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Tom tat

Bét thudng nhiém sdc thé (NST) ¢6 thé gdy di tat ndng
vé hinh thdi va néi tang dan dén tar vong sém trudc khi
sinh, trong khi sinh hodic tirvong sau khi sinh. Bét thuong
NST ¢6 thé la nguyén nhén cta cdc trudng hop sdy thai,
thai luu lién tiép. Viéc sang loc va chdn dodn trudc sinh
sé giup lam gidm ty I8 cdc tré mang dj tat bam sinh va tor
vong chu sinh. Muc tiéu: (1)Phdt hién mét s6 bdt thuoing
NST ctia thai tur t€ bao 6i nuéi cdy;(2) Bdnh gid gid tri cia
cdc test sang loc truéc sinh dé phdt hién thai bat thudng
NST. D8i tugng: 1865 thai phu dugc chdn dodn trudc
sinh. Phuong phdp nghién ciu: moé ta. Két qua va két
luan: Chi dinh choc 6i do két qua sang loc huyét thanh
meld 51,52%, do siéu am thai la 28,63%. Ty lé bdt thudong
nhiém sdc thé gdip 6,67%, trong dé thai héi chimg Down
gap 3,32%, thai hoi chiing Edwards gdp 1,34%. Dua vao
két qua sang loc huyét thanh me thi ty Ié phdt hién thai
Down la la 82,61%, thai Edward la 90,91%. Dua siéu am
thai ty Ié phdt hién thai Down la 69,35%, ty Ié phdt hién
thai Edward va thai hoi ching Patau la 100%, thai hoi
ching Turner la 80%, c6 49/101 thai bdt thuong NST ¢6
tdng khodng sdng sau gdy.

Tu khéa: Nhiém sdc thé, sang loc, chdn dodn
trudc sinh.

Abstract
FETUS WITH ABNORMAL NUMBER CHROMOSOMES IN

1. Dat van de

Bat thudng NST c6 thé xdy ra & NST thudng hay NST
gidi tinh, c6 thé do dét bién vé sé luong hay dét bién
cau tric NST. B4t thudng vé NST c6 thé gay di tat nang
vé hinh thai va noi tang dan dén ti vong sém trudc
khi sinh, trong khi sinh hodac ti vong sau khi sinh. Bat
thudng NST ¢6 thé 1a nguyén nhan clia cac trudng hop
sdy thai, thai luu lién tiép. Viéc sang loc va chan doéan
trudc sinh sé gidp lam gidm ty lé cac tré mang di tit bdm
sinh va ti vong chu sinh.

Trén thé gidi, sang loc va chan doan trudc sinh bat
dau duoc thuc hién tir nhiing nam 1960 chu yéu dua trén
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Chromosomal abnormalities can cause severe
deformities and organ morphology leads to early death
beforebirth, during birthordeathafterbirth. Chromosome
abnormalities may be the cause of the miscarriages,
stillbirths. The screening and prenatal diagnosis will help
to reduce the incidence of child bearing birth defects
and perinatal death. Objective: (1)Detection of an
unusual number of fetal chromosomes from cultured
amniotic cells; (2) Rating value of prenatal screening tests
to detect fetal chromosomal abnormadlities. Subjects:
1865 women were diagnosed before birth. Research
methodology: a description. Results and Conclusions:
The results of amniocentesis by maternal serum screening
was 53,30%, due to pregnancy ultrasound is 29,62%. Rate
of chromosomal abnormalities encountered 6,77%,
in which fetal Down syndrome have 3,44%, fetus with
Edwards syndrome have 1,39%. Based on the results of
maternal serum screening, the detection rate of fetus
Down’s is 82,61%, fetus with Edward syndrome is 90,91%.
Based fetal ultrasound to detect fetal Down ratio is
69,35%, detection rate of fetal gestational Edward and
Patau syndrome is 100%, fetal Turner syndrome was
80%, with 49/101 fetal chromosomal abnormalities have
increased nuchal translucency thick.

Keywords: chromosome, screening, prenatal diagnosis.

tudi me. Nhiing nam gan day, véi nhiing tién bod vuot bac
trong y hoc dac biét trong linh vuyc siéu am va sy phat
hién cac marker trong huyét thanh me, sang loc va chan
dodn trudc sinh da dat duoc nhiing thanh tuu dang ké.

G Viét Nam, viéc sang loc va chan doan trudc sinh
da dugc thuc hién nhiéu, tuy nhién dé danh gia gia
tri clia sang loc va chan doan trudc sinh tai Trung tam
chan doan trudc sinh- bénh vién Phu san Trung ucng
ching téi da danh gia két qua sang loc va chan doén
trong 2 nam 20011- 6 /2012 v&i muc tiéu:

1. Phat hién mét s6 bat thudng NST cla thai ti té
bao 6i nuoi cay.
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2. Danh gia gia tri cUa cac test sang loc trudc sinh
dé phat hién thai bat thusng NST.

2. béi tuong va phuong phap nghién cuu

Déi tugng: Gm 1865 thai phu dugc choc hut 6i vi
c6 nguy co cao sinh con bat thudng NST.

Phuong phép nghién ctu: mé td. Cac san phu
duoc lap bénh &n, c6 két qué sang loc trudc sinh
thudéc nhém nguy co cao cho bat thudng NST. Tién
hanh choc hat dich 6i & tuan thai tir 16 tuan. Cac mau
dich 6i dugc ly tam 1dy can té bao. Té bao 6i dugc nudi
trong moi trudng AmnioMax nham tang sinh té bao.
Thu hoach t€ bao sau khoang 9-10 ngay nudi cay,
nhudém NST theo phuong phap nhuém bang G. Phan
tich NST, Iap karyotype theo tiéu chuan clia héi nghi
quoc té vé Di truyén ngudi 2009 (ISCN).

Nghién ctru dugc thuc hién tai trung tdm chan
doan trudc sinh- bénh vién phu san Trung uong tu
thang 1/2011- 6/2012.

3. Két qua
3.1. Chi dinh dé choc hut 8i cho chan doan
truéc sinh

Bang 1. Cic dang chi dinh choc hit 6i

Lydo Sow | Tyle(%)
Siéu am bt thuong 534 29,62
Test sang loc & huyét thanh me (+) 961 53,30
Phéi hap cdc ly do 211 11,70
Tién st sinh con bt thuging vay/hoiic bo, me bt thuting vié NST 63 3,49
Rubella 14 0,78
Tudi me 20 1,1
Tong 1803 100

(+) nguy ca cao

Nhan xét : Choc hut 6i cht yéu do két qua cla
sang loc huyét thanh me thuéc nhém nguy co cao
cho bat thudng di truyén (53,30%) va do siéu am

Bang 2. Cic dang dot hign NST cia thai & T8 6i nudi ciy

thai c6 cac bat thuong nghi cé bat thudng vé di
truyén (29,62%).

3.2. Cac dang bat thudng NST ctia thai

BTCTNST: bat thudng ciu tric NST, DB: dot bién

Nhan xét bang 2:

- Ty Ié thai bat thudng NST/ téng s6 mau 6i: 122/
1803 =6,77%.

- Gap hau hét cac dang bat thudng s6 lugng NST,
trong d6 thai hoi ching (h/c) Down gdp nhiéu nhat
chiém ty lé 3,44% trong t6ng s6 thai dugc xét nghiém.

Béing 3. Bt thuing 56 lugng NST cda thei

Loai bt thuang Solugng | Tile(%)
Hoi chung Down (irisomy 21) 62 60,19
Hoi chung Edwar (Trisomy 18) 25 2421
Hei chung Patau (Trisomy 13) 6 5,83
Tumer (45,X) 5 4,85
Klinefelter (47, XXY) 3 291
Siéu nam (47, XYY) 1 0.97
Da boi 1 0,97
Tong so 103 100

Nhan xét: Trong cac loai bat thudng sé lugng NST thi
thai hoi chiing Down chiém ty 1& cao nhat (60,19%) tiép
dén la thai trisomy 18 (hdi chiing Edwards), da boi va hoi
ching siéu nam (47,XYY) gap it nhat (0,97%).

3.3. Gia tri cla cac test sang loc dé phat hién
cac thai bat thuéng sé lugng NST

Being 4. Ket qud SLHTM & thai biitthuang 56 lugng NST

SIHTM(+) | SLHTM() | KoSLHTM | Tyle phdthign
Thai h/c Down 38 8 16 82,61%
Thai h/c Edward 10 1 14 90,91%
Thai h/c Patau 1 2 3 33,33%
Thai h/c Turner 1 2 2 33,33%
Thai h/c Klinefelter 0 2 ]
Tong 50 15 36 76,92%

SLHTM: Sang loc huyét thanh me ; (-): nguy co
thap; h/c: hoi ching

Nhan xét : Ty 1& phét hién thai bat thusng NST
noi chung la 50/65 = 76,92%. Ty 1é phat hién thai hoi

Fwib&nhuﬁngnhiémséclhé’ Solvang | Tile (%)/tong bét thuong | Ti e %/ tong choc bi chiing Down dua vao sang loc & huyét thanh me I3
}::m . ‘ 50,82 344 82,61%, thai Edward 12 90,91%. Ty & phét hién thip &
Trisomy 18 2% 2049 139 thai hoi ching Patau, Turner...

Trisomy 18 kham ] ! '

Trisomy 13 6 4.9) 0,33 Bang 5. Do chiéu két qua siéu am thai bét thuding s6 lugng NST

Tumer (45, X) 4 410 Sieuambat | Khongobdt | Tinhrieng | Ty Ié pht hign chung
Tumer kham 1 : thuong | thuding siéuam | Téing KSSG caSA
Klinefelter (47,X4Y) 3 246 0,50 Thaih/cDown (62) | 43 19 3| 43/62-6935%
47, XWY 1 0.79 Thai h/c Edward (25) 25 0 8 25/25=100%
Da hai ] 0.82 0,06 Thai h/c Patau (6) 6 0 2 6/6=100%
Ciu trise NST thuéin 17 Thai h/c Tumer (5) 4 1 3 4/5=80%

G i ST 2 s L Thaiy/cKineleher(3)| 3 0 2| 3=l
Tong s 122 100 6,77 Tong 8l 2 49 80,19%
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KSSG: khodng séang sau géy; SA:siéu am

Nhan xét: Siéu am déng vai trd quan trong dé phat
hién thai héi chiing Edward va thai héi chiing Patau
V@i ty 1é phat hién 1a 100%, thai héi ching Turner
la 80%, ty lé phat hién thai Down dua vao siéu am
la 69,35%. CO6 49/101 thai bat thudng NST c6 ting
khodng séng sau gay.

4. Ban luan

C4c san phu dugc chdn doan trudc sinh gap
cht yéu do két qua cua sang loc huyét thanh me
thuéc nhém nguy co cao cho bat thudng di truyén
(53,30%) va do siéu am thai cé cac bat thudng nghi
c6 bat thuong vé di truyén (29,62%). Nhan xét nay
cling tuong tu nhu cta N.T H. Trang (2011) [1],
chi dinh choc hut 6i vi két qua cla sang loc huyét
thanh me la 49%, con do siéu am la 21,1%.

Trong nghién clu, bat thudng NST chiém
6,77%. Ty |& thai bat thuong NST cta chdng toi
cling tuong tu nhu cdia Bdang Lé Dung Hanh [2] |a
6%. Nhung thdp hon ctia Alexioy E [3] 1a 14,75% vi
doi tugng nghién clu cda Alexioy la nhitng trudng
hop choc 6i vi tang KSSG.

Trong cac loai bat thudng s6 lugng NST thi
trisomy 21 (h/c Down) chiém ty 1& cao nhat
(60,19%) ti€p dén la thai trisomy 18 (h/c Edward),
da boi va hoi chiing siéu nam gap it nhat (0,97%).
Nghién clu clia cac tac gia Sung-Hee Han [4], cho
thdy ty 1& gdp thai HC Down la cao nhat, chiém
36,9% téng s6 cac trudng hap thai bat thuosng NST.

D6i vai thai hoi chiing Down néu dua vao sang
loc & huyét thanh me thi ty 1& phat hién 1a 82,61%.
Theo nghién ctu V Zournatzi, A Daniilidis va cs
(2008) [5] ty Ié nay la 90%, con theo nghién ciu
cta H.T.N Lan va cs (2004) ty lé nay |a 80% [6], theo
Joseph R. Wax va c¢s (2009) [7], ty 1é phat hién thai
Down [a 87,5%. So v6i H.T.N Lan ty 1é nay la 77,42%
[8]. Theo R.R. Rahim va c¢s (2002) [9] ty |é phat hién
thai Down dua vao sang loc huyét thanh me 1a
66,2%. Theo H.T.N Lan (2010), ty lé nay la 78,79%
[10]. Theo nghién ctu cia N.T.H Trang (2011) [1]
lam tai bénh vién Phu san Trung uong trong 5 nam
(2006-2010) ty lé nay la 77,39%. Dya siéu am thai
thi ty 1& phat hién thai Down la 43/62 = 69,35%.
Néu chi dua vao ddu hiéu tang khodng sang sau
gay thi ty 1é phat hién Down la 34/62 = 54,84%.
Nhu vdy dau hiéu tang KSSG la mét marker cé y
nghia dé€ phat hién thai bat thuong NST dac biét la
thai hoi chiing Down, dau hiéu nay thudng dugc
phat hién ngay & 3 thang dau cuda thai ky, gitip cho
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chan doan thai dugc sém haon va néu thai coé bat
thudng ma phai dinh chi thai thi anh hudng vé tam
ly va stic khoe cho thai phu cling gidm rat nhiéu so
véi thuc hién dinh chi thai muén hon.

Déi vai thai hoi chiing Edward néu dua sang loc
huyét thanh me thi ty & phat hién 90,91%. Theo
N.T.H Trang (2011) [1], ty & nay la 81,13%. Theo H.
T N. Lan va c¢s (2010) [10] la 38,46%. Dua siéu am
thai ty |é phat hién la 100% trong d6 c6 8 /25 thai
Edward c6 tang KSSG chiém 32%. Theo Cho RC va
¢s (2009) [11] siéu am bat thudng da gap khoang
90% thai Edwards, nguy co bi thai Edwards gidam
90% néu khong thay bat thudng vé cdu tric cling
nhu & phan mém cua thai.

Déi vé6i thai héi ching Turner, SLHTM c6 3/5
thai trong d6 chi cé 1/3 thai ¢6 SLHTM thuéc nhém
nguy co cao cula thai héi ching Down. Nhu vay,
sang loc & huyét thanh me khéng chi phat hién
thai hoi ching Down, hay thai héi ching Edward
ma con phat hién thai hoi chiing Turner. Siéu am cé
4/5 thai c6 bat thuong trong dé c6 % thai cé tiang
KSSG hodc hygroma cystic, 1 trudng hgp Turner
kham 30% thi khong phat hién thay bat thudng
hinh thai thai. Dau hiéu hygroma cystic hay tang
khoang sang sau gay la dau hiéu rat hay gap & thai
Turner.Theo N.T.Q. Tho (2008) c6 11/12 thai Turner
c6 nang bach huyét vung c¢é [12].

Déi vai thai hoi ching Patau, c6 3/6 thai lam
SLHTM trong &6 chi c6é 1/3 thai SLHTM (+). Theo
N.T.H Trang c6 2/3 trudng hgp c6 SLHTM (+). Siém
am thai 6/6 thai déu co siéu am thai bat thuong
trong d6 2/6 thai c6 tang KSSG [1]. Nhu vy tat ca
cac thai hoi chiing Patau thi déu cé bat thuong
hinh thai ca thai. Diéu nay cling giai thich vi sao
cac thai mac héi ching nay thi hau nhu khéng gép
@ tré so sinh vi nhirng thai nay qua nhiéu di tat nén
thudng chét trudc khi ra doi, do vay siéu am co thé
da phat hién ra mét trong nhing bat thudng cua
thai nay.

Déi vai thai hoi ching Klinefelter, c6 2/3 thai
lam SLHTM thi déu thuéc nhom nguy co thap, 3/3
thai déu c6 siéu am thai bat thudng trong do co
2/3 thai c6 tang KSSG. Nhu vay dau hiéu tang KSSG
khong chila marker cho thai hoi chiing Down, thai
hoi ching Edwards, hay thai Turner ma con gap
trong cac dang bat thuong NST khéc cla thai nhu
thai héi chung Patau, thai Klinefelter.

5. Két luan
- Cac thai phu dugc chi dinh choc hut 6i dua vao két
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qua sang loc huyét thanh me thuéc nhém nguy co cao
chiém 53,30%, con dua siéu am thai c6 bat thudng chi
chiém 29,62%.

- Bat thudng NST noi chung chiém 6,77%. (trong d6
thudng cau trdc NST 1a 1,05%, ty 1é& thai bat thuong s6
lugng NST 1a 5,72%).
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