phathién sémva phongngira
sinh ra tré méc di tat ngay cang tr& nén cap thiét[1]. Cung vai
su phét trién manh mé clia khoa hoc ky thuat, san phu khoa
va di truyén, cac phuang phap chan doan trudc sinh ngay
cang tién bo gilip phat hién sém thai nhi cé nguy co cao mac
di tdt bdm sinh. Céc t& bao thai nhi xét nghiém di truyén cé
thé& duoc thu nhan tif nudc 6i hodc mé gai rau, trong dé sinh
thiét gai rau la ky thudt dugc thuc hién sdm nhét, thuong tir
10-14 tuan cua thai ky, cho phép chan doan s6m haon so véi
choc 8i & tuan 16 [2]. Sinh thiét gai rau cung cdp chan doan
s&m va chinh xac, gitp gidm lo l&ng cho thai phu va gia dinh,
ddng thai ho trg 1én k& hoach dinh hudng cho thai ky kip thoi
va phu hgp. Tai Viét Nam, dit liéu dénh gia két qua thuc té con
han ché, do dé nghién cttu nay dugc thuc hién nhdm nhan
xét két qua sinh thiét gai rau tai Bénh vién Phu san Ha Noi.

*Tac gia lién hé

2. pOI TUQNG VA PHUONG PHAP NGHIEN CU'U
2.1. Thiét ké nghién ciru

Nghién ctru hdi ctiru mo ta.

2.2. Dia diém va thdi gian nghién citu

Nghién ctru dugc tién hanh tai Bénh vién Phu san Ha Noi
tlr thang 7/2024 dén thang 7/2025 (lay s6 liéu hoi cliru tir
thang 1/2022 dén thang 6/2024).

2.3. Dadi twong nghién ctru

Nghién cltu dugc tién hanh trén bénh nhan sinh thiét gai rau tai
Bénh vién Phu san Ha Noi tir thang 7/2024 dén thang 7/2025.

- Tiéu chudn lua chon: thai phu mang thai t&r 10-14 tuén
c6 bat thudng trén sang loc trudc sinh khong xadm lan
(NIPS), bat thudng trén siéu dm hinh thai, hodc co tién sir
sinh con bi dj tat bam sinh, l&ch boi NST, ddt bién cau truc
NST, thé kham, d6t bién gen hoac hai vo chdng cé céc bat
thudng di truyén ké trén.

- Tiéu chuan loai trir: hd sd bi thiéu hodc khéng thé truy
xuat dit liéu vé qua trinh thuc hién hodc céc trudng hop
khong cé két qua dir liéu day du trén hé théng bénh vién
do mau dugc gui di xét nghiém & co s& ngoai.

2.4. C& mau, chon mau

Chon mau thuan tién hoi ctiu toan bo ho s, thu dugc 102 ho so
thda man cac tiéu chuan lw'a chon va khéng co tiéu chuan loai tru.
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2.5. Bién s nghién ciru

- Chi dinh sinh thiét gai rau: nguyén nhéan di truyén, sang
loc NIPS nguy cd cao, siéu &m hinh thai thai nhi bat thuang.
- Két qua sinh thiét gai rau: cac bat thudng NST, bat thuong
di truyén; méi lién quan gitra cac bat thuong xét nghiém
trudce sinh, bat thudng siéu am vdi két qua chan doéan di
truyén; két cuc thai ky sau khi sinh thiét gai rau.

2.6. Quy trinh thu thap sé liéu

Qua hé théng bénh an dién t& cta Bénh vién Phu san Ha
Noi, chuiing t6i tra cifu cac ho so thuc hién tha thuat sinh
thiét gai rau trong thoi gian tir thang 1/2022 dén thang
6/2024 va mugn bénh an tr kho luu trit, loc thong tin va thu
dugc 102 h6 so thda man tiéu chi nhan vao nghién curu.
Chung t6i ghi nhan théng tin va ghivao bénh an nghién ctru.
2.7. Xir ly va phan tich sé liéu

XU ly s6 liéu badng phan mém SPSS 23.0.

2.8. Bao dirc nghién ctru

Nghién cliru dugc théng qua va chép thuan cltia Hoi déng
Pao dic Truong Pai hoc Y Dugc, Dai hoc Thai Nguyén va
dugc sy chép thuén ctia Ban giam d6c Bénh vién Phu san
Ha N6itheo Quyétdinh s6 214 CN/PS. Nghién cltu chinham
muc dich khoa hoc va khéng phuc vu muc dich nao khac.

3. KET QUA NGHIEN cU'U

Trén 102 bénh nhan, ty |& 14y m&u thanh congla 100%, khong
phat hién cd tai bién, bi€n ching khi thuc hién L&y mau.
Bang 1. Chi dinh sinh thiét gai rau (n = 102)

Nguyén nhan n | Ty lé (%)
Y&u t6 di truyén 48 | 47,06
Siéu dm b4t thuong 21| 20,59
Xét nghiém NIPS nguy co cao 17 | 16,67
;(nitt:lé%(htif:dsgws nguy co cao kém siéu 16| 15,68

Chi dinh sinh thiét gai rau chl yéu & do nguyén nhéan vé
yéu t6 di truyén gom 48 trudng hgp (47,06%), tiép dén la
céac bat thuong trén siéu am c6 21 trudng hgp (20,59%),
sang loc NIPS nguy co cao (16,67%), nguy ca két hgp trén
xét nghiém sang loc NIPS va siéu dm bat thudng (15,68%).
Bang 2. K&t qua chan doan trudc sinh tir gai rau (n = 102)

Két qua n Ty lé (%)
Hoi chirng Down 19 18,63
Hoi chiing Edwards 5 4,90
Hoi chirng Pat 1 0,98
Léch boi NST | ShHne Fatau 30 29,41
Léch bo6i NST gidi tinh 4 3,92
|‘j(_)| chi.l"ng Ede’a'rdl kem 1 0,98
léch bdi NST gidi tinh
D6t bi€n don gen 20 19,61
Chua phat hién bat thuong 52 50,98

Trong 102 trudng hgp thuc hién sinh thiét gai rau, két
qua chan doan cho ra céac l&ch boi NST 1a 30 trudng hap
(29,41%), trong dé hdi chirng Down la 19 truong hop
(18,63%), hoi ching Edwards 5 truong hop (4,9%), hoi
ching Patau 1 truong hop (0,98%), léch boi NST gidi tinh 4

truong hop (3,92%). Dac biét cé 1 trudng hgp dong thdi vira

mang tam bdi NST 18 (hoi chirng Edwards) vira léch boi NST

gidi tinh (XXY- hoi ching Klinefelter). Ty 1@ thai chan doén

mang bénh di truyén don gen & 20 trudng hop (19,61%).

Bang 3. Mai lién quan gitra két qua sang loc NIPS va két
qua sinh thiét gai rau (n = 33)

NIPS K&t qua sinh thiét gai rau Téng
nguyco | pgst | Tyle | Binh | Tyl I P
Ca0  |thwong| (%) |[thudng| (%) °
T”Szc;my 18/20 | 90,0 | 2/20 | 10,0 |20/33|60,61
T”sf;my 0/2 0 2/2 | 100 |2/33|6,06

‘ <0,05
T”S%my 6/7 |8571| 1/7 |14,29|7/33 21,21
Léch

boiNST | 1/4 | 250 | 3/4 | 75,0 | 4/33 [12,12
gidi tinh

Téng | 25/33 | 75,76 | 8/33 |24,24(33/33| 100

Trong 33 trudng hop sang loc NIPS nguy co cao dugc chan
doan trudc sinh bang sinh thiét gai rau, cé 25/33 trudng
hop (75,76%) bat thuong NST. Nhom cé ty lé xac nhan cao
nhat & nguy ca cao Trisomy 21 v&i 18/20 trudng hop (90%)
va Trisomy 18 c6 6/7 truong hop (85,71%). Ngugc lai, nguy
cdg cao Trisomy 13 khdéng c6 truong hgp nao dugc xac
nhén va nhom léch bdi NST gidi tinh cé ty l& xac nhan thap
V@i 1/4 truong hop (25%). Sy khac biét gilra cac nhémcdy
nghia théng ké (p < 0,05) va cho thay gia tri du doan duong
tinh ctia NIPS khong dong déu, cao nhéat & Trisomy 21 va
thdp nhat & Trisomy 13. Diéu nay khng dinh sinh thiét
gai rau van (a tiéu chuan chan doan xac dinh dé&i véi cac
truong hop NIPS nguy co cao.
Bang 4. Mai lién quan gitra siéu Am bat thuong va két
qua sinh thiét gai rau

. K&t qua sinh thiét gai rau
:(ieétquur: B4t thwdng |Binh thwéng Téng p
n % n % n %
Tang
kzgigg 17/29(58,62 [12/29/41,38| 29 | 100 |>0,05
sau gay
i;f;:?j 3/6 |50,00| 3/6 |50,00] 6 | 100 |>0,05
Phuthai | 5/6 |83,33| 1/6 |16,67| 6 | 100 |>0,05
Khac |11/1386,96] 2/13 [13,04| 13 | 100 |<0,05

& cac nhém co6 bat thudng trén siéu am, tang khoang
sang sau gay trén bach phan vi 95 la hinh anh hay gap
nhét (29 truong hop) vai ty 1& bat thudng NST La 58,62%,
tuy nhién sy khac biét so v6i cac nhéom khac khong daty
nghia thong ké (p > 0,05). Twong tu, cadc nhom co Hygroma
kystique va phu thai ghi nhan ty l& bat thudng lan lugt (&
50% va 83,33%, nhung do s8 lugng mau nhd nén sy khac
biét khéng dat y nghia thong ké (p > 0,05). Dang chu vy,
nhém bat thudng khac nhu thoat vi rén, kénh nhithat toan
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b6, thiéu san that trai, bat thudng chi hoac két hgp tir 2

bat thudng hinh thai trd [&n cé ty 1& bat thudong cao nhéat

86,96% va su khac biét cé ¥ nghia théng ké (p < 0,05).
Bang 5. K&t cuc thai ky sau sinh thiét gai rau (n = 102)

Két cuc thai ky sau thua thuat | S& lwong | Ty L& (%)
Binh chi thai nghén 50 49,02
Ti€p tuc theo doi thai 52 50,98

Trong téng s6 102 trudng hop dugc thuc hién sinh thiét
gai rau, 49,02% trudng hop dinh chi thai do phat hién bat
thudng di truyén nang, 50,98% ti€p tuc theo doi thai ky.

4. BAN LUAN

Trong nghién cttu clia chuing t6i, yéu té di truyén la chi dinh
sinh thiét gai rau chu yéu, chiém 47,06%, ti€p theo la sang
loc NIPS nguy cad cao va nguy co két hgp trén xét nghiém
sang loc NIPS kém siéu dm bat thuong tong la 32,35%,
bat thudng trén siéu Am hinh thai 20,59%. Diéu nay phan
anh thuc tién ldm sang hién nay, khi sang loc NIPS va khai
thac tién s gia dinh ngay cang doéng vai trd quan trong
trong xac dinh d6i tugng nguy co cao. Cac chi dinh thudng
gap nhat cla sinh thiét gai rau gom: tién sl bat thuong
di truyén, NIPS nguy ca cao, va bat thuong hinh thai trén
siéu Am. Cac nghién cltu quéc té ciing ghi nhan rang céc
cép vg chdng co tién st bénh ly di truyén hodc mang gen
bénh thudng dugc tu' van chan dodn trudc sinh sém ngay
tor quy |, nham gidm thiéu nguy co thai bat thudng va téi
uu héa lva chon can thiép [3-4].

Trong nghién cu nay, 100% trudng hgp thu mau thanh
cdng ngay tir lan dau tién va khong can thuc hién lai. Déng
thoi khéng ghi nhan tai bién sau thd thuat nhu say thai,
v& 6i, méat thai, thadp hon so véi nguy co say thai lién quan
tdi tha thudt dugc bédo cdo qudc té la 0,2% so véi nguy
co nén. Két qua nay phan anh tay nghé cao va quy trinh
chuan héa ctia déi ngdi thuc hién. Viéc thu mau dat chuan
ngay tlr dau co y nghia quan trong, vi chat lugng va thé tich
mau gai rau anh hudng truc ti€p dén do tin cay cua phan
tich NST va gen [5].

K&t qua chén doan tir sinh thiét gai rau cho thay ty &
phat hién bat thuong NST la 29,41%, trong dé hdi ching
Down chiém ty l& cao nhat (18,63%), ti€p theo la hoi
chirng Edwards va Patau. Cac ty l&é nay tuong duong véi
két qua ghi nhan ctia cac nghién cliu tai chau A va chau
Au, naoi 3 thé léch boi kinh dién: Trisomy 21, 18, 13 chiém
da s6 trong cac bat thudng s6 lwgng NST [5]. Phan tich
mai lién quan gitra NIPS va két qua sinh thiét gai rau cho
thay ty l& xac nhan bat thuong chung lén tdi 75,76%. Gia
tri tién doan duong tinh ctia NIPS cao nhéat dugc ghi nhan
& Trisomy 21 (90%) va Trisomy 18 (85,71%), phu hgp véi
cac cong bd quéc té, trong dé d6 nhay va do dac hiéu clia
NIPS déi véi T21 rat cao. Ngugc lai, khong co truong hgp
nguy co cao Trisomy 13 nao dugc xac nhan trong nghién
clru clia chung t6i, cho thay ty & duang tinh gia ciia NIPS
véi Trisomy 13 vAn con déng ké, diéu nay cling phan énh
han ché& da dugc bao céo trongy van. Nhom léch boi NST
gidi tinh cling ghi nhan ty l& xac nhan thap (25%) [6].

Kham banh rau khu tri xay ra & 1-2% thai ky va c6 thé 1a
nguyén nhan gay ra két qua NIPS duong tinh gia. Mot sd

48

bat thuong vé NST nhu tam NST 13 va don NST X ¢c6 nguy
cd cao hon do kham khu tra banh rau nén can nhéc khi
lwra chon chan dodn bang sinh thiét gai rau [7]. Do c6 nguy
co phai choc huat dich 6i xac nhén lai két qua nén ching
téi ludn tu van cho thai phu vé ty l& nay trude khi sinh
thiét gai rau va can nhic choc hut dich 6i & tuan 16. Trong
nghién ctu cla chung toi, khong ghi nhan trudng hop nao
kham banh rau, cho thay ty & nay khéng cao trong dén s6
nghién clu.

Ty L& phat hién dot bién don gen 19,61% cho théy gia tri
md rdng cla sinh thiét gai rau trong chan doan bénh ly di
truyén hiém géap, dac biét khi k&t hgp vdi cac ky thuat sinh
hoc phan tlr hién dai. Nghién clru ctia Wang Y va céng sy
cling ghi nhan ty & tuong ty (20-25%), chiing minh rang
sinh thiét gai rau khéng chi hitu ich trong chadn doan bat
thudng NST ma con dong vai trd then chét trongy hoc bao
thai chinh xac [8].

Céc dau hiéu nhu tadng khoang sang sau gay, Hygroma
kystique va phu thai déu cd ty L& bat thudng tir 50-83,33%,
tuong duagng véi nhiéu nghién ctiru quéc té vé marker siéu
am nguy co cao. Thém vao dé, nhdm b4t thuong hinh thai
khac nhuthoatvi rén, kénh nhithattoan bo, thiéu san that
trai, bat thuong chiva da dj tat co ty & bat thuong NST cao
nhat (86,96%) va c6 y nghia thong ké (p < 0,05). Diéu nay
cho thay céc bat thuong cdu tric da hé co quan thuong
di kém bat thudng di truyén va a chi dinh cho chan doéan
trudc sinh. K&t qua cla chung téi phu hgp vdi nghién ciru
clia Cherian A.G va cong sur (2022), trong d6 72% thai co
di tat hinh thai dugc phat hién co6 bat thuong NST hoac dot
bi&n gen, tir d6 khdng dinh siéu &m b4t thudng (4 d&u hiéu
canh bao quan trong, can dugc két hgp vdi xét nghiém di
truyén dé xac dinh nguyén nhan chinh xac [9].

Sau tha thuét, cé 49,02% truang hgp dinh chi thai nghén
do phat hién bat thudng di truyén nang, va 50,98% tiép tuc
thai ky binh thugng. Ty & nay tuong dong véi ty 1& phat hién
bat thudng di truyén, phan anh hiéu qua thuc tién ctia sinh
thiét gai rau trong quan ly thai nguy co cao. Viéc chan doan
s@m trong tam c4 nguyét | gitip gidm ganh nang tam ly, y té
va x& hoi cho thai phu va gia dinh, dong thdi ndng cao chéat
luong tu van di truyén trong lAn mang thai sau.

5. KET LUAN

Nghién cltu trén 102 hd so thai phu thuc hién sinh thiét
gai rau va téng hop céac két qua, chung tdi nhan thay sinh
thiét gai rau thyc hién tif tuan th& 10-14 cho phép chan
dodn sdm céc bat thudng di truyén (49,02%). Nghién ctru
cho thay sinh thiét gai rau & phuong phap chan doan
trudc sinh cé gia tri cao va an toan, dac biét khi dugc
chi dinh cho céc trudng hop cé yéu td di truyén, sang loc
NIPS nguy co cao hodc bat thudng hinh thai trén siéu am.
Nghién cttu khéng ghi nhan bién ching va ti & thu mau
thanh coéng 100%, phan anh an toan cla tha thuét khi
dugc thuc hién theo quy trinh chuén héa. Nhirng dit liéu
nay hé trg hoan thién quy trinh chi dinh, tu van va quan ly
thai ky nguy co cao.
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