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TOM TAT
Dt vin dé: Hién nay di tat bam sinh vdn thuong gap ¢ thai nhi va tré so sinh. Thong ké cua té
chiic y té thé gidi nam 2003 la 3 - 4%. Muc tiéu nghién cieu: Xdc dinh t 16 thai ¢6 nguy co cao 1éch bi
nhiém sdc thé trén nhing thai phy sang loc trwéc sinh Combined test hogic Triple test. Xdc dinh ti ¢ thai
c6 két qua chan dodn Iéch béi nhiém sac thé bang kj thudt QF-PCR. Pdnh gid két qua cham dut thai ky
nhzmg trong hop QF-PCR bt thirong. Péi twong va phuwong phdp nghién ciru: Cac thai phy dongy
sang loc e sinh Combined test hogc Triple test. M6 td cdt ngang. Két qud: Combined test nguy co
cao: 25,9%, voi trisomy 21, 13, 18 1a 85,1%, 1,5% va 13,4%. Triple test nguy co cao: 21,8%, voi Trisomy
21, 18 12 84,6% va 15,4%. C6 314 thai phu nguy co cao léch béi nhiém sdc thé, dong ¥ choc 6i: 99,7 %.
QF-PCR bat thuwong: 8,3% (26), vdi trisomy 21: 57,7%, trisomy 13: 15,4%, trisomy 18: 23,1% va 3
nhiém scc thé X 1a 3,8%. Thai phu c6 két qua QF-PCR bdt thuwong dong y cham duit thai ky 96,2 %
(25/26). Phurong phdp cham duit thai ky ngi khoa chiém 100%, thoi gian téng xudt thai trung binh 7 ngay
1a 48%, khong ghi nhdn tai bién. Két lugn: Ung dung ki thugt QF-PCR gilip cong tac sang loc trudc
sinh ngay cang tot hon. Viéc sang loc truréc sinh khdng chi duroc thuc hién ¢ nhiing thai phu nguy co vé
tudi, tién sir san khoa, ma nén khuyén cao thuc hién thirong quy d@é phét hi¢n nhiing bdt thiong nhiém

sac thé.
Tir khoa: dj tat bam sinh, Combined test, Triple test, QF-PCR.
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Background: Birth defects are one of the most common abnormalities in fetal and infants, and

many statistical studies have identified birth defects as causes of neonatal death and infant disease. Birth
defects account for about 3 to 4 % of all births, according to the World Health Organization. Objectives:
To determine the percentage of fetuses with high risk of multiple chromosomal abnormalities in pregnant
women who performed prenatal screening by Combined test or Triple test. Evaluation of abnormal QF-
PCR in pregnant women with high risk of Combined-Test, Triple-Test and termination of abnormal QF-
PCR. Materials and methods: cross-sectional study. Pregnant women who agreed to perform the prenatal
screening test. Results: The proportion of fetuses with a high risk of multiple chromosomal abnormalities
in pregnant women using prenatal screening Combined test and Triple Test was 25.9%, and 21.8 %. The
trisomy risk ratios of 21, 13, and 18 based on Combined Test were 85.1%, 1.5% and 13.4% respectively.
The trisomy risk ratios of 21 and 18 based on the Triple Test were 84.6% and 15.4% respectively. In 314
high-risk pregnancies due to biochemical tests, the rate of amniocentesis was 99.7%. The abnormal QF-
PCR was 8.3% (26 cases), with Trisomy 21, Trisomy 13, Trisomy 18 was 57.7%; 15.4%; 23.1% and 3
chromosomes were 3.8%. Pregnant women agreed to terminate their pregnancy after a QF-PCR of 96.2%
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(25/26). The method of termination of pregnancy is internal medicine, which accounts for about 100%,

there is uncomplication, the time from labor induction to out of uterus is average > 7 days. Conclusion:

The application of rapid and effective screening techniques such as QF-PCR improves prenatal diagnosis.

Prenatal screening is not only done in high-risk pregnant women, such as the age or history of obstetrics,

but should be routinely recommended for every pregnant woman to detect chromosomal abnormalities.
Keywords: Birth defects, Combined test, Triple test, QF-PCR.

I. PAT VAN PE

Dj tat bam sinh 12 mét trong nhiing bat thuong hay gap ¢ thai nhi va tré so sinh, nhiéu
nghién ciu thdng ké da x4c dinh di tat bam sinh 1a mét trong nhitng nguyén nhan chinh gay nén
tir vong va bénh tat cua tré trong nhiing nam dau tién cua cudc séng, chiém khoang 3 - 4% tong
s tré duoc sinh ra bao gom ca tré song hoac tré chét luc sinh. Cac xét nghiém sinh hda sang loc
cho thai phy ¢ ba thang dau va ba thang giita cua thai ky két hop véi tudi me, co thé phét hién
som céc bat thuong di truyén, 13 mét trong nhiing bién phép c6 hiéu qua trong viéc sang loc cac
di tat bam sinh do léch boi nhiém sac thé [13]. Néu két qua xét nghiém sang loc thai nhi ¢ nguy
co cao léch boi nhidém sic thé, bac si tu van cho thai phu thyc hién xét nghiém dich 6i bang ky
thuat Quantitative fluorescence polymerase chain reaction (QF-PCR) dé chan doan xéc dinh bt
thuong léch boi nhidm sac thé thai nhi [9], [10].

Muc tiéu nghién ctru:

1. Xéc dinh ti 1 thai c6 nguy co cao 1éch boi nhidém sac thé trén nhitng thai phu thuc hién
sang loc truge sinh bang xét nghiém Combined test hozc Triple test.

2. Xac dinh ti 1¢ thai c6 két qua chan doan 1éch boi nhiém sic thé bang ki thuat QF-PCR.

3. Panh gia két qua cham dut thai ky nhiing trudong hop QF-PCR bt thudng.

I1. POI TUQNG VA PHUONG PHAP NGHIEN CUU

1. Pdi twong nghién ciru: Céc thai phy dong y thuc hién xét nghiém sang loc truge sinh thoi
diém ba thang dau thai ky (xét nghiém Combined test) hozc ba thang giita thai ky (xét nghiém
Triple test) tai khoa Kham bénh - Bénh vién Phuy san thanh phd Can Tho tir thang 5 ndm 2017 dén
thang 5 nam 2018.

2. Phuong phap nghién ctru: md ta cat ngang.

3. Nogi dung nghién ctru:

- Xéac dinh ti I¢ thai co6 nguy co 1éch boi NST qua xét nghiém sang loc Combined test va
Triple test.

- Xac dinh ti 1& thai ¢6 két qua chin doan léch boi nhiém sic thé bang ky thuat QF-PCR

- Két qua cham dut thai ky nhiing trueong hop QF-PCR bét thuong

4. Phwong phap thu thap va xir Iy s6 ligu: ghi nhan thong tin tai thoi diém thai phu vao kham
xét nghiém sang loc. Thai phu c6 két qua xét nghiém sang loc thai nhi c6 nguy co cao léch boi
NST s dugc bac si tu van choc 6i xét nghiém QF-PCR. Xir ly sé liéu theo phan mém SPSS 20.0,
tinh ty 1¢, tri s6 trung binh, so sénh ty l¢.

I11. KET QUA
1. Két qua nguy co'léch bgi NST qua cac xét nghiém sang loc

- Nghién ciu cta chung toi trén 1249 thai phu, ti I€ thai nhi c6 nguy co cao 1éch boi NST
qua xét nghiém Combined test la 25,9% véi ngudng nguy co 1:250. Ti I€ nguy co cao cuia tirng

67



TAP CHi Y DU'OC HOC CAN THO - SO 27/2020

loai 1éch boi NST qua xét nghiém sang loc Combined test chiing t6i ghi nhan: nguy co 1éch boi
nhim séc thé 21 chiém 85,1%, trisomy 18 chiém 13,4%, trisomy 13 chiém 1,5%.

- Ti 1€ thai nhi c6 nguy co cao l1éch boi NST qua xét nghiém Triple test 1a 21,8%. Ti I¢ thai
nhi c6 nguy co cao ting loai 1éch boi NST qua xét nghiém Triple test: Trisomy 21 la 84,6%, T18
la 15,4%.

Bang 1. Ti I nguy co cao chung cua léch boi NST qua xét nghiém sang loc trudc sinh

Xét nghiém S0 luong ¢ nguy co cao léch bi NST Tilé %
Combined test (n = 1011) 262 83,4
Triple test (n = 238) 52 16,6
Tong 314 100,0

Nhan xét: Ti I thai phu nguy co cao 1éch boi NST chung khi xét nghiém Combined test
83,4% va Triple test nguy co 1a 16,6%.
2. Két qua chan doan léch bai nhiém sic thé bang ky thuat QF-PCR
Bang 2. Két qua léch boi nhidm sac thé duoc chan doan bang ki thuat QF-PCR

Két qua S6 lwong Tilé %
Bat thuong 26 8,3
Binh thuong 287 91,7
Tong 313 100,0

Nhan xét: Trén 1249 thai phu xét nhiém sang loc c6 314 thai phu nguy co cao vé léch boi
nhiém sic thé chiém ti 1¢ 25,14%. Va 314 thai phu nay dugc tu van choc i chan doan trudc sinh,
s6 thai phu dong y choc 6i 13 99,7%, khong dong y 1a 0,3%. Thai phu ddng Y choc hit dich 6i xét
nghiém QF-PCR, ti 18 bét thuong 1a 8,3% véi bét thuong Trisomy 21 1a 57,7%, Trisomy 18 la
23,1%, Trisomy 13 la 15,4%, 3 NST X 3,8%.
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Bi¢u do 1. Ti I¢ timg loai léch boi nhiém sic thé
- Trong 26 truong hop QF-PCR bt thuong ti 16 dong y cham dit thai ky 12 96, 2%. Két qua
hinh anh siéu am phdi hop ghi nhan, don di tat 88,4%, da di tat 12,6%, xuong mii ngan ghi nhan
trén 50% truong hop (13/26), da gay day 30,7% truong hop (8/26).

Bang 3. Két qua hinh thai thai sau khi chdm dut thai ky nhimg truong hop cd QF-PCR bt huong

Pic diém S6 lwong Tilé %
Mt xéch, mii tet, choi miii 13 52
Dinh ngdn, thira ngén, chan khoéo, nga‘in chi 9 36
Sut méi, ché vom 4 16
Phu thai, da DTBS 3 12
Cam lem 2 8
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Dic diém S6 lwong Til¢ %
Tai dong thap 1 4
Tong 25 100

Nhan xét: Thoi gian trung binh tir khi khoi phat chuyén da dén khi thanh cong 1a dusi 5
ngay chiem 16%, tir 5-7 ngay 36%, trén 7 ngay la 48% va khong truong hop nao xay ra tai bien
khi cham dut thai ky.

IV. BAN LUAN

Nghién ctiru cua chung téi trén 1249 thai phuy, ti I€ thai nhi ¢6 nguy co cao 1éch boi NST
qua xét nghiém Combined test la 25,9% véi ngudng nguy co 1:250 va xét nghiém Triple test la
21,8%. Ti ¢ ting loai léch boi nhiém sic thé cua nghién ctu ching toi tir két qua QF-PCR: ti ¢
bat thuong Trisomy 21 1a 57,7%, Trisomy 18 1a 23,1%, Trisomy 13 1a 15,4%, 3 NST X 3,8%
(biéu db 1). Xét nghiém Combined test ciing 1a xét nghiém st dung trong mot sé nghién ciru khac,
cho két qua du béo nguy co di tat bam sinh thai lién quan dén léch boi NST kha tét. Nghién cau
Nguyén Thi Thiy Ai tai bénh vién Phu San Can Tho nam 2015, trong s6 343 thai phu duoc xét
nghiém Combined test c6 82 thai phu nguy co cao bat thuong NST (23,9%) [1]. Poan Hitu Nhat
Binh va cong su nghién ctu trén 1516 thai phu c6 tudi thai tir 11 tuan dén 14 tuan 1 ngay thudc
khu vuc mién trung tham gia nghién ciu tai Bénh vién Pai hoc Y Duoc Hué, str dung cac kiéu
két hop yéu t6 sang loc khac nhau dé tinh nguy co cho thai phu tham gia sang loc trudc sinh, cho
thdy ti 1& thai phu c6 nguy co cao mang thai mac Trisomy 21 theo tudi me, & mo da gay, PAPP-
A va BhCG tu do 14 thap nhat 9,4%, ti 1 thai phu nguy co cao mang thai mac Trisomy 21 theo
tudi me, PAPP-A va BhCG ty do la cao nhat 21,9%, 6 truong hop Trisomy 21 va 1 trudng hop
Trisomy 18 [4]. Su khac nhau giita cac kiéu két hop sang loc vé ti 1¢ nguy co cao thai phy mang
thai Trisomy 21 c6 y nghia thong ké. Qua d6 cho thay viéc két hop cac yéu t6 sang loc 1a quan
trong gop phan giam ti I¢ duong tinh gia trong sang loc so sinh, giam thiéu truong hop cac thai
phu tham gia lay 6i ciing nhu cac truong hop say thai do Iay bi. Nguyen Khac Han Hoan nghién
cau trén 398 thai phu nguy co cao rdi loan NST duoc choc 6i chan doan trude sinh, thai ky nguy
co cao > 1/250 phat hién qua xét nghiém Combined test hoac Triple test chiém 54,8%, trong d6
9% trudng hop bat thuong NST, Trisomy 21 14 2,8%, Trisomy 13 chiém 1,5% va monosomy X
chiém 0,5% [6]. Hoang Thi Ngoc Lan va cong su nghién ciu trén 1865 thai phu duoc choc hit 6i
vi nguy co cao sinh con bat thuong NST tai bénh vién Phu san Trung uong tir 6/2011-6/2012,
phan 1ap NST theo tiéu chuan caia hdi nghi qudc té vé Di truyén nguoi 2009 (ISCN), ti 1 choc hit
6i do nhom thai phu nguy co cao vi cac xét nghiém sinh hda chiém 53,30%, vi siéu am thai nghi
ngd bat thuong di truyén 29,62%, hoi chitng Down 3,32%, hoi ching Edward 1,34% [8].

Liao va cong su nghién cau tai trung tm San Nhi Quang Péng, tir thang 3/2010 dén
9/2011, c6 3530 thai phu dugc xét nghiém sang loc, trong d6 2204 nguy co cao Trisomy 21 thong
qua xét nghiém quy 1 (tir 11-14 tuan) 1a 138, quy 2 1a 2066 (tir 16-24 tuan) 23 truong hop léch
boi NST 21, 7 trwong hop léch boi NST 18, 1 trwong hop léch boi NST 13, 4 truong hop bét
thuong NST gidi tinh, khdng ¢ am tinh gia va duong tinh gia [12]. Nghién ctu Papoulidis va
cong su tai trung tam Thai nhi Thesaloniki, Hy Lap trén 13500 thai phu tir 6/2006-6/2010, nguy
co cao dugc xac dinh théng qua yéu t6 tudi me, xét nghiém sinh hoa, @6 mo da gay va dau ching
siéu am tir tudi thai 16-33 tuan dwoc chi dinh choc i, két qua c6 2,37% bt thuong nhidm sic thé
[15]. Nghién ctu tai Khoa Di truyén Sanjay Gandhi, Lucknow, An D6, Muthuswamy va cong s
nghién ctu tir 3/2012-8/2014, trén 270 thai phu nguy co cao, két qua 125 mau binh thudng, 8
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truong hop léch boi NST (4 Trisomy 21, 1 Trisomy 18 va 1 Klinefelter), ti I€ tién doan duong,
tién doan am, d6 nhay va do dac hiéu Ia 100%, am tinh gia va duong tinh gia 0% [14].

Nguyén Thi Nhu Hoang nghién ctu tai Bénh vién Tir D ndm 2013, trén 170 truong hop
chan doan léch boi nhiém sic thé bang k§ thuat QF-PCR, nhom thai phu < 35 tudi ¢ cac dang
Trisomy 21, 13, 18 va triploidy, nhom thai phu > 35 tuoi chi co Trisomy 21, két qua phét hién
trisomy 21 do xét nghiém sang loc nguy co cao, nguy co vé tudi me va dau chimg siéu am bét
thuong NST, phét hién trisomy 13, 18 va triploidy chu yéu dya vao dau hiéu réi loan NST trén
siéu &m va bt thuong hinh théi trén siéu am. Do chinh xac QF-PCR 100%, do nhay va do dic
hiéu 100%, gia tri tién doan duong va gia tri tién doan 4m 14 100% [7]. Theo Nguyén Khic Han
Hoan, mic d twong hop giita két qua QF-PCR va karyotype dat 100%, tuy nhién QF-PCR khdng
thé biéu hién ban chat cau tric NST cua 2 truong hop trisomy gom 1 truong hop Trisomy 18 do
NST 18 bi nhan déi (46,XX,dup(18)) va 1 trudng hop Trisomy 13 do chuyén doan hoa nhap tam
(46,XX,-13,+t(13;13)), xét nghiém QF-PCR cho két qua nhanh, d6 nhay 100% (36/36), 46 dic
hidu 100% (364/364), tién doan duong 100% (36/36), gia tri tién doan &m 100% (364/364) [6].
Trong bai tong quan vé QF-PCR, Kathy Mann va Caroline Mackie Ogilvie, Khoa té bao hoc bénh
vién Guy’s va St Thomas’ (London, Anh), QF-PCR dan dan dugc khang dinh 1a mot phwong thirc
sang loc cho két qua nhanh va hiéu qua hon céc xét nghiém bo gen dit tién [13]. Viéc tmg dung
QF-PCR con duoc ap dung chan doan sém gidi tinh thai nhi, mang lai hiéu qua danh gia chinh
xac [11].

Trong 26 truong hop QF-PCR bét thuong, ti 16 dong y cham dat thai ky 1a 96,2%. Piéu
nay cling tuong tu mot sd nghién ctru trong nudce do dac diém vé van hoa, truyen thong, tap quan
va ton gido cua Viét Nam. Doan Hitu Nhat Binh nghién ciiu tai bénh vién Pai hoc Y Duoc Hué,
két qua thai phu dong y cham dut thai ky sau khi chan doan true sinh ra bat thuong NST 12 100%
[4]. Thoi gian trung binh tir khi khoi phat chuyén da dén khi thanh cong 1a < 5 ngay chiém 16%,
tir 5-7 ngdy 36%, > 7 ngay 48% va khong c6 trudng hop 6 tai bién xay ra khi chim duat thai ky
bét thuong. Tudi thai cham dit thai ky do bét thuong NST dudi 26 tuan theo phac do diéu tri tai
bénh vién Phy San thanh phd Can Tho, bang cac phuwong phap khoi phéat chuyén da nhu do liéu
vai Misoprostol, Kovas, sonde Folley, thoi gian trung binh tng xuét thai khoi budng tir cung > 7
ngay. Thoi diém cham dut thai ky vai tudi thai cang sém s& giam ganh ning cho cham soc so sinh
va it anh husng suc khoe sinh san cua thai phu. Ghi nhan trén siéu am hinh anh thai don di tat
chiém da s6 trong 26 truong hop ¢ QF-PCR bat thuong (88,4%), da di tat 12,6%. Néu phan loai
theo céc loai di tat, nhém di tat xuong miii ngan ghi nhan trén siéu am tAn suat cao nhat 50%
(13/26), da gay day chiém 30,7% (8/26), di tat hé than kinh ti 1& 19,2% (5/26), di tat hé tim mach
23% (6/26) (bang 3).

Trén céac truong hop bat thuong QF-PCR c6 hinh anh siéu &m thai khi chim dut thai ky ghi
nhan hinh anh dai thé thai (bang 3), twong tw mot s6 nghién ciru ghi nhan dac diém hinh théi thai
sau cham dut thai ky do DTBS. Trong 1120 truong hop, V& Chau Quynh Anh ghi nhan c6 48
truong hop duogc chan doan cé bat thuong vé hinh théi thai nhi trén siéu am, ty 1¢ 12 4,3%. Ty Ié
DTBS hé than kinh va hé tim mach cao nht 33,3%, co xuong khop 29,2%, hé tiéu hda 22,9%,
tiép theo 14 hé tiét niéu, diu — mat — o, thanh bung — nguec,... Ty & don di tat 56,3%, da di tat
43,7%. Theo ddi cac truong hop c6 DTBS, 4,2% thai chét luu, 14,5% thai chét sau dinh chi thai
nghén bang thudc ¢ tudi thai 18-23 tai Khoa Phy San — Bénh vién Truong Pai Hoc Y Dugc Hué,
con 81,3% khong theo ddi dugc [3].
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V. KET LUAN

Trong 1249 thai phu xét nghiém huyét thanh sang loc, ti Ié thai c6 nguy co cao léch
boi nhiém sic thé qua xét nghiém Combined test 1a 25,9 %, Triple test 1a 21,8%. Ti I¢ thali
c6 két qua QF-PCR bét thuong 12 8.3 % (26/314). Trong 26 trudng hop QF-PCR bét thuong
ti 16 ddng y cham dut thai ky 1a 96,2%.

Ung dung k¥ thuat sang loc nhanh va hiéu qua nhu Combined test, Triple test, k§ thuat
chan doan QF-PCR gilip thuc hién cong tac sang loc trudc sinh ngay cang t6t hon. Viéc sang loc
trude sinh khong chi dugc thyuc hién ¢ nhiing thai phu nguy co nhu tudi hay tién sir san khoa, ma
nén duoc khuyén céo thuc hién thudong quy dé phat hién nhiing bt thuong nhidm sac thé.
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