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Tém tat

Muc tiéu: Khao sat gia tri d6 mo da gay & thai tlr 11 tudn dén 13 tuan 06 ngay &
thai ki binh thuwdng va thai cé bat thweng nhiém séc thé theo NIPT, ddng thoi danh gia
gia tri ctia NIPT trong ch&n doan b4t thweng nhiém sac thé so véi choc bi.

Phwong phap: Nghién ctru trén 1055 san phu cé tudi thai tor 11 tudn dén 13 tuan
06 ngay, gdm 57 thai ¢ bat thwdng nhiém sac thé theo NIPT va 998 thai khong co bat
thworng nhiém sac thé va bt thuwdng hinh thai trong suébt thai ky.

Két qua: Gia tri d m& da gay trung binh & nhém cé bat thwdng nhiém séc thé la
1,9 +1,4mm, cao hon cd y nghia thdng ké so v&i nhém binh thwéng (1,6 + 0,4mm).
O nhém binh thwéng gia tri bach phan vi 95 cao nhét ctia d6 md da gay 1a 2,6mm,
tai chiéu dai dadu mong 75 - 79,9mm. NIPT c6 gia tri dw doan dwong cao trong chan
doan bat thwdng nhiém séc thé 21,13,18. C6 méi lién hé cé y nghia théng ké gitra
tdng d6 day da gay = 3mm véi ty 1& bat thwdng nhiém séc thé phat hién béi NIPT
(p>0,001)

Két luan: Tang do day da gay c6 mdi lién hé vai ty 1& bat thwong nhiém sac thé
phat hién b&i NIPT. NIPT c6 gia tri dw doan dwong cao trong chdn doan bét thweng
nhiém s&c thé 21,13,18.

T khéa: NIPT, 6 mo da gay.

Abstract

Investigation of nuchal translucency value and its statistically
significant association with chromosomal abnormalities
detected by NIPT

Objectives: Investigate the value of nuchal translucency (NT) measurement in
fetuses from 11 weeks to 13 weeks and 6 days in normal pregnancies and pregnancies
with chromosomal abnormalities according to NIPT, and evaluate the diagnostic value
of NIPT for chromosomal abnormalities compared to amniocentesis.

Methods: This study was conducted on 1,055 pregnant women with gestational
ages between 11 weeks and 13 weeks 6 days, including 57 fetuses with chromosomal
abnormalities detected by NIPT and 998 fetuses without chromosomal abnormalities or
morphological abnormalities throughout the pregnancy.

Results: The mean nuchal translucency in the group with chromosomal
abnormalities was 1.9 + 1.4mm, which was statistically significantly higher than the
normal group (1.6 £ 0.4mm). In the normal group, the 95th percentile value of NT
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was 2.6mm at a crown - rump length of 75 - 79.9mm. NIPT had a high positive

predictive value in diagnosing trisomy 21, 13, and 18. There was a statistically

significant association between increased NT thickness = 3mm and the detection

rate of chromosomal abnormalities by NIPT (p < 0.001).

Conclusions: Increased nuchal translucency thickness is associated with the

detection rate of chromosomal abnormalities identified by NIPT. NIPT has a high

positive predictive value in diagnosing trisomy 21, 13, and 18.

Keywords: NIPT, nuchal translucency.

1. PAT VAN PE

Tré sinh ra c6 cac di tit bAm sinh boi nhiéu
nguyén nhan khac nhau voi ty 1€ khoang 3%,
voi su tién bo cua y hoc, chan doén trudc sinh,
xét nghiém sang loc ¢6 thé phat hién som nhing
bat thuong ciia thai nhi, tir 46 dwa ra nhing chi
dinh can thiép kip thoi. P6 mdé da gay (Nuchal
Translucency - NT) chinh Ia khoang tich tu dich
dudi da 6 vung sau gay cuia thai nhi. Tang NT,
c6 mdi lién quan voi tang ty 16 mic hoi chimg
Down va cac di tit bAm sinh khac. Do NT
thuong duoc chi dinh vao tuan thtr 11-13 tudn
6 ngay cua thai ky [1]. Nhiéu nghién ctru trén
toan thé giéi da xac dinh pham vi binh thuong
cia NT & cac quan thé dan s6 khac nhau, cho
cac két qua khac nhau vé gi tri quy chuan cua
NT. Diéu nay c6 thé do su khac biét vé ching
toc [2,3].

Xét nghiém tién san khong xam lan (Non-
invasive prenatal testing - NIPT) c6 kha nang
phat hién cac di tat thuong gap, nhu hdi chung
Patau (T13), hoi chung Edward (T18) va hoi
chung Down (T21) v6i do dac hiéu cao tdi
99,90% trong phat hién T21 & don thai va
99,98% d6i véi T18 va T13 [4] va hién dang
dugc ung dung ngay cang rong rai.

O Viét Nam, da co nhiéu nghién cuu vé
gia tri cua NT trong chan doan bat thuong
nhiém sic thé [5-9] phan 16n céac tac gia nhu
Nguyén Hai Long, Bui Hai Nam cho thiy
ngudng ting NT > 3mm c6 gia tri trong chan
doan bat thuong nhiém sic thé chan doan
bang choc 6i, diéu nay ciing twong dong
trong cac khuyén cao cua Hiép hoi san phu
khoa Hoa Ki (ACOG) va hi¢p hoi san phu
khoa thé gigi (ISUOG) [10,11]. Tuy nhién,
hién nay & nudc ta chua c6 nghién ctu xay
dung bach phan vi NT binh thuong cling nhu
chua nghién ciru vé gia tri NT trong chin
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doan bét thuong nhiém sic thé so voi NIPT.
Vi vay, ching t6i tién hanh dé tai “Nghién
clru gia tri 40 mo da gay va méi lién quan véi
bét thudng nhiém sic thé theo NIPT”.

2. POI TUQNG VA PHUONG PHAP
NGHIEN CUU

D6i tugng nghién ctru: 1055 san phu co
tudi thai tir 11 tuan dén 13 tuan 06 ngay, chia
thanh hai nhém gém nhom 57 thai co bat
thuong nhiém sic thé theo NIPT va nhom 998
thai khong c6 bat thuong nhidm sic thé va bat
thuong hinh thai trong sudt thai ky.

Thoi gian thyc hién: tir thang 01 nam 2022
dén thang 05 nam 2024

Thiét ké nghién ctru: mé ta cit ngang, hdi ctru.

Tiéu chuan chon vao: cac thai phu co tudi
thai tir 11 tuan dén 13 tuan 06 ngay, c6 CRL tir
45 - 84mm, dugc si€u am danh gia NT va xét
nghi¢m NIPT tai bénh vién phu san Mé Kong.

+ Nhom thai c6 bat thuong nhiém sic thé:
¢6 két qua bat thuong nhidm sic thé theo NIPT
va choc di

+ Nhém thai binh thuong: khong co bét
thuong nhiém sic thé theo NIPT va bat thudng
hinh thai trong subt thai ky.

Tiéu chuan loai trir: ¢6 két qua NIPT bat
thuong ma khong c6 két qua choc 6i.

Thu thap va xu 1y sb liéu: cac bién sé do
dac duogc thyc hién boi nguodi siéu am co
chting chi siéu am san phu khoa, chung chi
siéu am hinh thai thai, duoc thuc hién do
dac ding theo huéng dan ctua Hiép hoi san
phu khoa thé gi¢i (ISUOG) [10] twong dong
voi cach do dac cia cac tac gia Nguyén Hai
Long, Bui Hai Nam, Duong Van Chuong.
Pay cling l1a quy cach do dang dugc ap dung
tai cac bénh vién chuyén khoa san hién nay ¢
nudce ta [5,8,9].
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Béng 1. Bien s nghién ctiu

Tén bién | Loai bién Pinh nghia

1 | Tubi me Dinh luvong | Nam tién hanh do d6 md da gay - nam sinh trén can cude cong dan.

Tiéu chuan do:

Chiéu dai + Thai nhi ¢ tu thé trung tinh khong qua cui, khéng qua ngua.
2 | dau moéng | Pinh lwong | Ding con trd ¢6 hinh ddu cong, thanh ngang ciia n6 dugc dat
(CRL) trung v6i ranh gi¢i ddm 4m vang va thua 4m vang. Po 3 1an lay

két qua 16n nhat.

+ Thai nhi ¢ tu thé trung tinh, khong qua cti, qua ngua. Dat
nhanh ctia con tro 1én phan ranh gi6i giita ving ting 4m vang
xung quanh va viing giam am cua do day da gay. Po 3 lan lay
két qua 16n nhat.

Po mo da

) Dinh luon
gdy (NT) s

+Khéng bat thuong NST
+Cac bét thuong NST:

+ Trisomy 21,18,13.

+ Trisomy 7,8,10,22

+ XXY, XXX, XO

+ Céc thé kham

Két qua

NIPT Pinh tinh

+Khéng choc 6i
+Khéng bat thuong NST
+Céac bat thuong NST.
Pinh tinh + Trisomy 21,18,13 .
+Trisomy 7,8,10,22

+ XXY, XXX, XO

+ Céc thé kham

Két qua
choc 01

Tét ca cac dit liéu duoc ghi nhan lai tir phiéu thu thap s6 liéu, nhap va xir I s6 liéu bang phan
mém SPSS 23.
3.KET QUA
3.1. Pic diém ciia mAiu nghién ciru
Chung t6i tién hanh nghién ctru trén 1055 thai phu ¢6 tudi thai tir 11 tudn dén 13 tudn 06 ngay,
chia thanh 02 nhom c6 bat thuong nhidm sic thé theo NIPT va nhom binh thudng:
Bang 2. Dic diém cua mau nghién ctru

o Nhor.n: batcthu’o;ng Nhém binh thwong
Dic diém chung nhiém sac theé P
N =998
N =57
Tudi me 3325+5,4 31,3+4,5 0,002
Tudi thai 12 tuan 1 ngay 12 tuan 2 ngay 0,33
CRL (mm) 58,5+ 6,8 58,1 £6,9 0,692
NT (mm) 1,9+ 1.4 1,6 +0,4 <0,001

Nhan xét: nhom cé bét thuong nhidm sic thé co trung binh tudi me (33,25 + 5,4 tudi) va NT
(1,9 £1,4mm) cao hon ¢ nhdém binh thuong (tuéi me trung binh 31,3 £4,5 tudi, NT trung binh 1,6
+ 0,4mm), c¢6 ¥ nghia thong ké (p = 0,002 va p < 0,001).
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3.2. Gia tri dd day da gay & thai ky binh thuong va mdi lién hé giira do day da gay véi tudi
me, tudi thai va chiéu dai ddu méng
Bang 3. Gia tri bach phan vi 5,50, 95 ctia d day da gay ¢ thai ky binh thuong

NT (mm)
CRL (mm) Bach phan vi 5 Bach phan vi 50 Bach phén vi 95
45-49.9 1,1 1.4 2,1
50 -54,9 1,1 1,4 2,1
55-59,9 1,2 1,6 2,2
60 - 64,9 1,2 1,7 2,2
65 - 69,9 1,3 1,7 2,2
70 - 74,9 1,4 1,9 2,6
75-79,9 1,7 1,9 2,6

Nhdn xét: Gia tri bach phan vi 95 cao nhét cia NT 13 2,6mm, & gia tri CRL 75 - 79,9mm.
Bang 4. M6i tuong quan giita 6 day da gay véi tudi me, tudi thai, chiéu dai dau mong

Tubi me Tudi thai CRL
NT P=0,04 (r=0,061) | P<0,001 (r=0,401) P < 0,001 (r=0,397)
Tudi me P=0,438 P=0,408
Tudi thai P < 0,001 (r=10,979)

Nhdn xét: Co mdi twong quan thudn, hé s tuong quan rat yéu giita NT voi tui me (r=0,061) va
CRL (r = 0,401). C6 mbi twong quan thuan, hé s6 twong quan yéu gitta NT va tudi thai (r = 0,401).
3.3. Cac bat thwong nhiém sic thé theo NIPT va choc 6i
Bang 5. Ty 1¢ bat thuong nhiém séc thé theo NIPT

Bit thuong s6 lwgng nhiém sic thé S6 truong hop Ty 1€ (%)
T21 17 29,8%
T18 8 14%
T13 4 7%
XXY 9 15,8%
X0 12 21,1%
XXX 1 1,8%
T8 2 3,5%
T10 1 1,8%
T22 1 1,8%
Nghi thé kham banh nhau 2 3,5%
Téng 57 100%

Nhdn xét: Trong s6 cac bat thuong s luong nhiém sic thé theo NIPT, T21 chiém ty 1& cao nhét
V61 29,8%.
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Bang 6. Ty 18 bét thudng s6 luong nhiém sic thé theo choc hit dich di

Bit thuong s6 lwgng nhiém sic thé S6 truong hop Ty 1€ (%)
T21 16 28,1%
T18 7 12,3%
T13 3 5,3%
XXY 4 7%
X0 7 12,3%
XXX 1 1,8%
Binh thuong 19 33,3%
Téng 57 100%

Nhdn xét: Trong sb cac bat thuong sb luong nhiém sic thé theo choc 6i, T21 chiém ty 1€ cao

nhét vai 28,1%.

Bang 7. Gia trj cua NIPT trong chan doan bét thuong nhiém sic thé 21,13,18

Két qua choc 6i Téng Gia tri du doan duong
T21 (+) T21 (-)
NIPT T21 17 94,1%
16 1
T13 (+) T13 (-)
NIPT T13 4 75%
3 1
T18 (+) T18(-)
NIPTT18 8 87,5%
7 1

Nhdn xet: NIPT c6 gia tri du doan duong cao so voi choc bi trong chan doan T21 (94,1%), T18

(87,5%), T13 (75%).

3.4. Moi lién hé giira d day da gay va bét thuong nhiém sic thé
Bang 8. Mbi lién hé giita ting NT va bit thuong nhidm sic thé theo NIPT

Bét thwdong nhiém sic thé theo Gia tri NT 2
Tong P
NIPT NT <3 mm NT > 3mm
Khong bat thuong nhidém sic thé | 989 (99,1%) 9 (0,9%) 998
. . <0,001
C¢ bat thuong nhieém sac thé 53 (93%) 4 (7%) 57

Nhdn xét: Nhom c6 bat thuong nhiém sic thé co ty 18 ting NT > 3mm cao hon nhém khong c6

bét thudng nhiém sic thé (p < 0,001).

4. BAN LUAN

4.1. Dic diém ciia miu nghién ciru

- Két qua bang 2 cho thdy, tudi trung binh
ctia thai phu ¢ nhém c6 bat thuong nhidm sic
thé theo NIPT la 33,25 + 5,4, 16n hon tudi trung
binh ctia thai phu & nhom thai khong bat thuong
nhiém sic thé: 31,3 £ 4,5, su khac biét nay co y
nghia théng ké (p = 0,002), diéu nay ciing twong
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ddng véi nghién ctru cua tac gia Nguyén Hai
Long, trung binh tudi me ¢ thai c6 bat thudng
nhiém sic thé cao hon nhom thai binh thuong
(p=0,023) [8].

- NT trung binh ¢ nhém c6 bat thudng
nhiém sic thé 1a 1,9 £ 1,4mm, cao hon nhom
binh thuong: 1,6 = 0,4mm, su khac biét nay co
¥ nghia thong ké (p < 0,001). Két luan nay ciing
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tuong dong véi tac gia Nguyén Hai Long [8].
Mot sb tac gia khac nhu tac gia Bui Nam Hai
cling két luan su tang NT co mdi lién hé véi
bat thuong nhidm sic thé (p < 0,001) [9], tuy
nhién khac v6i nghién ciru cua chung t6i, ddi
tuong chon vao cua tac gia la nhitng truong hop
c6 tang NT, nén s€ khong c6 nhom gid tri binh
thuong cua NT dé ddi chiéu.

4.2. Gia tri do day da gay & thai ky binh
thwong va mdi lién hé giira d9 day da gay véi
tudi me, tudi thai va chiéu dai ddu mong.

- Bang 3 cho thdy c6 mdi twong quan thuan
c6 ¥ nghia thong ké giita NT véi tudi thai (p
< 0,001, r = 0,061) va CRL (p < 0,001, r =
0,397), diéu nay ciing twong déng véi nghién
clru ctia nhidu tac gia & Viét Nam nhu Nguyén
Hai Long, Bui Hai Nam, Duong Van Chuong
[5,8,9], cac tac gia khac trén thé gidi, mot )
tac gia nhu Mashisa Kumar [12] hay Jin Hoon
Chung [13] con xay dung phuong trinh tuyén
tinh ctia NT theo CRL.

- Trén co s6 998 thai binh thuong, khong co
bét thuong hinh thai hay sé luong nhiém sic
thé, duoc theo ddi trong sudt thai ky va mdi
tuong quan thuan gitta NT va CRL, ching toi
tién hanh xay dung gia tri cac bach phan vi cua
NT theo CRL cuia thai nhi binh thuong tai Thanh
phd HO Chi Minh (Bang 4). Trong nghién ctru
ctiia minh, tac gia Nguyén Hai Long ciing di xay
dung bang gia tri bach phan vi cua NT lam gia
tri tham chiéu [8], tuy nhién, gia tri bach phan
vi cia tac gia bao gdm ca nhom binh thuong va
ca bat thuong nhiém sic thé, khong dic trung
cho gia tri binh thuong cua NT. Trong nghién
ctru cua chiing t61, gia tri bach phan vi 95 cao
nhét cia NT 14 2,6mm tai CRL tir 75 - 79,9mm,
cac gia tri ndy ciing twong d6i twong dong véi
bang gid tri cua tac gia Marzeie Sharifzadeh
[14] va tac gid Jin Hoon Chung [13].

4.3. Cac bat thwong nhiém sic thé theo
NIPT va choc 6i

- Két qua bang 5 cho théy, trong sb céac
truong hop bat thuong nhidm sic thé theo
NIPT, ty 18 trisomy 21 chiém cao nhét véi
29,8%, trisomy 21,13,18 chiém ty 1¢ chung 14
50,8%. So sanh véi ty 16 bat thudng nhidm sic
thé trong choc 6i, trisomy 21 van chiém ty 1&
cao nhét voi 28,1%. Trong sb cac truong hop
bat thuong nhidm sic thé phat hién boi NIPT,
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¢6 19 trudng hop (33,3%) choc 6i binh thuong.
Trisomy 21 chiém da sb trong cac trudng hop
bat thuong nhiém sic thé ciing pht hop véi két
qua cua cac tac gia Nguyén Hai Long, Bui Hai
Nam, Duong Van Chuong [5,8,9].

- Khi so sanh gié tri cia NIPT dbi véi tiéu
chudn vang 1a choc 6i trong chan doan bat
thuong nhiém sic thé (bang 7), c6 thé thiy,
NIPT c6 gia tri tién doan dwong cao trong chan
doan trisomy 21 (94,1%), trisomy 13 (75%) va
trisomy 18 (87,5%), diéu nay ciing twong dong
v6i két ludn cua tac gia B Thi Thanh Thuay va
cong sy [15] trong xac dinh gia tri tién doan
duong ctia NIPT trong thuc hanh 1am sang, theo
d6 gia tri tién doan dwong ctia NIPT trong chan
doan trisomy 21, 13, 18 lan luot 14 96,7%, 80%
va 91,6%.

4.4. Méi lién hé giira d9 day da gy va bat
thwong nhiém sic thé

- Trong xac dinh ngudng tang do mo da gay,
mot sd tac gia trong nuwéc nhu Bui Hai Nam
[9], Hoang Thi Ngoc Lan [6], Nguyén Hai Long
[7] cac tac gid nudc ngoai nhu Grande [16],
cling két luan ngudng ting NT > 3mm c6 nguy
co bat thuong nhiém sac thé cao, gia tri NT >
3mm ciing duoc khuyén cdo bai Hiép hoi san
phu khoa Hoa Ki (ACOG) va hi¢p hdi san phu
khoa thé gigi (ISUOG) [10,11], mot it tac gia sir
dung gia tri > bach phan vi 95 lam ngudng tang
NT nhu Min-Hyoung Kim [17]. Trong nghién
clru ctia ching t6i, gia tri cao nhét bach phan
vi 95 NT ¢ thai ¢6 CRL 75 - 79,9mm 1a 2,6mm
chinh vi v@y chung t6i st dung ngudng tang NT
> 3mm nhu khuyén cao cua hdi san phu khoa
Hoa Ki (ACOG), hiép hoi san phu khoa thé giéi
(ISUOG) va phan 1én cic tac gia trong nudc.

- Bang 8 cho thiy ty 1& ting NT & nhom thai
c¢6 bit thuong nhiém sic thé theo NIPT 1a 7%
16n hon nhiéu so véi thai khong ¢ bat thuong
nhiém séc thé 0,9%. Tang NT co mbi lién hé
v6i bat thuong nhiém sic thé theo NIPT c6 y
nghia thdng ké (p < 0,001).

5.KET LUAN

Qua nghién ctru 1055 thai phu gdm 998 thai
phu c6 thai nhi binh thuong va 57 thai phu c6
thai nhi bat thuong nhidm sic thé theo NIPT:

- Nhom bét thuong nhiém sic thé co tudi me
cao hon nhém binh thuong.
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- Gia tri NT ¢6 mdi twong quan thuan véi
tudi thai, CRL. Gi4 tri cao nhit bach phan vi 95
NT ¢ thai binh thuong c6 CRL tir 75 - 79,9mm
la 2,6mm.

- NIPT c6 gia tri tién doan duong cao trong
chan doan trisomy 21 (94,1%), trisomy 13
(75%) va trisomy 18 (87,5%).

- Tang NT > 3mm c6 mdi lién hé véi bat
thudng nhiém sic thé theo NIPT ¢ ¥ nghia
thong ké.

6. HAN CHE

Maic du nghién ctru dugc thuc hién tai mot
trung tim san phu khoa twong ddi 16n, véi
quy trinh do dac dugc thuc hién bdi cac bac
s chan doan hinh anh dwoc c¢6 chuyén mén,
dugc dao tao chuyén sau v& siéu Am hinh thai
thai. Tuy nhién nghién ctru ciia chung t6i van
ton tai nhitng han ché. Pau tién vé van dé c&
mau, chung t6i thuc hién nghién ctru dugc trén
1055 san phy, cao hon so véi 354 san phu trong
nghién clru cta tac gia Bui Hai Nam, 350 san
phu trong nghién ctru cia Duong Van Chuong,
tuy nhién ¢& mau nay van han ché hon nghién
ctiru ciia Nguyén Hai Long va cong su (2064
san phu). Bén canh d6, do vin dé thoi gian va
nguén luc, nghién ctru thuc hién cat ngang, hoi
ctru, khong c6 gia tri cao trong két ludn mdi
quan hé nhan qua.
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