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TAM SOAT PHAT HIEN THAI NHI Bl HOI CHUNG DOWN
0 CAC BA ME MANG THAI BA THANG DAU
TAI BENH VIEN HOAN MY DA NANG

Lé Tran Anh Thy, Vo Ho Quynh Nhu va cong sy
Bénh vién Hoan My Ba Neing

DOWN SYNDROME SCREENING PROGRAM FOR PREGNANT WOMEN
DURING FIRST TRIMESTER AT DA NANG HOAN MY HOSPITAL

ABSTRACT

Objective : to evaluate the results of Down
Syndrome screening program for pregnant
women at Da Nang Hoan My Hospital.

Methods: This is the first descriptive study.
This study was started from 01/02/2012 to
31/07/2012 at Department of Prenatal care, Da
nang Hoan My Hosiptal.

In this period, 260 pregnant women were
recruited.

Results: The nuchal translucency (NT)
measurements are plotted on the attached
reference range. The percentage of NT >95t
centile is 4,3%.

Values for maternal serum biochemical
measurements are expressed as multiple of
the expected median for gestational age. The
percentage of cases outside the expected
5t/95™ centile are: free beta HCG 7,7% above
95t and PAP_A 15,8% below 5%.The risk
estimate was 1 in 250 or more in 28 cases
(10,8%). We have detected 2 cases of Down
syndrome, chiém ti [& 0,8%.

TOM TAT:

Muc tiéu: dé danh gia két qua chuang trinh
tam soat héi chiing Down & thai nhi ba thang
dau thai ky tai Bénh vién Hoan My Da Nang.

Phuong phap thuc hién: Bay la nghién
clru mod ta.Nghién ctu nay dugc bat dau tu

01/02/2012 dén 31/07/ 2012 .Trong thai gian
nay, 260 san phu da dugc tham kham.

Két qua: D6 ma da gay (NT) dugc vé trén
pham vi tham chiéu .Ti [&é NT > dudng bach
phan vi 95" la 4,3%.

Gia tri ctia dinh lugng sinh héa huyét thanh
me dugc thé hién nhu |3 boi s6 cla tudi thai du
doan .Ti lé phan tram cla nhing trudng hop bat
thuong, ngoai duong bach phan vi 5%/95% la:
free beta HCG 7,7% trén dudng bach phan vi
95th, PAP_A 15,8% dudi dudng bach phan vi 5.

C6 18 thai phu >= 35 tudi (6,9%)

Ti 1é thai phu cé nguy co cao >= 1/250 la 28
trudng hgp (10,8%)

Trong giai doan nghién clu, c6 2 trudng
hop mac bénh Down da dugc phat hién.

DAT VAN DE

Dé cho ra doi nhiing dda con khée manh
théng minh, hoan thién vé mat tinh than va
thé chat, cac ba me mang thai can phai dugc
cham soc tién san. Theo nhiéu nghién ctu cho
thay khéng phai tat ca tré em sinh ra déu binh
thudng, c6 nhitng tré sinh ra bi di tat, di dang
lam cho bé khéng thé séng dugc khi sinh ra
hoac khéng thé séng dén tudi truéng thanh va
la ganh nang cho gia dinh va xa hoi.

Vi su tién bd clia y hoc, c6 nhiéu phuong
phap danh gia, chdn doan sém dugc thai nhi
bi di dang, di tat, cac phuong phap chan doén
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dé dugc goi la chan doan tién san. Chan doén
tién san cé muc dich cham dut thai ky sém cho
nhiing truong hgp thai nhi c6 da di tat, di dang
I6n khéng thé séng dudc, tranh nhiing trudng
hop mang nang dé dau va cha me c6 thé chuan
bi tam ly tru6c dé can thiép diéu tri.

Chan doén tién san khong chi gitp phat
hién nhiing di tat bam sinh ma con giup phat
hién mét s6 khiém khuyét thudng chi 16 ra khi
tré da 16n, giup cha me c6 ké hoach cham séc
va diéu tri thich hgp, mét s6 bénh c6 thé diéu
tri trudc khi sanh, mot s6 trudng hop thai bi cac
di tat nang khong thé diéu tri dugc, cha me c6
thé quyét dinh cham dut thai ki.

Chéan doan tién san c6 thé phat hién cac
di tat bam sinh, trong dé cé héi chiing Down
(trisomy 21), trisomy 18, trisomy 13, khiém
khuyét 6ng than kinh,.. Nguy co thai bi bénh
Down dugc uéc tinh khoang 1/500 thai (1/800
tré sinh séng). Tam soat trudc sinh, theo FMF,
khi thai 12 tuan sé phat hién dugc 90 % cac
thai bi bénh Down, nhu vay néu sang loc chuan
thi vao tuan 20, nguy cc bénh giam tur 1/500
xuéng 1/5000 .

O cac nudc tién tién trén thé gidi, cong tac
chan doan tién san da di sau vao viéc phan tich
nhiém sdc thé d6 cta thai nhilan bé me. Con tai
Viét Nam, hau hét cac nai, cdng tac chan doan
tién san con rdi rac, chua c6 hé thong.

Phong khdm san, bénh vién Hoan My Pa
Nang, budc dau xay dung quy trinh chan doan
tién san. Hoat dong sang loc clia cdng tac chan
doan tién san gan chat véi cong tac tham kham
va quan ly thai tai phong kham san. Viéc xac
dinh chan doan d6i vdi cac trudng hgp c6 nghi
ngd bang 3 hoat déng chinh trong hé théng
kham tién san chuyén sau bao gom:

- Siéu am tién san : SA do NT, SA 4D khao sat
hinh thai thai nhi.

- Lam cac xét nghiém Double test, Triple test
chay trén chuong trinh phan mém FMF, phan
tich mau theo chuan FMF dé xac dinh ti lé nguy
co bénh.

- Phan tich NST dugc thuc hién qua sinh
thiét gai nhau hoac choc 6i

Muc dich cia cong tac chan doan tién san

+ Phat hién s6m nhiing bat thudng cta
thai ky

+ Bac si diéu tri c6 thé tim ra nguyén
nhan va tham van gia dinh dé c6 bién phéap xu
ly thich hgp.

+Tham van cho gia dinh vé cac dda con
khac trong tuong lai.

Hoi chiing Down la léch bdi nhiém sic thé
thudng gap nhat. Day la bai bao dau tién danh
gia két qua tam soat hoi chliing Down & Bénh
vién Hoan My Da Nang.

MUC DiCH NGHIEN cUU

Danh gia ti 1&é nguy co mac héi chiing Down
cla thai nhi & thai phu kham thai tai Bénh vién
Da khoa Da Nang.

POl TUONG NGHIEN CUU VA
PHUONG PHAP NGHIEN CUU

DOI TUONG NGHIEN CiU

Tat cd ba me dén kham thai tai bénh vién
Hoan My Da Nang, tudi thai 11- 13+ tuan, déng
y tham gia nghién cuu.

CACBUGC CHAN DOAN TIEN SAN
Quy trinh chdn doan tién san chung bao
gém.

- Ba thang dau: siéu am 2D do d6 mo
da gay, xét nghiém double test va sinh thiét gai
nhau khi c6 chi dinh.

- Ba thang gilra: xét ghiém triple test,
choc 6i khi ¢6 chi dinh va siéu am 4D.

- Ba thang cudi: siéu am doppler mau.

Po dé6 m& da gdy (NT): NT la chiéu rong
I6n nhat ctia khoang dich nam gilta da va dot
s6ng c6 thai nhi. Siéu am 2D khi tudi thai 11-
13+ tuan.

+ Chiéu dai dau méng (CRL) phai nam
trong gidi han 45 - 84 mm.
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+ Mat cat doc gilra v6i d6 phdéng dai
>3/4 man hinh.

+ Tach dugc mang 6i, chon noi c6 d6
day nhat dé do.

Chi s6 binh thudng <3mm, néu NT > 3mm la
c6 nguy co cao'?,

Xét nghiém Double test: 1a XN sinh hoa lay
mau me dé thuc hién 2 XN: dinh lugng PAP-A
va Free Beta HCG. PAP-A la protein dugc san
xuat bdi nhau thai & giai doan sém cua thai ky.
Free Beta HCG la hormone dugc san xuat bai
nhau thai & giai doan sé6m cua thai ky.

Phéi hgp do NT va XN Double test: Phoi
hop SA do NT + XN Double test + tudi me, st
dung chuong trinh phan mém FMF sé cho ra
ti l&é nguy co thai nhi mac bénh Down, trisomy
18, trisomy 13. Néu két qua cho ti I& nguy co
cao, bac si sé can nhac tiép tuc theo doéi thai
ky hay tu van XN di truyén nhu sinh thiét gai
nhau, choc 8i dé chan doén xac dinh. Nguéng
nguy cc 1/250 la nguéng dé sang loc cac thai
bi Down. Néu két qua chua rd sé cho cac ba me
[am thém XN Triple test.

Xét nghiém triple test: Khi thai 15-19 tuan
(BPD 30-49mm) véi ngudng nguy cg 1/250
sang loc 65% thai bi Down.™,

Siéu am do NT, Double va Triple test dé danh
gid nguy cd chi khéong thé
chan doan xac dinh. Néu chi s
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G mav

HOi cttu ho so bénh an va xtt ly theo phuong
phap thong ké mé ta. Theo cac nghién ctu cho
thay, nguy co bénh Down khoang 1/500.

Dung cong thic tinh mau:

VGi do tin cay 95% ,tacd a=196#2 p#
0,2, vay q #0,8; clasaisé chon 5%

Chuang t6i cé s6 mau n # 128, nhan doi s6
mau va ldy mau téi thiéu la 260 cas, dé c6 do
chinh xac mong muén

THIET KE NGHIEN CUU:

M6 ta cat ngang, thu thap so liéu qua hoi
ctiu h6 sg bénh &n trén chuong trinh phan
mém FMF. Phan Phan tich s6 liéu theo phuong
phap théng ké y hoc thong thudng.

KET QUA

Qua 260 ba me mang thai c6 tudi thai tir 11-
13 tudn tudi déng y tham gia cac budc chan
doan tién san trong théi gian tur thang 2 dén
thang 8 ndm 2012, chiing t6i c6 két qua nhu sau:

Bang 1: Cdc test tam sodt va i |é nguy co mdc bénh Down

nguy co >1/100-1/250 khuyén Cac chi so Téng so Tile %
céo thai phu lam xét nghiém di |56 ba me A do NT 260 100
truyén dé xac dinh chan doan. S6 ba me lam Double test 260 100
Xét nghiém di truyén: choc |50 ba me dugc SA 6 NT nguy co cao 12 4,6 (>95th)
0i, sinh thiét gai nhau, sinh thiét S& bi me c6 Double fest nguy co cao II;ZIIEHIC\G Zg {578(72555::}
mau cuéng rén dé phan tich B '
NST (karyotype). Choc Gi thuc S6 ba me nguy ca khi phai hop tugi me + Double test + NT 29 10,8
hién khi thai >15 tuan, sinh thiét 56 baa me lam Triple test khi Double test nghi nga 29 100
ga'i nhau thuc hién khi thai 10- S6 bar me cd Triple test nguy ca cao 3
12 tuan. Sinh thiét mau cudng S6 bar me dong y choc 6i lam XN di truyén 3 100
rén thuc hién khi thai >18 tudn. | 30 ba me > 35 fudi 18 6.9
Hoi chan cac bac si chuyén S6 baa me 6 con bi héi ching Down 2 0,8
khoa -Tu védn cho thai phu va [ 30bame <35 tui o con bi hoi chiing Down 1 0,41 (1/242)
gia dinh. S6 ba me > 35 tudi ¢6 con bi hgi ching Down 1 5,6 (1/18)
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Qua bang 1, ching t6i c6 100% ba me
mang thai c6 tudi thai tir 11- 13*¢ tuan tham
gia SA do NT va dong y lam Double test,
trong d6 s6 ba me cé NT cao bat thudng (trén
duong bach phan vi 95™) la 4,6 %.C6 7,7% ba
me XN beta HCG cao (trén dudng bach phan
vi 95" va 15,8 % ba me XN PAP_A thap (duGi
duong bach phan vi 5%). Tuy nhién nguy co
hoéi ching Down khi phéi hop XN Double
test, SA do NT va tu6i me la 10,8%. Cac ba me
c6 nguy ¢ dugc tu van, déu mudn theo doi
ti€p XN Triple test. Ti 1&é ba me c6 XN Triple
test nguy cd cao la 3 trudng hgp, cac trudng
hgp nay déu dugc choc 6i lam nhiém sac thé
do6 cho két qua 2 trudng hop bi hoi ching

Down. Nhu vay ti 1é mac hoi ching Down
trong nghién ctu chung toéi la 0,8%.

Co6 18 ba me = 35 tudi, chiém ti 1& 6,9%,
theo FMF, su phan bé trén cdng dong theo
tuéi me dugc mong méi khoang 0,4 trudng
hgp. Trong 2 trudng hgp, c6 1 trudng hop
tudi me < 35 tudi (27 tudi) chiém ti lé 0,41%
va 1trudng hop me > 35 tudi (36 tudi), chiém
ti 18 5.6 %, theo tuSi ba me. Nhiéu nghién
clu cho thay, ti 1é thai nhi mac bénh Down
tang dan theo tudi me, phu nit sinh con sau
35 tudi thi nguy co thai mac bénh tang lén
5-10% 5., <30 tudi 1/1000, >40 tudi 1/100,
>45 tudi 1/50 (5), tilé mac bénh Down trong
nghién ctu chung t6i cing phu hop.

Bang 2: Ti Ié phat hién bénh qua cdc test fam sodt .

Test Tuan thai Ti lé Phat hién Down Tilé duong tinh gia
Sinh thit gai nhau 1013 97,8 1-2
SA do NT 11-13°¢ 70-71 3,55
Beta HCG+PAP-A 1113 53-58 5
NT+Double test 11-13 78,7-89 <35
Choc 6i 16-18 99,4 0,10,6
HCG,AFP, uE3 1520 60-69 5
SA 4D 18-22 3579 6,7
NT+Double+Triple 9296 5

Bang 2, cho thay, néu chi sir dung test tam soat la SA do NT thi ti lé phat hién bénh Down
Xap xi 70-71 %, ti 1é duong tinh gia 3,5 - 5% . Theo ACOG, viéc két hgp siéu am do NT vai XN
sinh héa Double test, Triple test cho hiéu qua cao hon do NT hay lam XN don thuan, ti 1é phat
hién bénh Down khi phéi hgp khoang 78,7-89 %, vai ti |& duong tinh gia 3- 5%. Khi phéi hgp
test tam soat gom SA do NT, Double test va Triple test, ti [& phat hién va cai thién l1én dén 92-

96%, V@i ti 1é duong tinh gia la 5%".
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Bang 3: Phan tich 2 trutng hop phat hién mac bénh Down

Tén san phy (Ma s6 ID) Tuoi NT Double test Ti lé nguy co cvs
Beta HCG 2,118 .
79 27 49 P A 04T 1/66 Trisomy 21
Beta H(G 4,425 .
62 36 15 PAP A 0453 1/18 Trisomy 21

Bang 3 cho thdy c6 2 trudng hop chan
doan xac dinh mac bénh Down trong thoi
gian nghién cdu tai bénh vién, SA do NT cé
chi s6 cao bat thuong, phoéi hgp test theo
phan mém FMF cho ti |é nguy co cao, ching
toi tu van choc 6i phan tich NST, khi xac dinh
chdn doén, bac si tu van huéng xur tri va ca 2
ba me déu quyét dinh cham dut thai ky.Nhu
vay trong cac budc chan doan tién san thi
choc 6i hoac sinh thiét gai nhau luén la budc
cudi cung dé xac dinh chan doén vi tha thuat
nay cé nguy co gay say thai. Khi da cé két qua
chan doan, bac si diéu tri sé dua vao do dé
c6 16i khuyén phu hop, liéu c6 nén cham dut
thai ky hay git thai.

NHUNG KIEN NGHI NHAM TAM SOAT BENH HIEU QUA

Dé xay dung va trién khai mét chuong trinh
tam soat cé hiéu qua, ching t6i c6 mot sé dé
xuat sau:

- Tam soat phat hién nguy co mac bénh
Down cho tat cd cac ba me dén kham thai tai
bénh vién trong quy dau thai ky.

- Can thiép sém - hiéu qua cac trudng hop
chan doan xac dinh.

- Chuong trinh tdm soat, chdn doén trudc
sinh doi hoi phai c6 déi ngl can bo y té cé ky
nang va kinh nghiém, trang thiét bi day du
phuc vu sang loc, cung véi su quan tam gilp
d& clia cdp trén va cac nha tai trg dé thuc hién
chuang trinh thanh céng.

- P& xac dinh nhanh chan doan, tao diéu
kién thuan Igi cho bénh nhan, can trién khai
dao tao bac si va trang bi may moc dé choc 6i

va lam XN di truyén tai bénh vién.
-Théng nhat quy trinh sang loc va cham dut
thai ky d€ dam bao tinh phap ly.

XAY DUNG HE THONG CHAN DOAN TIEN SAN TAI
PHONG KHAM SAN BENH VIEN

Hoat déng sang loc clia cong tac chan doan
tién san phai gan chat véi cong tac tham kham
va quan ly thai tai phong kham san, hé théng
kham tién san chuyén sau bao gém:

- Kham thai sém, kham tién san sém, dac
biét chd y nhiing thai phu c6 nguy co cao.

- Siéu am tién san : SA do NT cho 100% thai
phu c6 tudi thai tir 11-13* tuan, SA 4D khao sat
hinh thai thai nhi lic 20- 28 tuan.

- Lam cac xét nghiém Double test, Triple test
chay trén chuong trinh phan mém FMF dé xac
dinh ti [é nguy co bénh.

-Néu tilé nguy co cao (>1/250), cac thai phu
sé dugc tu van sinh thiét gai nhau vao tuan |é
thi 11-13 dé lam XN di truyén.

- Néu ti 1é nguy co thap (<1/250), cac thai
phu sé dugc tiép tuc theo déi cho dén tuan 1é
thit 15-20 dé lam XN Triple test (AFP, beta HCG,
Ue3) dé tinh nguy co di tat cho thai nhi, néu ti
Ié nguy co cao (> 1/250), cac thai phu sé dugc
tu van choc 6i vao tuan 1& tha 16-18 dé lam XN
di truyén.

Phan tich NST dugc thuc hién qua sinh thiét
gai nhau, choc 6i lam XN di truyén (Karyotype)

- Néu ti 1é nguy co thap (<1/250), cac thai
phu sé dugc tiép tuc theo déi cho dén tuan 1é
thi 22- 28 thai ky dé SA 4D nham khao sat hinh
théi hoc cho thai.
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- Qua nhiing phuang tién chan doan trén,
néu cé nhiing bat thudng cho thai, bac si diéu
tri sé tu van cho thai phu va gia dinh lya chon
hudng xu tri tiép theo.

KET LUAN
Qua khao sat 260 ba me mang thai c6 tudi

thai tlr 11- 13+6 tuan déng y tham gia cac budc
chan doén tién san trong théi gian tu thang 2
dén thang 8 nam 2012,ching téi rat ra dugc
nhiing két luan sau :

- Ti Ié thai phu dugc SA c6 NT bat

thudng: 4,6%

- Ti 1& thai phu c6 XN Double test bat

thudng: 15,8%

- Nguy co héi ching Down khi phéi

hop XN Double test, SA do NT va tudi

me: 10,8%

- Ti 1é thai phu dugc xac dinh chan doén

thai nhi bi héi ching Down: 0,8%

Tém lai, trong thai gian qua, phong kham
san Bénh vién Hoan My Ba Nang da xay dung
va thuc hién tuong doi hiéu qua hé théng
sang loc chan doén trudc sinh dé phat hién
s6m nhling bat thudng thai ky, dac biét sang
loc, phat hién s6m trong 3 thang dau thai ky.
Chung to6i thiét nghi can phai cliing c6, nang
cao chéat lugng hé théng sang loc chan doén
trudc sinh nham lam giam ti | thai di tat dugc
sinh ra doi, tU d6 giam di ndi dau ciing nhu
ganh ndang cho gia dinh va xa hoi.
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DANH MUC TU VIET TAT
- AFP: alpha feto protein
- BPD: dudng kinh luéng dinh
- CRL: chiéu dai dau moéng
- CVS: Chorionic villus sampling
-2D,4D: 2 chiéu, 4 chiéu
- FMF: Fetal Medicine Foundation
- HCG: Human chorionic gonadotropin
-NST: nhiém sac thé
- NTDs: Neural tube defects
- PAP-A: Pregnancy —associated plasma protein A
-SA: siéu am
- UE3: Unconjugated estriol
- XN: Xét nghiém
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