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ABSTRACT

Objective: To describe genetic results from amniotic fluid in pregnant women with high-risk non-
invasive prenatal testing at the National Hospital of Obstetrics and Gynecology.

Subjects and methods: A cross-sectional descriptive study was conducted on 303 pregnant
women with high-risk non-invasive prenatal testing (NIPT) results who underwent amniocentesis
at the National Hospital of Obstetrics and Gynecology.

Results: The mean maternalagewas 31.02+ 6.4 years. Most participants had a university education
and conceived naturally. The majority underwent NIPT at private healthcare facilities, accounting
for 84.8%. Among high-risk NIPT results for aneuploidy, trisomy 21 accounted for the highest
proportion at 32.3%, followed by monosomy X at 17.5% and 47,XXY at 14.2%. Genetic analysis of
amniotic fluid showed relatively high confirmed abnormality rates: 77.6% by karyotyping, 73.7% by
QF-PCR, 68.1% by BOBS, and 25% by CMA/Array. Among the detected abnormalities, trisomy 21
remained the most common.

Conclusion: NIPT is valuable for screening chromosomal abnormalities, however high-risk
cases should undergo amniocentesis for diagnostic confirmation before pregnancy management
decisions are made.
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TOM TAT
Muc tiéu: M6 ta két qua di truyén tir dich 6i c6 xét nghiém trude sinh khéng xam l&n nguy ca cao tai
Bénh vién Phu San Trung uong.
Pai twgng va phuong phap: Nghién clru mé ta cat ngang dugc thuc hién trén 303 thai phu c6 két
qua xét nghiém sang loc trudce sinh khong xam [an (NIPT) nguy co cao dén choc &i tai Bénh vién Phu
San Trung uong.

Két qua: Tudi trung binh cla thai phu la 31,02 = 6,4 tuéi; phan L&n cé trinh d6 dai hoc va thu thai tu
nhién. Da sé thai phu thuc hién NIPT tai cac cd s& tu nhén, chi€ém 84,8%. Trong cac két qua NIPT
c6 léch béi, trisomy 21 chiém ty & cao nhat vdi 32,3%, ti€p theo la monosomy X (17,5%) va 47,XXY
(14,2%). K&t qua di truyén tir dich 8i cho théy ty |& bat thudng dugc xac nhan kha cao, lan luot (&
77,6% vGi Karyotype, 73,7% vdi QF-PCR, 68,1% vGi BOBS va 25% vdi CMA/Array. Trong cac bét
thudng phat hién dugc, trisomy 21 van la b4t thuong thudng gép nhat.

K&t luan: K&t qua cho thay NIPT c6 gia tri trong sang loc bat thudng nhiém sic thé, tuy nhién cac
trudng hop nguy cd cao can dugc choc 6i dé xac dinh chan doén trude khi quyét dinh quan ly thai ky.

Tir khéa: NIPT, choc 6i, bat thudng nhiém sic thé, sang loc trudc sinh.

1. DAT VAN DE

Céc bat thudng nhiém sac thé nhu héi chirng Down
(trisomy 21), hdi ching Edwards (trisomy 18) va hdi chiing
Patau (trisomy 13) la mot trong nhirng nguyén nhan hang
dau gay sy thai, thai luu va di tat bAm sinh. Sang loc trudc
sinh nham phat hién sém céc bat thudng nay dong vai trd
quan trong trong quan ly thai ky va tu van di truyén. Trong
sang loc trudc sinh, xét nghiém sang loc trudc sinh khong
xam l4n (Non-Invasive Prenatal Testing - NIPT) str dung ADN
tu do ngudn goc tir thai nhi trong mau me dé phat hién léch
b6i nhiém séc thé, chl yéu L& trisomy 21, 18, 13 va mot s8
bat thudng nhiém séc thé khac. Nhigu nghién cliu da ching
minh NIPT cé hiéu qua cao trong sang loc cac bat thuong
nhiém sac thé thudng gap, dac biét [a trisomy 21 [1], [3].

Nghién cltu tai Viét Nam trén 7015 thai phu cho thay
73,91% chon NIPT ngay t&r dau thai ky, phan anh xu hudéng
tang cudng chat lugng sang loc trude sinh du chi phi cao
haon [2]. Tuy nhién, NIPT chi mang tinh chét sang loc, khéng
thay thé xét nghiém chan doan. Ty & duong tinh gid van ton
tai, dac biét d8i voi bat thuding nhiém sac thé hiém, léch boi
giGi tinh va céc bién d6i s6 lugng ban sao. Vi vay, tat ca cac
truding hagp NIPT nguy co cao déu can dugc xac nhan bang
cac phuaong phap chan doan xam l&n nhu choc 6i[3-4].

Choc 8i (amniocentesis) [a ky thuat xam [&n tiéu chudn
thu thap dich 8i dé phan tich di truyén thai nhi, thuong
thuc hién tirtuan thai 15 tr@ di [4]. Tai Viét Nam, choc 6i da
dudc ap dung trong thuc hanh lam sang va mot sé nghién
clu trong nudc ghi nhan ty & phat hién bat thudng nhiém
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séc thé thay déi tly nhém chi dinh va déi tugng nghién
ctru [5], [8]. Choc 6i dugc xem la phuong phap quan trong
dé xac nhan nhirng trudng hdp NIPT cho két quéa nguy cd
cao. Danh gia két qua di truyén tir dich 6i & nhém thai phu
¢c6 NIPT nguy cd cao cd y nghia thiét thuc trong (ng dung
ldm sang va tu van di truyén [3-4].

Hién nay, NIPT ngay cang dugc &ng dung rong rai tai
Viét Nam, ca & bénh vién chuyén sdu va cac ca sdy té
tuw nhan. Tuy nhién, hiéu qua thuc té€ ctia NIPT trong dy
doén b4t thudng nhiém séc thé, dic biét ty l& duong tinh
thuc suw sau choc 8i, van chua dugc danh gia day dd. Xuat
phat tlr thyc t€ dd, chung toi thuc hién nghién clru “Két
qua di truyén tir dich &i clia thai phu c6 xét nghiém sang
loc trudc sinh khong xadm l&n nguy co cao tai Bénh vién
Phu San Trung wong” nhdm mo ta két qua di truyén tir dich
0i c6 xét nghiém trudce sinh khong xam l4n nguy ca cao tai
Bénh vién Phu San Trung uong, gép phan danh gia gia tri
ctia NIPT trong sang loc trudc sinh.

2. OI TUONG VA PHUONG PHAP NGHIEN CU'U
2.1. D3di twong nghién ctru

T4t ca thai phu c6 két qua NIPT nguy cd cao dén choc
8i nudi cay nhiém sic thé do tai Trung tdm Sang loc - Chan
doantrudc sinhva So'sinh, Bénh vién Phu San Trung uong.
2.1.1. Tiéu chuén lu'a chon

- Thai phu c6 két qua NIPT cho thdy nguy cad cao thai
nhi cé bat thudng nhiém sic thé: hdi chirng Down (trisomy
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21); hoi ching Edwards (trisomy 18); hdi ching Patau
(trisomy 13); céc bat thudng s8 luong nhiém sic thé giGi
tinh (XXY, X0, XXX,...) dudc thuc hién choc 6i, nhiém sac
thé dd tai Trung tdm Sang loc - Chan doan trudc sinh va
S0 sinh, Bénh vién Phu San Trung uong.

- Thai phu c6 don thai va thai con s6ng tai thdi diém
nghién cliu.

- T4t c4 thai phu c6 thai = 15 tuan tai thoi diém choc 8i.

- Nh@ chinh xac ngay kinh cui cuing hoac du kién sinh
theo siéu am 3 thang dau.

- Khong cé cac bénh ly toan than kém theo.

- Khéng c6 céc di tat thai duwge chan dodn trén siéu am
trong thai ky [&n nay.

- Dodng y tham gia nghién cu va c6 hd so bénh an day
di dam bao dap irng ndi dung nghién clru bao gom ca két
qua phan tich nhiém séc thé thai nhi.

2.1.2. Tiéu chuén loai trir

Thai phu cé két qua choc 8i phan tich nhiém sic thé
tUr nai khac hay mau dich 8i khéng dat chat lwong, nubi
cady nhiém sac thé do that bai hoac khéng phan tich dugc.
2.2. Phwong phap nghién c*u
2.2.1. Thiét k&€ nghién ctu

Nghién clru mé ta cat ngang.

2.2.2. Dia diém va thdi gian nghién ciu

- Pia diém: Trung tdm Sang loc - Ch4an doan trudc sinh
va Sao sinh, Bénh vién Phu San Trung uong.

- Thoi gian thu thap sé lidu: tir thang 1/2024 dén thang
12/2025.

2.2.3. C68 mau va phuong phdp chon méu

Chon mAau toan bd cac thai phu thda man tiéu chuan
lra chon va tiéu chuén loai trir trong khoang thoi gian tir
thang 1/2024 dén thang 12/2025. C& mau 303 thai phu
dap ing tiéu chi tham gia nghién cutru.

2.2.4. Bién sé nghién ctu

Céc bién sb nghién clru bao gom nhém bién vé dac
diém chung cla thai phu, tién st san khoa, két qua NIPT
va két qua xét nghiém di truyén tir dich 6i.

- Nhém bién vé dac diém chung clia thai phu gom tudi
thai phu va trinh dd hoc van. Tu6i thai phu 4 bién dinh
lvong, dugc ghi nhan theo nam va trinh bay dugi dang trung
binh £ dd léch chuan (X = SD). Trinh d6 hoc van la bién dinh
tinh, dugc phan loai thanh cac nhom: dudi trung hoc phé
théng, trung hoc phé théng, dai hoc va sau dai hoc.

- Nhom bién vé tién sir san khoa gom s6 lan mang thai,
tién sirthai luu, tién st sinh con di tat bAm sinh va phuong
phéap thu thai. Tién st thai lwu va tién s con dj tat bd&m
sinh dugc ghinhan theo s6 lan mac trong tién s san khoa
clia thai phu. Phuong phép thu thai dugc phan loai thanh
thu thai tu nhién, thu tinh trong 6ng nghiém (IVF) va bom
tinh triing vao budng tr cung (1U1).

- Nhém bién lién quan dén xét nghiém sang loc NIPT
gém co s& thuc hién xét nghiém va k&t qua NIPT c6 léch
béi nhiém sic thé. Ca sd& thuc hién xét nghiém NIPT dudc
phan loai thanh bénh vién chuyén khoa va céc co sé tu
nhan. K&t qua NIPT c6 léch boi nhiém sac thé dugc phan
nhém theo cac dang bat thudng thudng gap nhu trisomy
21, trisomy 18, trisomy 13, monosomy X, 47,XXY, 47,XYY,
47 XXX va céc bat thudng khac.

- Nhém bién vé két qua xét nghiém di truyén tir dich i
gdm ky thuat xét nghiém, két qua xét nghiém va loai bat
thudng nhiém sac thé. Ky thuat xét nghiém dugc ghi nhan

gdm Karyotype, QF-PCR, BOBS va CMA/Array. Két qua xét
nghiém dugc phéan loai thanh binh thudng va bat thudng. Doi
VGi cac trudng hop bat thudng, loai bat thudng nhiém sac
thé dugc phan nhom thanh trisomy 21, trisomy 18, trisomy
13, monosomy X, 47,XXY, 47,XYY, 47 XXX va nhom khac.
2.2.5. Quy trinh nghién cttu

Céc thai phu c6 két qua xét nghiém NIPT c6 nguy co
cao (két qua duong tinh v&i bat thudng nhiém sic thé
nhu trisomy 21, 18, 13, hodc bat thudng nhiém séc thé
gidi tinh) dugc thuc hién tai bat ky co s& xét nghiém nao,
cac thai phu nay dugc tu van di truyén chi tiét va dugc
mdi thuc hién choc 8i dé xadc nhan chan doan. Choc 6i
dugc thyc hién dudi huéng dan siéu &m va dam bao diéu
kién vd khudn tuyét déi. Dich 8i thu dugc dugdc guri phéan
tich nhiém sc thé dd (Karyotype) hoac céc xét nghiém
di truyén chuyén sau khac nhu Chromosomal Microarray
Analysis (CMA) néu cén thiét. T4t ca cac thong tin vé lam
sang, can lam sang, két qua choc 8i va cac yéu t6 lién
quan khac dugc thu thap, ma hoava luu trir bao mat phuc
vu cho viéc phan tich nghién cutru.

2.2.6. Ky thuat va cong cu thu thap di liéu

Théng tin cua déi tugng nghién clitu bao gom: cac dac
diém nhan kh4u hoc, dac diém lam sang, dac diém can lam
sang dugc thu thap trén hd so bénh an, két qua xét nghiém.

Ky thuat choc 8i:

- Choc 8i dugc thuc hién dudi huéng dan siéu am &
tudi thai tir 15-22 tuan.

- Dich 8i thu dugc sé tién hanh phan tich nhiém sac
thé d6 bang nhuém bang G tiéu chuan, hodc phan tich vi
bat thudng c4u tric gen bang CMA néu c6 chi dinh.

- Cac ky thuat phan tich nay cho phép xac dinh chinh
xac cac bat thudng léch bdi hoac vi mat doan/nhén doan
trén nhiém sac thé thai nhi.

2.2.7. X&rly va phén tich sé liéu

S8 lieu dugc quan ly, nhap liéu va luu trir bdng phan
mém Epidata 3.1. Sau dé dugc lam sach va phan tich
bang phan mém STATA 18. Mb ta céc bién sé dinh lugng
bang trung binh, dé léch chuan, gia tri l&n nhat, gia tri nho
nhéat. Cac bién s8 dinh tinh m6 ta bang tan sé (n) va ty &
phan tram (%).

2.3. Pao dirc nghién ctru

Nghién cttu dugc théng qua bdi Hoi déng Dao dirc
Truwong Pai hoc Y Ha N6i va su cho phép nghién clru clia
ldnh dao Bénhvién Phu San Trung uwong, lanh dao Trung tdm
Sang loc - Chan doén trude sinh va Sa sinh. Nghién cttu chi
nham bao vé va nang cao sulc khoée clia cac ba me trong
cong dong, khéng nhdm muc dich nao khac. Dam bao quy
dinh vé dao dirc nghién cltu y hoc ctia Bo Y t€ da quy dinh.
Céc théng tin vé d6i tugng nghién clu sé dugc dam bao bi
mat va chi phuc vu cho muc dich nghién ciru khoa hoc. Két
qua nghién ctru ddm bao tinh khoa hoc, tin cdy, chinh xac.

3. KET QUA NGHIEN cU'U
Bang 1. Pac diém nhan kh4u hoc cla thai phu tham gia
nghién ctru (n = 303)

Dic didm S8 lwgng (n) | Ty & (%)
Tudi thai phu (nam) 31,02+ 6,4
<Trung hoc phé théng 28 9,3
Trinhdo | Trunghoc phé thong 124 40,9
hoc véin Bai hoc 141 46,5
Sau dai hoc 10 3,3
g Crossrefd)) 54 5
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Tuéi trung binh clia thai phu tham gia nghién ctu la
31,02 £ 6,4 tudi. Vé trinh d6 hoc van, nhém dai hoc chiém
ty & cao nhat vé§i 46,5%, tiép theo la nhédm trung hoc phé
théng chi€ém 40,9%.

Bang 2. Tién s san khoa clia thai phu tham gia nghién ctru

(n=303)
Tién sir san khoa Sé lugng (n) | Ty Lé (%)
Chua tirng 235 77,6
Tién strthai luu 11an 67 22,1
2lan 1 0,3
Chua ting 297 98,0
Tién str con di tdt bAm sinh 11an 5 1,7
2 lan 1 0,3
Ty nhién 268 88,4
Phuong phap thu thai IVF 22 7,3
IUI 13 4,3

Pa s6 thai phu khong co tién s thai luwu (77,6%) va
khéng c6 tién str con dj tat bAm sinh (98%). Phan l&n thai
phu thu thai tw nhién, chi€ém 88,4%, trong khi IVF va |UI
chiém ty l& thap hon, lan lugt la 7,3% va 4,3%.

Bang 3. Xét nghiém sang loc NIPT (n = 303)

Xét nghiém sang loc NIPT S8 lweng (n) T({/:)e

Co s& thyc hién | Bénh vién chuyén khoa 46 15,2
xétnghiém NIPT|  Cac cos@tunhan 257 84,8
Trisomy 21 98 32,3

Trisomy 18 26 8,6

Trisomy 13 22 7,3

K&t qua NIPT Monosomy X 53 17,5
c6 lech boi 47, XXY 43 14,2
47 XYY 9 3,0

47 XXX 19 6,3

Khac 33 10,8

Phan L&n thai phu thuc hién NIPT tai cdc co sdtu nhén,
chiém 84,8%. Trong céc két qua NIPT c6 léch boi, trisomy
21 chiémty l& cao nhat vGi 32,3%, ti€p theo la monosomy
X chiém 17,5% va 47,XXY chiém 14,2%.

Bang 4. Két qua di truyén binh thudng/bat thudng theo

tirng ky thuat
Ky thuat | Binh thudng n (%) | B4t thudng n (%) | T6ng N(%)
Karyotype 59 (22,4) 204 (77,6) 263 (100)
QF-PCR 51(26,3) 143 (73,7) 194 (100)
BOBS 15(31 ,9) 32(68,1) 47 (100)
CMA/Array 21(75,0) 7 (25,0) 28 (100)

Nhan xét: Trong s6 cac trudng hgp duoc thuc hién timng ky

thuét, ty & co két qua batthuong lan lugtla 77,6% vdi Karyotype,
73,7% vé&i QF-PCR, 68,1% vd&i BOBS va 25,0% vdi CMA/Array.
Céc ty |& nay khdng dung dé so sanh hiéu qua chdn doan truc
tiép gilta cac ky thuat vi chi dinh va c& mau khac nhau.
Bang 5. K&t qua nhiém sac thé do tir dich 6i clia thai
phu c6 xét nghiém sang loc trudc sinh khéng xam lan
(NIPT) nguy co cao

A N Karyotype| QF-PCR BOBS |CMA/Array
Loai batthuong = ,-204) | (n=143) | (n=32) | (n=7)
Trisomy21 | 89(43,6) | 69 (48,3) | 20(62,5) | 0(0,0)
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Loai bt thutng K2rYOUPe| QF-PCR | BOBS | CMA/Array
Trisomy 18 | 21(10,3) | 15(10,5) (9,4) 1(14,3)
Trisomy 13 15(7,4) | 12(8,4) (6,3) 0(0,0)

Monosomy X | 21(10,3) | 12(8,4) (3,1) 0(0,0)
47,XXY 26(12,7) | 23(16,1) | 4(12,5) | 0(0,0)

47, XYY 6 (2,9) 4(2,8) 1(3,1) 0(0,0)

47 XXX 14(6,9) | 8(5,6) (3,1) 1(14,3)

B4t thuongkhac| 12(5,9) | 0(0,0) (0,00 | 5(71,4)

Nhan xét: Trisomy 21 chiém ty l& cao nhéat trong cac
két qua bat thudng cua Karyotype (43,6%), QF-PCR
(48,3%) va BOBS (62,5%). Trong 7 trudng hop CMA/Array
bat thuong, nhom bat thuong khac chiém 71,4%.

4. BAN LUAN

Nghién cttu mé ta cit ngang dugc thuc hién trén 303
thai phu c6 két qua xét nghiém NIPT nguy co cao dén choc
i tai B&nh vién Phu San Trung uong cho thay tudi trung
binh cla thai phu (4 31,02 + 6,4 tudi. K&t qua nay tuong
ddi tuong déng vdi nghién ciu ctia Ha Thi Tiu Di va céng
sy (2017) tai Bénh vién Phu san - Nhi Da N&ng, trong dé
tudi trung binh cla thai phu choc 8i la 32,4 + 6,2 tudi va
nhém tudi 30-34 chiém ty & cao nhat [5]. Su tuwong dong
nay cho thdy nhém thai phu dugc chi dinh sang loc va
chan doan trudc sinh thudng tap trung & do tudi trén 30,
day la nhém tudi cé nguy co bat thudng nhiém sac thé
tang dan theo tudi me.

V& ca sd thuc hién xét nghiém NIPT, nghién clu ghi
nhan phan l&n thai phu thuc hién NIPT tai céc co s@ tu
nhén, chi€ém 84,8%, trong khi bénh vién chuyén khoa
chiém 15,2%. K&t qua nay phan anh thyc té NIPT dang
dugc trién khai ngay cang rong rai ngoai hé théng bénh
vién chuyén sau. Nghién clu cua Duong Chi Thanh va
cOng su (2021) tai Viét Nam trén 7015 thai phu cling cho
thay NIPT dugc ¢rng dung réng rai trong thuc hanh sang
loc trudce sinh tai Viet Nam [2]. Tuy nhién, viéc xét nghiém
dugc thuc hién tai nhiéu co s& khac nhau dat ra yéu cau
can chudn héa quy trinh tu van, tra két qua va chi dinh
chan doan xac dinh sau khi cé k&t qua NIPT nguy cd cao.

Trong nhém thai phu c6 k&t qua NIPT nguy co cao, bat
thudng dugc ghi nhan nhiéu nhat la trisomy 21, chiém
32,3%, ti€p theo la monosomy X chi€ém 17,5% va 47,XXY
chiém 14,2%. K&t qua nay phu hgp vdi nghién cru cia Tran
Minh Thang va cong sy (2024) tai Trung tdm San Phu khoa,
Bénh vién Trung wong Hug, trong do trisomy 21 chiém ty 1&
cao nhéat trong cac trugng hop NIPT duong tinh, véi 44,5%
[7]. Tuong tu, nghién cltu cla Liu S va cong sy (2022) tai
Trung Quéc ciing cho thay NIPT cd gié tri tién doan duong
cao nhét dgi vdi trisomy 21 so vdi trisomy 18, trisomy 13
va céc bat thudng nhiém séc thé khac [9]. Diéu nay cho
thay trisomy 21 van |a b4t thudng thudng g&p nhéat trong
nhém NIPT nguy co cao.

Khi d&i chi€u vdi k&t qua di truyén tir dich 6i, nghién
clfu cla chung toéi ghi nhan ty & bat thuong dugc xac
nhan kha cao: 77,6% & nhém Karyotype, 73,7% & nhom
QF-PCR, 68,1% & nhém BOBS va 25% & nhom CMA/Array.
Ty L& nay cao han rd rét so véi nghién clru cua Ha Thi Tiéu
Diva cong sy (2017) tai Bénh vién Phu San - Nhi a Néng,
trong dé ty |& bat thudng nhiém sac thé sau choc 6i la
7,3% [5]. Sw khéc biét nay c6 thé do ddi tuong nghién clu
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khac nhau. Nghién ctru hién tai chi bao gobm cac thai phu
da co két qua NIPT nguy co cao, trong khi nghién cliu tai
Da N&ng bao gdm nhiéu chi dinh choc 8i khac nhau nhu
sang loc trudc sinh duong tinh va siéu &m bat thuong. Vi
vay, nguy co trudc xét nghiém trong nghién ctru hién tai
cao hon, dan dén ty & phat hién bat thudng sau choc 8i
cling cao han. K&t quéa nghién ctru cling cao hon so vai
nghién cttu cua Nguyén Manh Thang (2021) tai Bénh vién
Phu San Trung vong, thyc hién trén nhém thai phu cé nguy
co cao sau sang loc 3 thang dau, trong do chi 5,8% cé bét
thudng nhiém sac thé va toan bé la héi chitng Down [8].
Diéu nay cho thay nhém thai phu ¢6 NIPT nguy cd cao la
nhém da duogc sang loc chon loc hon, do dé ty lé xac nhan
bat thudng bang xét nghiém dich 6i cao hon dang ké.

Trong céc béat thudng dugc xadc nhan sau choc 6i,
trisomy 21 ti€p tuc chiém ty l& cao nhat & ca Karyotype,
QF-PCR va BOBS. Cu thé, trisomy 21 chiém 43,6% trong
nhém bat thudng phat hién bang Karyotype, 48,2% bang
QF-PCR va 62,5% bang BOBS. K&t qua nay phu hgp voi
nghién cttu cta Tran Minh Thang va cong sy (2024) tai
Bénh vién Trung uvong Hué, ghi nhan gia tri tién doan
duong ctia NIPT doi véi trisomy 21 dat 97,3% [7]. Nghién
clu clia Liu S va cong sy (2022) tai Trung Qudc cling ghi
nhan gia tri tién doan duong ctia NIPT déi véi trisomy 21
la 86,1%, cao hon trisomy 18 va trisomy 13 [9]. Tuong tu,
nghién cttu ctia Guy C va cong sy (2019) tai Hoa Ky trén s6
lwong mau én cling cho thay xét nghiém cfDNA ¢ gié tri
tién doan duong rat cao déi vditrisomy 21, dat 98,1% [10].
Nhitng két qua nay cing ¢ nhan dinh rAng NIPT cé hiéu
qua tét nhat trong sang loc trisomy 21.

D6i v6i bat thuong nhiém sac thé gidi, nghién ciu
ghi nhan cac dang nhu monosomy X, 47,XXY, 47,XYY va
47 ,XXX. Trong cac dang trén, monosomy X va 47,XXY chiém
ty & dang ké trong nhdm NIPT nguy co cao. Tuy nhién, theo
nghién ctu cua Liu S va céng su (2022) tai Trung Quéc,
gia tri tién doan duong clia NIPT ddi véi nhém béat thuong
nhiém sac thé gidi thudng thdp hon trisomy 21 va thay déi
tuy tirng loai bat thuong [9]. Diéu nay cho thay khi NIPT nghi
ngd bat thudng nhiém sac thé gidi, viéc tu van can than
trong hon, dong thdi can thuc hién choc 6i dé xac dinh
chan doén trudc khi dua ra quyét dinh quan ly thai ky.

Nhin chung, két qua nghién cltu phu hgp vdi céac
nghién cltu trong nudc va qudc té & diém trisomy 21 1a bat
thuong thuong gap nhat va cé kha nang dugc xac nhan
cao nhat sau xét nghiém chan doan. Tuy nhién, ty (& b4t
thudng sau choc 6i trong nghién clru nay cao hon nhiéu
s0 vdi mot s6 nghién clu trong nudce trude day, chiyéu do
doi tugng nghién ciru la nhdm thai phu dé c6 NIPT nguy co
cao. K&t qua nay khang dinh NIPT la céng cu sang loc c6
gi4 tri trong phat hién bat thudng nhiém séc thé thai nhi,
nhung khong thé thay thé xét nghiém chén doan. Do dé,
tat ca cac truong hop NIPT nguy cd cao can dugc tu van
di truy&n day du va thuc hién choc i dé xac nhéan két qua
trudc khi dua ra quyét dinh can thiép hoac quan ly thai ky.

Nghién cltu ctia chung t6i con mot s6 han ché. Tha
nhét, nghién ciru dugc thuc hién tai mot bénh vién tuyén
cudi nén két qua c6 thé chua dai dién cho toan bé thai phu
c6 NIPT nguy ca cao trong cong dong. Thi hai, c& mau &
mot s nhom xét nghiém nhu CMA va BOBS con nho, do dé

viéc so sanh gilra cac ky thuat con han ché. Thit ba, nghién
clru chdi yéu mo ta két qua di truyén tir dich i, chua phéan
tich sau céc yéu to lién quan dén két qua bat thuong sau
choc &i. Ngoai ra, thong tin vé quy trinh thuc hién NIPT tai
Cac cd s@ bén ngoai co6 thé chua dong nhat, anh hudng
dén viéc danh gia day du gia tri thuc té€ chia NIPT.

5. KET LUAN

Nghién cltu ghi nhan da sé thai phu cé NIPT nguy co
cao thuc hién xét nghiém tai cac co sd tu nhan. Trong cac
két qua NIPT léch boi, trisomy 21 chiém ty & cao nhét,
ti€p theo la monosomy X va 47,XXY. K&t qua di truyén tir
dich 6i cho thay ty & bat thudng dugc xac nhan sau choc
8i kha cao, dac biét & cac ky thuat Karyotype, QF-PCR va
BOBS. Trong céac bat thudng dugc phat hién, trisomy 21
van la bat thuong thudng g&p nhat, cho thay su phu hop
tuong ddi gilta két qua NIPT nguy cd cao va két qua chén
doan tir dich 6i.

Tir nghién ctru nay, ching téi khuyén nghi:

Céc truong hgp NIPT nguy ca cao can dugc tu van di
truyén day du va chi dinh choc 6i dé xac dinh chan doén,
tranh dua ra quyét dinh quan ly thai ky chi dua trén két
qua sang loc. Can tang cudng quan ly, chuédn hoa quy
trinh thue hién NIPT, dac biét tai cac co s& ngoai cong lap,
nh&m nang cao chat lugng sang loc va tu van trudc sinh.
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