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KET QUA SANG LQC VA CHAN POAN TRUGC SINH CAC HQI CHUNG
LIEN QUAN PEN BAT THUONG NHIEM SAC THE 21,13,18 TAI BENH VIEN
TRUNG UONG THAINGUYEN
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YTriwong Pai hoc Y Dwoc - PH Thai Nguyén, Bénh vién Trung wong Thai Nguyén

TOM TAT

Sang loc va chan doan trude sinh (CDTS) 1a sir dung nhing k¥ thuat thim do va xét nghiém cho
céc thai phu nham xéc dinh céc di tat bAm sinh cua thai nhi da tré thanh thuong qui ¢ nhiéu nudc
trén thé gidi. Nghién ctru dugc thue hién voi muc tiéu xac dinh dugc ti 1¢ thai nhi nghi méc cac hoi
chimg lién quan dén bat thuong nhidm sic thé 21,13,18. Sir dung phuong phap nghién ciru hdi ctru
két hop véi tién clru, md ta cat ngang chung toi da tién hanh dénh gia két qua sang loc va chan
doan trude sinh cua 356 ba me mang thai dén kham va theo doi thai ki tir tuan 11 dén tuan 14 tai
bénh vién Trung uvong Thai Nguyén trong thoi gian tir thang 1/2019 dén thang 10/2019 két qua thu
dugc ty 1& cac thai phu mang thai c6 nguy co cao méc it nhat 1 trong 3 hoi ching: ba nhiém séc thé
21, ba nhiém sic thé 18, ba nhidm sac thé 13 1a 10,1%;Ty 1é cac thai nhi dugc chin doan xac dinh
miéc bat thuong s6 lugng nhidm sac thé 21, 18, 13 bang k¥ thuat Fish tir mau té bao 6i 1a 12 %;
trong d6 c6 100% mic bat thuong sé lugng NST 21 khong c6 trudong hop ndo méc bat thuong
NST 13,18.

Tir khéa: Chan dodn trude sinh, ky thudt Fish, sang loc triuedc sinh, hoi ching 3nhiém sdc thé 21,
héi chimg 3 nhiém sdc thé 18, hdi chirng 3 nhiém sdc thé 13
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ABSTRACT

Screening and prenatal diagnosis (CTS) is the use of screening and testing techniques for pregnant
women to identify the birth defects of the fetus that have become routine in many countries around
the world. The study was conducted with the goal of determining the rate of fetuses suspected of
having chromosomal abnormalities 21,13,18. Using a retrospective study combined with a
prospective study, a cross sectional description we evaluated the results of screening and prenatal
diagnosis of 356 pregnant mothers who came for pregnancy check-up and monitoring from week
11. By week 14 at Thai Nguyen Central Hospital between January 2019 and October 2019, the
results of the proportion of pregnant women at high risk of having at least 1 of the 3 syndromes:
three chromosomes 21, three chromosome 18, three chromosome 13 is 10.1%; the proportion of
unborn babies diagnosed with abnormalities of chromosomes 21, 18, 13 by Fish technique from a
sample amniotic fluid is 12%; in which 100% have an abnormal number of chromsome21,there is
no case of an abnormal chromosome 13.18.
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1. Pat van dé

Nguyén nhan hang dau giy nén hién tuong
sy thai tu nhién 1 do bat thuong vé s6 luong
nhiém sic thé. Nghién ctru trén sb tré sinh ra
v6i cac bat thuong sé lwong nhidm sic thé,
nguoi ta nhan thdy da sb 1a nhiing tré nay méc
1 trong 3 hoi ching ba nhiém sic thé 21, 18,
13, trong d6 ba nhiém séc thé 21 (hoi chung
Down) 1a phd bién nhat véi tan suat 1/700 -
1/800 tré sinh ra [1]. Tré sinh ra thuong mang
cac di tat nhu: di dang vé khuon mat, bénh
tim bam sinh, bién dang xuong, chi, nhugc
co, thiéu nang sinh duc din dén vo sinh, di tat
co quan ndi tang, cham phat trién tri tué. Voi
su phat trién ctia y hoc hién dai da gép phan
vao viéc cai thién vin dé stc khée cho tré
méc cac hoi chimg nay. Tuy nhién, day la
nhitng bénh do réi loan vat chat di truyén nén
khong c¢6 kha ning diéu tri khoi bénh hoan
toan cho tré ma chi dé han ché mot phﬁn biéu
hién cua bénh, kéo dai tudi tho cia nguoi bi
bénh [2]. Piéu nay di gép phan lam kéo dai
ganh ndng tam ly cho gia dinh, xa héi va cho
chinh ban than bénh nhéan. Do d6, sang loc va
chan doan trude sinh cac bat thuong sb luong
nhiém sic thé 21, 18, 13 cua thai nhi 1a mot
van d& cap thiét, dugc nhiéu qudc gia quan
tam, voi muc tiéu nang cao chét lugng dan sd,
han ché ty 18 tré méc cic hoi chimg nay ra
doi, to d6 giam nhe ganh nang cho gia dinh
va xa hoi.

2. P6i twong va phwong phap nghién ctru
2.1. Péi twong nghién ciru

Pbi tugng nghién ciru cia chung toi 1a 356
thai phu c6 tudi thai tir 11-14 tudn dong y
tham gia sang loc trudc sinh.

- Nhitng thai phu tham gia sang loc truéce sinh
11-14 tuan c6 nguy co cao mang thai mac it
nhat 1 trong 3 hoi ching dong ¥ lam xét
nghiém di truyén.

- Tiéu chuan loai trir: Cac phu nit mang thai
dén kham khong lam cac xét nghiém sang loc,
chan doan trude sinh.

- bia diém nghién ctu: Bénh vién Trung
uvong Thai Nguyén.

2.2. Phwong phdp nghién ciru
- Siéu am
- Xét nghiém hda sinh mau: triptest va double test.
- St dyng phan mém FMF dé tinh nguy co
thai phu mang thai méic cac hoi chirng 3 NST
21,18,13 theo tudi me, 46 mo da gay, néng do
cac chat qua xét nghiém sinh héa mau.
- Xét nghiém chan doan trude sinh bang ki
thuat Fish [3].
2.3. Pgo dirc nghién ciru: tit ca cac dbi
tugng tham kham déu ty nguyén khong ép
budc. Can thong cam, dat nhiing cau hoi té
nhi d6i voi nhitng van dé nhay cam. Cac s6
liéu thu thap dugc phai dugc hoan toan git bi
mat tuyét doi.
3. Két qua nghién ciru va ban luin
3.1. Két qud sang loc truéc sinh
3.1.1. Phdn b6 nguy co ciia cdc thai phu tham
gia sang loc
Pé xac dinh ti 1¢ phan b nguy co mic cac hoi
chirng 3NST 21,18,13 cua cac thai nhi ching
toi tién hanh sang loc cho 365 thai phu dugc
chia thanh 2 nhém: nhém nguy co cao va
nhoém nguy co thip. Nguy co cao 1a nhom co
nguy co cao hon ngudng 1/250 dbi voi hoi
chimg 3 NST21 va 1/150 d6i vé6i hoi ching 3
NST 18 va 3 NST13.

Bang 1. Phdn bé nguy co mdc it nhat 1 trong 3

hoi chibng cua thai nhi ¢ cac thai phu tham gia
sang loc trueoc sinh.

Nguy co n % P
Nguy co cao 32 8,8
Nguy co thap 333 922 P< 0,001
Tong 365 100

Két qua bang 1 cho thiy cac thai phu c6 nguy
co cao chiém ty 1& thip hon rat nhiéu so voi
céc thai phu co nguy co thdp mang thai mic
cac hoi chirng 3 NST 21,18,13.

3.1.2. Két qua khi két hop cdc yéu t6 sang loc
Pé xac dinh hiéu qua khi két hop cic yéu to
sang loc chung toi da tién hanh sang loc trudc
sinh & tudi thai tir 11-14 tudn cho cac thai phu
bang cac kiéu két hop cac yéu t khac nhau.
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Bang 2. 7y I¢ thai phu ¢6 nguy co cao mang thai mcfc héi chitng 3 NST 21,18,13 voi cdc kiéu két hop cdc
yeu to sang loc

Kiéu két hop yéu to sang loc 3NST 21 3NST 18 3NST 13

N % n % n %

Tudi me (TM) 80 14 50 1,7 3 0,3
TM, PAPP-A va B-hCG 100 18 20 2,2 7 2,2
T™, d6 day MDG 120 12 25 1,9 8 2,0
TM, d6 day MDG, PAPP-A va B-hCG 90 9 22 1,2 4 0,1

Bang 3. Ti [é thai phu tham gia va khong tham gia CDTS theo nhém nguy co cao mang thai mdc hoi chirng

3NST 21
Nhom nguy co cao S6 lwgng Pong y tham gia Khéng dong y tham gia p
n % n %
Nguy co 1/50- 1/250 18 8 44,4 10 55,6 P > 0,05
Nguy co >1/50 19 12 63,2 7 36,8 P <0,05
p p<0,05 P >0,05

Két qua bang 2 cho thdy khi str dung két hop
cac yéu té sang loc khac nhau dé tinh nguy co
cho thai phy tham gia SLTS 11-14 tuan,
chung t6i c6 két qua nhu sau:

- Ty I¢ thai phu c6 nguy co cao mang thai
méc 3NST 21 theo TM, d6 day MDG, PAPP-
A va B-hCG 1a thap nhit (9,%), theo TM,
PAPP-A va B-hCG la cao nhat (18%).

- Ty I¢ thai phu c6 nguy co cao mang thai
méc 3NST 18 theo TM, d6 day MDG, PAPP-
A va B-hCG 1a thip nhat (1,2%), theo TM,
PAPP-A va B-hCG li cao nhat (2,2%).

- Ty I¢ thai phu cé nguy co cao mang thai
méc 3NST 13 theo TM, d6 day MDG, PAPP-
A va B-hCG la thip nhét (0,1%), theo TM,
PAPP-A va B-hCG 1a cao nhit (2,2%).

Viéc két hop cac yéu tb sang loc s& gop phan
lam tang ty 1¢ phat hién va giam ty 1€ duong
tinh sai trong sang loc trudc sinh [4]. Kiéu két
hop nao cho ty 1€ phat hién cang cao, ty 1¢
duong tinh sai cang thap thi kiéu két hop dé
cang c6 gia tri trong sang loc trude sinh [5].
Trong nghién ciru ctia chung t6i, kiéu két hop
TM, d¢ day MDG, PAPP-A va B-hCG tu do
cho ty 1€ thai phu c¢6 nguy co cao mang thai
méc hoi chimg 3 NST21 1a 9%, thip hon cac
kiéu két hop con lai c6. Qua d6, chung toi
cling nhén thiy viéc két hop cac yéu tb sang
loc 1 yéu t6 quan trong gop phan vao viéc
giam ty 1€ duong tinh sai trong sang loc trudce
sinh. N6 ¢6 ¥ nghia rit 1on trong viéc giam

thiéu s lugng cac thai phu tham gia 13y 6i
cling nhu cic truong hop sdy thai do lay 6i
gay nén.

3.2. Két qud chin dodn truéce sinh

3.2.1. Ti I thai phu tham gia chin dodn trudc sinh
Trong 365 thai phu dugc tién hanh sang loc
truge sinh 11-14 tuan bang cach két hop TM,
d6 day MDG, PAPP-A va B-hCG dé xac dinh
nguy co, chung t6i ghi nhan dugc 37 trudong
hop thai phy cé nguy co cao mang thai méc it
nhét 1 trong 3 hoi chung: 3 NST21, 18, 13.
Nhirng thai phu nay can duoc liy i dé lam
xét nghiém chan doan trude sinh. Tuy nhién,
trong 37 thai phu c6 nguy co cao mang thai
méc cac hoi ching trén chi ¢6 25 thai phu
dong y tham gia chan doan trudc sinh.

3.2.2. Két qud chan dodn trudc sinh bang ki
thuat FISH

Tiéu chudn vang dé chan doan cac bét thuong
sO lugng NST cuia thai nhi 1a ky thuat lap
karyotype (lap nhidm sic thé d6)[5]. Tuy
nhién, thoi gian thyc hién va phéan tich két
qua cta k¥ thuat nay thuong phai mat tir 10-
21 ngay ké tir ngdy lay mau, diéu nay gay rét
nhiéu khé khin cho viéc tu van va thuc hién
thi thuat dinh thai cho céc thai phu dugc chin
do4n mang thai méc cac bat thuong s luong
NST. Do d6, hién nay céc k¥ thuat chan doan
nhanh da phat trién nhu: k¥ thuat FISH va k¥
thuat QF-PCR [1] [6].
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Tién hanh chan doan bang ky thuat FISH cho
25 thai phu dong y tham gia, chiing toi phat
hién 3 trudng hop bat thuong sd lugng NST
21, 18, 13 chiém 8,5%.Két qua thé hién trong
bang 4.

Bang 4. Két qua chan dodn triedc sinh bang ky

thudt FISH
Két qua chan doin trwéc sinh n %
Thai nhi mac BTSLNST 21,13,18 3 100

Thai nhi khéng mic BTSL NST 22 78
21,13,18

Bang 5. Ty I¢ cdac di tat dwoc phat hién bcing ky

thudt FISH
Bénh dwoc chin doin n %
Thé 3 NST 21 3 100
The 3 NST 18 0 0
Thé 3 NST 13 0 0

Téng 3 100

Trong 3 truong hop di tit dugc phat hién
bang k¥ thuat Fish ¢6 3 trudng hop 3 NST 21
(chiém ty 1& 100%), khong phat hién truong
hop nao mic 3 NST13 va 18 két qua duoc
thé hién trong bang 5. So sanh vé&i két qua
nghién curu cia cac tac gia khac, chung toi
nhan thiy sy khac nhau giita két qua nghién
ciru cua chung téi va cac tac gia khac la
khong c6 v nghia théng ké& (p>0,05). S& di
nhu vdy 1a do ¢& miu ciia chung toi co thé
con thip so véi tan suat bit gip 3 NST 13 va
3 NST 18 trong quén thé.

Trong nghién ctru cua ching t6i, ca 3 truong
hop thai phu dugc chin doan mang thai mic
bat thuong s6 lwong NST 21 déu quyét dinh
dinh thai, ty 1¢ 1a 100%.

4. Két luan

Qua nghién ciru sang loc trude sinh cac bét
thuong sé lwong nhiém sic thé 21, 18, 13 cua
thai nhi trén 365 thai phu mang thai tur 11-14
tudn va chin doan trudc sinh cho mét sb
truong hop nguy co cao, ching t6i rut ra
nhiing két luan nhu sau:

- Ty 1€ cac thai phu mang thai c6 nguy co cao
méc it nhat 1 trong 3 hoi chimg: ba nhiém sic
thé 21, ba nhiém sic thé 18, ba nhiém sic thé
13 12 8,8%.

- Ty 1€ cac thai phy mang thai c6 nguy co
cao dong y tham gia chan doan trude sinh 1a
35 nguoi.

- Ty 1€ céc thai nhi duogc chan doan xéac dinh
mic bat thuong sé luong nhidm sic thé 21,
18, 13 bang k¥ thuat Fish tir mau té bao di la
8.5%; trong d6 c6 100% mic bat thuong sb
lwong NST 21 khong cé trudng hgp nao mic
bét thuong NST 13,18.
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