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TOM TAT

Muc tiéu: Panh gia gia tri cia xét nghi¢ém
NIPT trong sang loc léch boi nhiém sic thé
21,18,13 ¢ thai song sinh Pdi twong va phwong
phap nghién ciu: Nghién cau hdi ctu, mo ta cat
ngang 490 thai phu mang song >9 tuan, thuc hién
xét nghiém NIPT sang loc léch boi nhiém sac thé
s6 13,18 va 21 tai Hé théng Y t& MEDLATEC tir
1/1/2022 @én 31/12/2023. Két qua: 490 thai phu
mang hai thai dugc dua vao nghién ctu trén tong
s6 59.676 mau NIPT, chiém ty 1¢ 0,82%. Ty lé
lay lai mau 1a 4,49% (22/490). Ty 18 khong ra két
qua la 0,41% (2/490). Trong 488 truong hop co
két ra két qua NIPT, 2 trudng hop NIPT nguy co
cao Trisomy 21 (0,41%) (2/488), khdng cb céac
truong hop nguy co cao Trisomy 18 va Trisomy
13. By nhay, d6 dac hiéu va gia tri tién doan
duong cua xét nghiém NIPT la 100%. Duong
tinh gia va am tinh gia 1a 0%. Két luan: Xét
nghiém NIPT la mot xét nghiém sang loc hiéu
qua nén duoc sang loc bat thuong di truyén
Trisomy 21, Trisomy 18 va Trisomy 13 cho thai
phu mang song thai.
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SUMMARY
PRENATAL SCREENING FOR
TRISOMY 21, 18, 13 IN TWIN
PREGNANCY USING NIPT

Objective: The value of NIPT in screening
for trisomy 21, 18, 13 in twin pregnancy
Subjects and Methods: A retrospective, cross-
sectional study was conducted on 490 pregnant
women with twins >9 weeks gestation who
underwent NIPT screening for trisomy 13, 18,
and 21 at MEDLATEC Healthcare System from
January 1, 2022 to December 31, 2023. Results:
A total of 490 pregnant women with twins were
included in the study out of 59,676 NIPT
samples, accounting for 0.82%. The resampling
rate was 4,49% (22/490). The no-call rate was
0.41% (2/490). Among 488 cases with NIPT
results, 2 cases of high-risk NIPT for Trisomy 21
(0.41%) (2/488), and no cases of high-risk
Trisomy 18 and Trisomy 13. The sensitivity,
specificity, and positive predictive value of NIPT
test were 100%. False positives and false
negatives were 0%. Conclusion: NIPT is an
effective screening test that should be used to
screen for Trisomy 21, Trisomy 18, and Trisomy
13 in pregnant women with twins.

Keywords: prenatal screening, NIPT, twin
pregnancy

I. DAT VAN DE

Nhimg nam gan day, xu huéng tudi bd
me tang khi thu thai cling lam tang viéc su
dung ky thuat hd tro sinh san (thu tinh 6ng
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nghiém IVF, bom tinh tring vao budng tir
cung IUI, st dung phac d6 kich trang..).
Nhitng yéu t6 trén ciing 1am tang ty 1& song
thai, da thai.

Song thai hay da thai 1a mot trong nhiing
yéu té nguy co cao cho thai ky, do do xét
nghiém sang loc trudc sinh khéng xam 14n va
d6 chinh xac cao la v6 cung y nghia vgi cac
trrong hop da thai hay song thai. Xét nghiém
x4c dinh c&c chat hoa sinh c6 trong huyét
thanh me da duoc tng dung tur nhitng nam
1984 dé sang loc mot sé hoi chang di truyén
léch boi nhiém sic thé. Tuy nhién, phuong
phap sang loc truyén théng trén khdng
khuyén cdo cho sang loc cac truong hop da
thai. Cac phuong phap sang loc truyén thong
voi don thai c6 gia tri tién doan duong tinh
thap (PPV), gia tri PPV vai hoi chiing Down
la 2,2-3,6%*, do d6 din dén ty 1é cao can
thiép tha thuat xam lan (choc hat dich &i
hoiac sinh thiét gai rau) dé xac dinh bat
thuong di truyén. Khi tién hanh cac tha thuat
xam lan c6 thé dan t6i cac tai bién, bién
chung gay say thai, thai lvu. Hon ntta, vai
cac truong hop song thai khi thyc hién céac
thu thuat trén kho khan hon khi thuc hién ¢
don thai, co thé dan dén Idy mau cung thai,
gay bo s6t mau, c6 thé 1am ting ty I¢ tai bién,
bién ching say thai, thai luu nhiéu hon so
v&i thuc hién ¢ don thai.

Tu nhitng nam 2010, xét nghiém NIPT
(Non-Invasive Prenatal Testing) da tao budc
dot pha trong sang loc bat thuong di truyén
trudc sinh. Nguyén ly xét nghiém NIPT dya
trén phan tich DNA tu do cua rau thai
(cfFDNA) phong thich vao tuan hoan mau me
cho d6 chinh xac cao (d6 nhay va gia tri tién
doan duong véi hoi chung Down lan luot 12
98,8% va 91,8%?), cai thién nhuoc diém cua
phuong phép sang loc truyén thong. Hiép hoi
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Di truyén Hoa Ky (ACMG) da khuyén nghi
xét nghiém NIPT sang loc cho thai d6i cac
bat thuong di truyén trisomy 21, trisomy 18
va trisomy 13.2 Tuy nhién phan tich NIPT
danh cho song thai c6 cac yéu t6 khé khin
hon phan tich don thai khi lugng DNA cua
thai nhi trong tuan hoan méau me la tong hoa
cua 2 thai phong thich do d6 gay kho khan
khi phéan tich ciing nhu tang am tinh gia va
duong tinh gia. Hién nay chua c6 nhiéu
nghién ctru danh gia xét nghiém NIPT trong
song thai vai sang loc léch boi cua nhidém sac
thé 21,18,13. Vi nhitng yéu té trén, ching toi
thuc hién nghién cau nay véi muc tiéu:
“Ddanh gia gid tri cua xét nghiém NIPT
trong sang lec léch bgi nhiém sdc thé
21,18,13 ¢ thai song sinh”.

II. D8I TUQONG VA PHUONG PHAP NGHIEN CU'U

Poi twong nghién cwu: Trong 59.576
thai phu thyc hién sang loc truéc sinh bang
xét nghiém NIPT tai hé théng y té
MEDLATEC trong khoang thoi gian tu
1/1/2022 dén 31/12/2023, thu duoc 490 thai
phu tham gia nghién ctu

Tiéu chudn chen mdu: Céc thai phu
mang thai doi > 9 tuan, dugc xac dinh bang
phuong phap siéu am, thuc hién xét nghiém
g6i NIPT TWIN tai hé théng y té
MEDLATEC, c6 ndng d6 cffDNA > 3,5%

Tiéu chudn logi trie

- Thai phu méat mot thai truéc khi lam
xét nghiém

- Thai phy c6 tién st truyén mau, ghép
tang, diéu trj té bao gdc, xa tri, hoa tri.

- Thai phu dugc cho trizng, mang thai ho.

- Thai phu c6 1éch boi nhiém séc thé.

- Thai phu méc bénh ung thu 4c tinh.
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Phwong phap nghién ctiu: Hdi ctu mod
ta cit ngang. Mdi thai phu tham gia nghién
clru dugc ldy mau méu tinh mach 8-10 ml.
Miu méu dugc tch cfDNA chuan bj thu
vién trén hé thng may MGI-SP100 va giai
trinh tu gen dua trén trén hé thbng may MGI-
SEQ 200. Dt liéu giai trinh tu gen dugc
Jingke phén tich. Pham vi xét nghiém sang
loc phat hién 3 hoi chiang Trisomy 13 (hoi
chung Patau), Trisomy 18 (hoi chung
Edwards), Trisomy 21 (hoi chitng Down).

Xir 1y s6 liéu: Phan tich, thong ké va bao
céo két qua dua trén trén phan mém Microsoft
Excel 365 va IBM SPSS Statistics 27.

INl. KET QUA NGHIEN cU'U

T 1/1/2022 dén 31/12/2023 d3 co
59.576 xét nghiém NIPT dugc thuc hién, thu
nhan mau tir hé thdng cua Medlatec trén toan
Viét Nam. Trong d6, 490 ca thai song sinh
duoc xac dinh bang siéu am tai thoi diém lay
mau méu xét nghiém, chiém ty 18 0,82%

Bdng 3.1. Pdc diém tuéi thai phu ¢ nhom nghién crru

Dic diém Gia tri
Tudi thai phu trung binh 30,33 + 5,37 (ndm)
Tudi thai phu nhé nhat 17 (ndm)
Tudi thai phu Ion nhét 48 (nim)
Nhom thai phu <35 tudi 382 (77,96%)
Nhom thai phy >35 tudi 108 (22,04%)

Nhgn xét: Tudi thai phu phan bo tir 17 tudi

(tudi nho nhat) dén 48 tudi (tudi 16n nhat). B

tudi trung binh cua thai phu 13 30,33 + 5,37 tu6i. D6 tudi thai phu trong nghién ctiu cha yéu &
nhom cé do tudi dudi 35 tudi (382/490, chiém ty 1¢ 77,96%). Nhom thai phu > 35 tudi chiém

ty 1& 22% (108/490)

Bdng 3.2. Tudn thai tai thei diém ldy mdu xét nghigm

Tudi thai (tuan) S6 lrong Ty 1é %

9 103 21
10 104 21.2
11 100 20.4
12 119 24.3
13 39 8
14 12 2.4
15 6 1.2
16 4 0.8
18 1 0.2
20 1 0.2
22 1 0.2

Tong 490 100

Tubi thai trung binh 10,99+ 1,66
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Nhgn xét: Tuan thai trung binh tai thoi diém 1ay mau xét nghiém 1a 10,99 + 1,66. Tuan
thai 1am xét nghiém tap trung cha yéu ¢ nhitng tuan thai som (9, 10, 11,12 tuan). Tudi thai
phd bién nhat 1am xét nghiém NIPT 1a 12 tuan. Véi truong hop lai, tuan thai duoc tinh tai thoi
diém lay mau lai c6 két luan két qua NIPT.

Bdng 3.3. Ty 1 xét nghigm NIPT phdi ldy lai mdu

Tuén thai S6 lwong mau lay lai (miu) Ty 18 Iy lai theo tirng tuin thai (%)

9 5 4,85
10 7 6,73
11 5 5
12 4 3,36
13 0 0
14 1 8,3

Tong 22 4,49

Nhdn xét: Trong 490 thai phu mang song thai thuc hién xét nghiém NIPT thi cé 22
truong hop can lay lai mau mau me dé thuc hién lai xét nghiém. Sé luong mau tap trung &
tuan thai <12 tuan. SO lwong 16n nhét 1 10 tuan véi 7 mau lay lai. Tuy nhién ty 18 1dy lai mau
theo tirng tuan thai khac biét khong co y nghia.

Bdng 3.4. Pdc diém nong d@é ADN tw do cia rau thai (cFHFDNA) doi

Nong do cffDNA Ty & %
Nong d6 cffDNA trung binh 17,76 + 5,09
Nong d6 cffDNA nho nhét ra két qua 3,90
Nong d6 cfDNA 16n nhit ra két qua 29,60

Nhan xét:Trong 488 ca c6 két qua NIPT, nong do cFffDNA thap nhit c6 thé phan tich va
c6 két qua tra duoc ghi nhan trong nghién cau la 3,9%. Néng d6 trung binh 1a 17,76% *
5,09%. Nong do 1on nhat 1a 29,06%.

Bdng 3.5. Két qud xét nghiém NIPT ¢ thai doi

Nguy co cao Nguy co thap Tong mau
Trisomy 21 2 486 488
Trisomy 18 0 488 488
Trisomy 13 0 488 488

Nhdn xét: Trong 490 thai phu thuc hién xét nghiém NIPT, 2 truong hop khong ra dugc
két qua (bao gom da lay lai mau) chiém ty 18 0,41%. Trong 488 truong hop co két qua cua xét
nghiém NIPT, 2 /488 truong hop co két luan thai nguy co cao Trisomy 21, chiém ty 1¢ 0,41%
(2/488). Khong phat hién truong hop nguy co cao Trisomy 13, Trisomy 18.

Bdng 3.6. Gia tri xét nghi¢m sang loc NIPT

Mic bénh Khong mic bénh
Am tinh 0 486
Duong tinh 2 0
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Nhin xét: Trong 488 truong hop c6 két
qua xét nghiém NIPT, 2 truong hop song thai
tu nhién c6 hai banh rau va 2 budng 6i ¢ két
luan nguy co cao Trisomy 21, da thuc hién
thi thuat choc hut liy dich 6i dé lam xét
nghiém nhiém sic thé d6 va mdi trudng hop

song thai déu phat hién dugc mdt thai bi héi
ching trisomy 21 thuidn va mot thai binh
thuong. Nhitng truong hop két qua NIPT
nguy co thip dd duoc theo ddi dén khi sinh
va hién tai van chua phat hién truong hop
am tinh gia nao.

Bdng 3.7. Moi lién quan tuoi me va léch bgi nhiém sdc thé trén thai doi

Tudi me NIPT nguy co cao NIPT nguy co thé"lp Tong
>35 1 106 107
<35 1 380 380

Tong 2 486 488

Nha@n xét:488 truong hop co két qua xét nghiém NIPTduoc chia lam 2 nhém theo dic
diém tudi me. Nhém tudi me > 35 tudi co nguy co cao 1éch boi nhidm sic thé(Trisomy 21) 1a

0,93% (1/107) va c6 cao hon so voi nhém tudi me < 35 (0,26%, 1/381)
Bdng 3.8. Méi lién quan dic diém thai va léch bgi nhiém sdc thé

NIPT nguy co cao NIPT nguy co thip T(Z)ng
Thai tu nhién 2 272 274
Thai IVF 0 214 214
Tong 2 486 488

Nhdn xét: Trong 488 truong hop NIPT
c6 ké qua, thai doi duogc tao ra bang phuong
phap IVF 1a 214/488 chiém ty 1 43,85%.
Song thai bang phuong phap thu thai tu
nhién la 274/488, chiém ty ¢ 56,14%. C4c ca
NIPT nguy co cao Trisomy 21 déu la céc thai
tu nhién. Khong ghi nhan NIPT nguy co cao
ddi véi thai IVF.

IV. BAN LUAN

Tudi b6 me xu hudng ngdy cang cao
trong x& hoi din dén xu hudng sir dung cac
bién phap ho trg sinh san vi vay ty Ié mang
thai doi ngay cang tang. Trong 59.576 thai
phu thuc hién xét nghiém NIPT tai hé thdng
y t& Medlatec tir 1/1/2022 dén 31/12/2023 c6
490 (0,82%) thai phu mang thai song sinh
dugc dua vao khao sat trong nghién cuu cua

ching t6i.490 thai phu dugc xac dinh dang
mang song thai bing phuong phép siéu am
hinh anh thai va tuéi thai dugc xac dinh tai
thoi diém ldy mau tir 9 tuan 0 ngay trg Ién.
Hién nay NIPT da duoc cong nhan d nhay,
d6 dac hiéu cao va pham vi xét nghiém rong.
NIPT xuat hién tir nhitng nam 2010, c6 gia
tri 1am sang va da thay do6i phac d6 sang loc
trudc sinh. Tuy nhién, hién nay van con it
nghién ctu vé gia tri cia xét nghiém NIPT
Vi song thai va pham vi xét nghiém con hep.
Trong nghién ctru nay, chung t6i danh gia do
dic hiéu va d6 nhay véi NIPT ddi véi song
thai vai pham vi xét nghiém sang loc 3 hoi
chung bat thuong sé luong nhidm sic thé hay
gap la hoi chang Down (trisomy 21), hoi
chung Edward (trisomy 18), hoi chitng Patau
(trisomy 13). Két qua xét nghiém duoc ra véi
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“nguy co cao” hay “nguy co thip” va “khong
ra két qua”

Trong nghién ctru cta chung t6i, 488/490
treong hop xét nghiém NIPT thanh cong, cé
két luan “nguy co cao” hay “nguy co thip”.
Trong d6, 2 truong hop song thai c6 két qua
nguy co cao véi trisomy 21, chiém ty 18
0,41% (2/488), khong cé truong hop nguy co
cao voi Trisomy 18 va Trisomy 13. 2 truong
hop nguy co cao véi trisomy 21 dugc thuc
hién chan doén trudc sinh véi thu thuat choc
hat dich 6i 1am xét nghiém nhiém sac thé do
tir té bao bi va mdi trudng hop song thai déu
phéat hién dugc mot thai bi hoi chung trisomy
21 thuan va mot thai binh thuong. Ty 1é caa
Trisomy 21 trong nghién ctru cua ching toi
phu hop vai nghién cau Sparks va cong su
(trong 77.279 thai do6i, 182 truong hop co it
nhét 1 thai Trisomy 21).* Két qua chan doan
trugc sinh cia 2 truong hop c6 két qua trén
tung treong hop song thai la mot thai mang
hoi chiing trisomy 21 thuan va 1 thai c6 bo
nhiém sic thé binh thuong. Nhu vay, trong
nghién ctru cua cua chung t6i, do nhay cua
xét nghiém vai trisomy 21 14 100%, gia tri
tién doan duong la 100%. Trong qua trinh
doi chua phat hién am tinh gia, do do d¢ dac
hiéu cua xét nghiém NIPT trong nghién ctu
la 100%. Hiéu qua cua xeét nghiém NIPT
trong thai doi voi Trisomy 21 trong nghién
ctru twong ddng véi bao céo cua Nancy C
Rose va cong su vao nam 2022 véi do nhay,
do dic hieu lan luot 13 98,80% va
99,96%.2Nghién ctu cia Yuegiu Tan va
cong su nam 2016, 565 thai d6i dugc khao
sat, d6 nhay, d6 dac hiéu va gia tri tién doan
duong 1a 100%.°
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Do tudi thai phu trong nghién ciu phan
bé tir 17 tudi dén 48 tudi. Po tudi trung binh
cua thai phu 1a 30,33 + 5,37. Phan 16n thai
phu <35 tudi, chiém ty 1& 77,96% (382/490)
va thai phu > 35 tudi 1a 22,04% (108/490).Dé
danh gia yéu t6 tudi me anh huong dén két
qua NIPT va bat thuong nhidm sic thé,
ching toithong ké 488 truong hop c6 két qua
xét nghiém NIPT thanh 2 nhém: tudi me <
35 tudi va nhom thai phu c6 tudi > 35 tudi. Ty
I& bit thuong nhiém sic thé (Trisomy 21) &
nhom thai phu > 35 tudi 1a 0,94% (1/107), &
nhom thai phu <35 tudi 1a 0,26% (1/381). Ty
Ié bat thuong s6 lugng nhiém sac thé & nhom
thai phu cao 16n tudi 1a cao hon. Két qua cua
nghién cau cua chiang phu hop cac nghién
ctu cho rang ty 1& sinh con bat thuong sb
luong nhiém sic thé sé tang theo tudi me bao
goém ca thai don va thai d6i.

Ngay nay, cac phuong phap hd tro sinh
san ngay dugc 4p dung rong rai. Thai doi
duogc hinh thanh nho sir dung phuong phap
hd trg sinh san thy tinh 6ng nghiém la
214/490 chiém ty 1é 43,67%. Song thai hinh
thanh bang phwong phap thy thai ty nhién
(bao gom cac truong hop c6 sir dung bién
phéap kich trieng hoac/va thu thuat bom tinh
tring vao budng tir cung) 1a 276/490, chiém
ty 18 56,33%. Qua nghién ctu cho thay, ty 18
mang thai song sinh c6 phuong phap hd tro
sinh san chiém ty I¢ cao va c6 sé tang véi Xu
hudng x@ hoi sinh con muon. Cac ca NIPT
nguy co cao Trisomy 21 déu 1a cac thai dugc
hinh thanh boi phuong phap thu thai tu
nhién. Khong ghi nhan NIPT nguy co cao
dbi voi thai sir dung phuong phép hd tro sinh
san thy tinh 6ng nghiém. Két qua nghién ctu
cua chung toi c6 su khac biét vai nghién ctru
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cia Wengian Yu va cong su Véi ty 1& bat
thuong nhiém sic thé ¢ 2 nhém I3 twong
duong.® Sy khac biét cd thé do c& mau
nghién ctu caa ching t6i con han ché va sé
lugng phoi thai duoc sang loc Iéch boi nhiém
sic thé tién lam t6 (PGT-A). Két qua sang
loc phéi anh huéng dén quyét dinh c6 ciy
phdi hay khéng va giam ty ¢ phoi bat
thuong thé thuan hoic thé kham & té bao
phét trién thanh banh rau. Sang loc phdi bo
sOt cac trudng hop dot bién méi phat sinh
sau cay phdi va bat thuong kham ¢ té bao
phat trién thanh phai thai.

Theo mot s6 bao céo, nong do cfFDNA
cua thai doi cao hon so v&i mang thai don,
nhung su déng goép ca nhan tir moi thai nhi
thap hon. Trong nghién ctu cia ching toi,
mau mau lay tir mau tinh mach cua thai phu
vé6i luong 8-10 ml va diéu kién tudi thai tir 9
tuan 0 ngay tro 1én,tuan thai trung binh 1a
10,99 + 1,66 tuan. Tuoi thai nho nhét 1a 9
tuan, tudi thai Ion 1a 22 tuan. Tudi thai phd
bién nhat thuc hién xét nghiém NIPT la 12
tuan (119/490; 24,9%). Nong d6 cffDNA
thip nhit cd thé phan tich két luan két qua la
3,9%. Nong do cffDNA cao nhét 1a 29,60%.
Nong do cffDNA trung binh thu duoc la
17,76% + 5,09%. Véi diéu kién trén, ty 18 lay
mau lai 4,49% (22/490) & tuan thai 16n hon
(cach 2 tuan tir thoi diém lay mau lan 1). Ty
I& thanh cong sau khi ldy mau lai 1a 20/22
(90,91%). Ty lé thit bai (khong két luan) I3
2/490 (0,41%). Két qua cua nghién ctu
tuong duong voi nghién ciu cua Yuegi Tan
va cong su (ty Ié lay lai 1a 3,2% va ty Ié that
bai 1a 0,9%) trén NIPT thai d6i>. Trong
nghién ctu cua ching t6i, sé luong ldy lai
mau tap trung & tuan thai nho hon 12 tuan.

Tuy nhién ty I1& ldy lai miu theo tung tuan
thai khéc biét khong c6 y nghia thong ké. Do
vay, xét nghiém NIPT hoan toan c6 thé thuc
hién & nhitng tuan thai sém (9 tuan tro di) co
thé dam bao duoc dugc ndng do cffDNA dé
phan tich va khdng anh huéng dén ty 18 lay
lai mau. S6 lwong mAau lay lai 16n khi thai <
12 tuan c6 thé giai thich do lwong mau thuc
hién NIPT & nhitng tuan thai nay I6n hon
hoac can mot nghién ciu ¢4 ¢& mau 16n hon.

2 truong hop khéng ra két qua trong
nghién ctu caa ching t6i do yéu té lugng
cffDNA thap sau khi lay lai mau nén khong
thé phan tich két qua. Truong hop 1, mau lan
1 dugc lay mau vao luc thai 10 tuan 0 ngay,
phan tich 1an 1 c6 két qua cffDNA 1a 2,53%,
duogc lay lai mau sau 10 ngay va phan tich
lugng DNA 1a 3,15%. Truong hop 1 co dac
diém 1am sang, thai IVF 2 phéi do v sinh
tha phat khéng ré nguyén nhan, thai phu
khéng co tién sir bénh ly, BMI la 27,5 tai
thoi diém 1am NIPT. Thai phu & muc tién
béo phi theo phan loai cia WHO hoac béo
phi do | theo Hiép hoi dai duong cac nudc
chau A (IDI & WPRO) duoc &p dung cho
ngudi chau A. Qua trinh mang thai khong
phat hién bat thuong, 2 tré sinh ra khoé manh
chua phat hién binh thuong. Nhiéu nghién
ctru cong bb me thira can, béo phi anh huong
dén ndng do cFIDNA hay chi s BMI ciia me
ty 1& nghich véi nong do cfDNA.” Gia
thuyét dua ra khi me c6 chi sé6 BMI cao c6
khbéi lwong tuan hoan lén do d6 luong
cffDNA phdng thich vao tuin hoan mau me
dugc pha loang.

Trudng hop tha 2, thai phu c6 tién sir san
khoa PARA 1011, da sinh 1 con khoé manh,
thai Iuu 1 1an chua rd nguyén nhan. Thai phu
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6 hd tro phuong phap bom tinh tring trong
budng tir cung, dwoc 2 thai 2 banh rau, 2
budng 6i, thai phy thuc hién xét nghiém lan
dau 1a 10 tuan 5 ngay c6 cffDNA la 1,08%
duoc 14y lai sau 2 tuan va cffDNA thu dugc
la 2,03%. Siéu am tai thoi diém ldy mau co
két luan theo ddi 6i it, chua phat hién bat
thuong hinh thai. Sau thoi gian lay lai mau
NIPT, 1 thai luyu, 1 thai chwa phat hién bat
thuong. Thai phu sinh non ldc thai 34 tuan.
Hién tai, tré sinh ra khoé manh. Trong qué
trinh mang thai, thai phu dugc sir dung thubc
dusphaston  (dydrogesteronl0 mg) 2
vién/ngay va tiém lovenox (heparin trong
lugng phan tir thap). Heparin trong luong
phan tir thap cé vai trd chdng dong thuong
dugc mot s bac si st dung trong truong hop
thai lwu thai say nhiéu lan. Heparin c6 anh
huéng dén nong do6 cffDNA cua thai nhi
trong méau me. Heparin c6 thé két hop voi
bach cau trong mau me dé gy ra ting hién
tuong cac té bao chét theo chu trinh. Do do
lugng cfDNA cua me trong tuan hoan ting,
nong do cffDNA s& bi giam. Han ché coa
nghién ciru 1a chua thé xac dinh nguyén nhan
thai luu trong truong hop nay. Tuy nhién,
hién twong thai bat thuong ciing anh huang
dén kha ning phong thich cffDNA. Céc
nghién cau cng cho thay, thai trisomy 21 c6
tang phong thich cffDNA, nguoc lai thai
trisomy 18, trisomy 13 hoac monosomy X sé&
giam phong thich cffDNA vao trong tuan
hoan mau me.®

Xét nghiém NIPT phén tich DNA tu do
trong tuan hoan méau me, trong d6 bao gdom
DNA tu do cua rau thai phong thich va DNA
tu do tir t& bao cua me. Do d6 NIPT ngoai co
thé phat hién cac bat thuong di truyén cua
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thai nhi, ciing c6 thé phat hién cac bat thuong
ciia me. Tuy nhién, cac yéu cua me ciing anh
huong nhiéu dén nong do cffDNA.Theo
nghién ctu Danielius et al, 2020, nong do
cffDNA ting theo tudi thai. Tuy nhién ndng
d6 cffDNA cua cé4c thai phu theo tuan thai
khong giéng nhau gitta ngudi. Ngoai cac yéu
t6 dwoc phan tich & 2 trudng hop trén,cac
yéu t6 khac c6 thé anh huong dén ndng do
cffDNA nhu cic bénh 1y da biét hoiac chua
biét nhu ung thu, c¢6 cac khdi u, me bj bénh
Iy tu mién, trong co thé me c6 mot s6 DNA
la: truyén méu, ghép tang, nhiém virus dot
cap....Nguyén nhan tir phia don vi lam xét
nghiém (chat luong mau khéng tot: mau vo
hong cau, huyét thanh duc, han ché cua
nguyén Iy ky thuat giai trinh ty, hiéu suat caa
may moéc). Do do, thai phu can duogc tu van
rd trudc, trong va sau khi lam xét nghiém
NIPT. Tu phén tich nguyén nhan khong ra
két qua xét nghiém NIPT, thai phu co thé
duoc tu van lay lai mau khi tuan thai Ion
hon, thay thé bang phuong phap sang loc hoé
sinh truyén thong. Tham chi, mot s6 nguyén
ctu cho thay tang ty 1& nguy co bat thuong di
truyén khi thyc hién NIPT khong ra két qua,
do d6 duoc khuyén céo thuc hién thu thuat
chan doan trudc sinh.

V. KET LUAN

Xét nghiém NIPT la mot xét nghiém sang
loc hiéu qua véi nhiéu vu diém, khéng phu
thudc vao tudi thai phu, cé thé thuc hién ¢
tuan thai som, dic biét cho do nhay, do dic
hiéu cao va dwong tinh gia, am tinh gia thap.
Xét nghiém NIPT duoc ACMG khuyén céo
dé sang loc thai d6i cho cac léch boi NST
13,18,21 thay thé cho cac xét nghiém sang
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loc truyén thong (double test, triple test). Xét
nghiém NIPT c6 thé thyc hién tir tuan thai
thir 9 tro 18n voi nong do cfDNA Ién hon
3,5%. Két qua NIPT bj tac dong bai yéu té tir
me, banh rau va phoi thai do d6 nén dugc
khac thac 1am sang va tu van di truyén truéc
khi lam xét nghiém.
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