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TOM TAT
Dit vin dé: Bt thuong sé lwong nhiém sdc thé ludn 1a méi quan tdm hang dau trong
cong tac tam soat d; tat thai vi tan suat xudt hién trong céng dong 1a kha cao va tgo ra ganh ndng
tam 1y, vat chat cia gia dinh va toan xd héi. Prenatal BoBs la ky thudt méi phét hién nhanh bat
thwong lién quan dén nhiém sdc thé 13, 18, 21, X, Y va 9 hgi chiing vi mdt dogn nhiém sdc thé.
Muc tiéu nghién ciu: (1) Xde dinh ty 16 bdt thwong nhiém sdc thé bang ky thudt Prenatal BoBs
tai Bénh vién Phu san thanh phé Can Tho nam 2019-2020. (2) Khdo sdt ddc diém ciia cdc truong
hop bdt thwong nhiém sdc thé tai Bénh vién Phu sdn thanh phd Can Tho nam 2019-2020. Déi
twong va phwong phdp nghién ciru: Cat ngang md ta 125 thai phu dén kham thai (tusi thai tir 16
tuan tro 18n) cé chi dinh choc 6i thuec hién chan dodn trieéc sinh bang ki thugt Prenatal BoBs tai
Bénh vién Phyu san thanh pho Can Tho tir thang 6/2019-09/2020. Chi dinh choc 6i: tusi me >35
tuoi, xét nghiém sang loc c6 két qud nguy co cao, siéu dm cé bat thieong hinh thdi thai nhi, ting
khodng sdng sau gdy (=3,5mm), tién si sinh con c6 d; tdt, ... Két qua: Ty |é bdt thuwong nhiém sdc
thé qua xét nghiém Prenatal BoBs 1& 5,6%. Trong 7 truong hop bat thwong vé nhiém sdc thé, c6 2
trieong hop bat thuong NST 18; 4 truong hop bat thuong NST 21 va 1 truong hop bt thwong NST
gidi tinh; ty l¢ Idn Lot 12 1,6%; 3,2% va 0,8%. Tugi <35 chiém ty I¢ bat thurong nhiém sdc thé
thap hon =35 tuéi, ty 16 lan heot 12 14,3% va 85,7%. Két lugn: Trong cac yéu to nguy co sang loc
chi dinh thyc hién Prenatal BoBs, chi y cac thai phu c6 tusi >35 tudi, dac biét la doi tuong >40
tudi, nén thyec hién sang loc som i voi trieong hop 6 bt thuwong trén siéu &m va comebined test.

Tir khoa: prenatal bobs, bdt thuong nhiém sdc thé

ABSTRACT

PRE-BIRTH DIAGNOSIS WITH PRENATAL BOBS TECHNOLOGY
AT CAN THO OBSTETRIC AND GYNECOLOGY HOSPITAL
IN 2019-2020
Nguyen Huu Du, Le Hong Thinh, Le Thi Kim Dinh, Le Thi My Hanh
Can Tho Obstetrics and Gynecology Hospital
Background: Chromosomal abnormality is always a top concern in screening to birth
defects because the frequency of exposure in the community is quite high and creates a
psychological and physical burden on the family and the whole society. Prenatal BoBs is new
technique for detects rapidly abnormalities related to chromosomes 13, 18, 21, X, Y and 9
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chromosomal micro array syndromes. Objectives: (1) Determining the rate of chromosomal
abnormalities using Prenatal BoBs technique at Can Tho Obstetrics and Gynecology Hospital in
2019-2020. (2) Surveying characteristics of chromosomal abnormal cases at Can Tho Obstetrics
and Gynecology Hospital in 2019-2020. Materials and method: A cross-section study was
conducted on 125 pregnant women who came for antenatal care (gestational age from 16 weeks
or more) with the amniocentesis indicated for prenatal diagnosis using Prenatal BoBs technique
at Can Tho Obstetrics and Gynecology Hospital from June 2019 to September 2020. Indication of
vomiting: maternal age >35 years old, high-risk screening test, ultrasound with fetal morphology
abnormality, increased post-nape light (>3.5mm), history of birth with abnormalities disability,
etc. Results: The rate of chromosomal abnormalities via Prenatal BoBs assay was 5.6%, of which,
7 cases of chromosomal abnormality, there were 2 cases of chromosome 18 abnormality; 4 cases
of 21 chromosome abnormality and 1 case of sex chromosomal abnormality; the rates were 1.6%;
3.2% and 0.8%. The age <35 accounted for lower rate of chromosomal abnormalities >35 years
old, the rate was 14.3% and 85.7%, respectively. Conclusions: Among the screening risk factors
indicated for the administration of Prenatal BoBs, attention should be paid to pregnant women
aged >35 years old, especially those >40 years old. Screening should be performed early in case
of ultrasound abnormalities and combined tests.
Keywords: prenatal bobs, chromosomal abnormalities

I. PAT VAN DE

Bat thuong sé luong nhiém sic thé ludn 1a mdi quan tim hang dau trong cong tac
tam soét di tat thai vi tan suat xuat hién trong cong dong la kha cao va tao ra ganh ning
tam ly, vat chét cua gia dinh va toan xa hoi [2], [4]. Nam 2013 Wright va cac cong su &
Vuong Qubc Anh nghién ciru trén 87.408 thai phu, ghi nhan ti 1& 1éch bai nhiém sic thé &
thai cao hon nhiéu so véi tré sinh séng, véi 324 thai trisomy 21 (ti 1& 1/270), 125 thai
trisomy 18 (ti 1& 1/700) va 42 thai trisomy 13 (ti ¢ 1/2081) [11]. O Viét Nam, mot nghién
ctru ndm 2008 ciia Ha Thi Minh Thi trén 23.195 tré em tir 6 dén dudi 16 tudi tai thanh phd
Hué phét hién dugc 28 tré mac hoi chung Down (gom 17 nam va 11 ni), chiém ty Ié
khoang 1/800 [4].

K§ thuat BoBs phat hién nhanh bat thuong lién quan dén nhiém sic thé 13, 18, 21,
X, Y va 9 hoi chitng vi mat doan nhiém sic thé. Nam 2011, Vialard va cong su bo cdo
két qua nghién ctiu tng dung k§y thuat BoBs trong CDTS 1éch boi NST 13, 18, 21, X, Y va
9 hoi chimg dot bién vi mat doan (n6i trén), thuc hién trén 408 mau, cho thay do nhay
chan doan cua ky thuat nay dat 99% ddi véi cac trudong hop trisomy 13, 18, 21 va léch boi
NST gidi tinh, d6i véi 9 loai dot bién vi mat doan thi d6 nhay chan doan dao dong tir 70%-
99% tly theo loai dot bién vi mat doan [12]. Nghién cau tai Bénh vién Phy san Ha Noi nim
2016-2017 trén cac thai phu c6 tudi thai tir 17-28 tuan c6 chi dinh choc hat nudc 6i va tu nguyén
choc i 1am xét nghiém nhidm sic db qua xét nghiém Prenatals BoBs. Két qua ghi nhan cd
13/189 truong hop két qua bat thuong, chiém 6,88%; ty 1¢ cac loai bat thuong co ty 16 lan luot |4
69,23% trisomy 21; 7,69% trisomy 13; 15,39% trisomy 18; 7,69% XO [1]. Hién nay BoBs la
mot ky thuat con kha mai mé ddi véi nuée ta, & Vit Nam it nghién ctiiu cong bd két qua
lien quan k§y thuat BoBs, cho nén dit liéu thong tin vé ki thuat nay con kha han ché ¢ Viét
Nam. D6 1a 1y do thyc hién nghién ciru “Chdn dodn trwéc sinh bang ki thudt Prenatal
BoBs tgi Bénh vién Phuy san thanh phé Can Tho nam 2019-2020”.

Muc tiéu nghién ctru

1. Xac dinh ty 1& bat thuong nhiém sic thé bang k¥ thuat Prenatal BoBs tai Bénh
vién Phu san thanh phd Can Tho nam 2019-2020.
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2. Khao sat ddc diém cua céc truong hop bét thuong nhiém sic thé tai Bénh vién
Phu san thanh pho Can Tho nam 2019-2020.

II. POI TUQNG VA PHUONG PHAP NGHIEN CUU

2.1. P6i twong nghién ciru
Thai phu dén kham thai c6 chi dinh choc 6i thuc hién chan doan trudc sinh bang ky
thuat Prenatal BoBs tai Bénh vién Phu san thanh pho Can Tho tur thang 6/201.,9'09/2020'
‘Tiéu chuan lwa chon: Thai phu duoc chi dinh choc @i thuc hién qhe‘m doan trugce
sinh bang ky thuat Prenatal BoBs khi c6 mét trong cac yeu to sau: (1). Tudi me > 35 tudi;
(2) Xét nghiém sang loc c6 ket qua nguy co cao; (3) Si€u am c6 bat thuong hinh thai thai
nhi; (4) Tang khodng sang sau gay (= 3,5mm); (5) Tién su sinh con c6 di tat,... Tudi thai tir
16 tuantro lén. ‘ ’
Tiéu chuan loai trir: Thai phu khong dong y tham gia nghién cuu; ket qua siéu am
va sang loc qua huyét thanh khéng rd rang.
2.2 Phuong phap nghién cuu
Thiét ké nghién ciru: Cit ngang mo ta.
Co mau:

2

n= Zl-ﬂf+2(1p) Vi 0=0,05; thi Z=1,96; d=0,045

p: ty 18 bat thuong nhidm séic thé bang k¥ thuat Prenatal BoBs, chon p=0,0688 [1]

Thay vao cong thirc, n= 122. Liy tron n=125.

Phwong phap chon miu: chon miu toan bg, chon tit ca thai phu dén kham thai
¢6 chi dinh choc 6i thyc hién chan doan trude sinh bang ky thuat Prenatal BoBs tai Bénh
vién Phu san thanh phé Can Tho thoa tiéu chuan chon mau. Ugc tinh ¢& mau thuc hién tir
thang 6/2019-09/2020, nghién ctru ghi nhan n=125

Ndi dung nghién ciru: Két qua bat thuong nhiém sic thé bang ky thuat Prenatal
BoBs duoc danh gid bang phuong phap kiém tra chéo do 2 chuyén vién tai khoa Xét
nghiém — Di truyén hoc doc két qua. Bat thuong nhidm sic thé khi c6 mot trong cac bat
thuong vé dot bién léch boi va dot bién vi mat doan (bat thuong nhidm sic thé Trisomy
13, Trisomy 18, Trisomy 21, NST X, Y, 9 hoi chitng vi mat doan nhidm sac thé). Phan b6
ty 1& bat thuong nhiém sac thé theo dic diém xa hoi hoc cua thai phu va dic diém caa tré.

Phwong phap phan tich so liéu va xir 1y s liéu: phan mém SPSS 20.0

I11. KET QUA NGHIEN CUU

3.1. Phan théng tin chung
Bang 1 Tudi thai phu

Nhom tuoi Tan so (n) Ti 18 (%)
<35 80 64,0
> 35 45 36,0
Téng 125 100,0
Trung binh 31,95 + 6,2 (nho nhat 17, 16n nhit 44)

Tubi trung binh caa d6i twong 1a 31,95 + 6,2 (nho nhat 17, 16n nhat 44); trong do,

<35 tudi chiém 64%.
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Bang 2. Nghé nghiép cua thai phu

Nghé nghigp Tan so (n) Ti lé (%)
Vién chtrc 22 17,6
Cbng nhan 11 8,8
No6ng dan 17 13,6
Noi tro 59 47,2
Bubn ban 16 12,8
Tong 125 100,0

V& nghé nghiép, chu yéu la noi trg chiém 47,2%; vién chac chiém 17,6%; nong
dan chiem 13,6%; budn ban chiém 12,8%, thap nhat la cong nhan chiem 8,8%.
Bang 3. Phan bé thai phu theo trong tinh va ngoai tinh

Noi cu tria Tan sb (n) Ti 18 (%)
Can Tho 52 41,6
Khéc 73 58,4
Tong 125 100,0

Ty 18 cu tra tai Can Tho chiém 41,6%; 58,4% dén tir cac tinh khac.
Bang 4. Phan bd theo hoc van cua thai phu

Trinh dé hoc van Tan so6 (n) Ti | (%)
M chit, tiéu hoc 45 36,0
THCS 56 448
THPT 11 8,8
CP — PH, SPH 13 10,4
Tong 125 100,0

Ty Ié¢ mu chix va tiéu hoc chiém ty 1& cao, 36%; THCS chiém 44,8%; trén THPT
chiém 10,4%.
3.2. Ty 1é va dic diém bat thwong nhiém sic thé qua k§ thuat BoBs
5.6% (u=7)

/

94.4%
(m=118)

= Bat thuong NST = Binh thudng

’ Bicu d6 1.Ty 1¢ bat thuong nhiém sac the
Ty 1€ bat thuong nhiém sac thé qua xét nghiém Prenatal BoBs 1a 5,6%; 94,4% truong
hop binh thuong.
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Bang 5. Ty 1& cac dang bat thuong nhidm sic thé (n=125)

Bt thwong nhiém sic thé Tan so (n) Ti lé (%)
Trisomy 18 2 1,6
Trisomy 21 4 3,2
NST X, Y (XXY) 1 0,8
Binh thuong 118 94,4

Téng 125 100

Trong 7 truong hop bat thuong vé nhidm sac thé, o 2 truong hop bat thuong NST
18; 4 treong hop bat thuong NST 21 va 1 truong hop bat thuong NST gidi tinh; ty 1€ lan

luot la 1,6%; 3,2% va 0,8%.

Bang 6. Phan bé bat thuong nhidm sic thé theo noi cu tr

Noi cu tria Tan sb (n) Ti 18 (%)
Can Tho 2 28,6
Khac 5 714
Téng 7 100

Phén bo theo noi cu tri, trong 7 truong hop bat thuong nhidm sac thé, co 2 truong
hop tai Can Tho (28,6%); 5 treong hop tai cac tinh khac (71,4%) la Vinh Long (2 ca), Soc

Trang (2 ca) va Kién Giang (1 ca).

Bang 7. Phan bé bat thuong nhidm sic thé theo tudi me

Tubdi me Tan sb (n) Ti 18 (%)
< 35 tudi 1 14,3
> 35 tudi 6 85,7
Tong 7 100

) Trong 7 ca bat thuong nhiérp sac thé, ¢6 6 truong hop ¢ ba me tir 35 tudi tré 1én (da
$0 40-44 tudi); 1 truong hop <35 tuoi (cu theé 1a 20 tuoi), ty 1€ 1an luot 1a 85,7% va 14,3%.
Bang 8. Phan bé bat thuong nhiém sic thé theo s6 nguy co

Yéu té nguy co Tan s6 (n) Ti lé (%)
Tudi > 35 + combined nguy co cao 2 28,6
Tudi > 35 + siéu am bat thuong 2 28,6
Combined NCC + siéu am bat thuong 1 14,3
Tudi > 35 + combined NCC + siéu 4m bat thuong 2 28,6
Tong 7 100

Trong 7 truong hop bat thuong nhiém sac thé da sb thai phu déu c6 2-3 yéu t6

nguy co, trong do, 28,6% c6 2 yéu t6 nguy co la tudi > 35 + combined nguy co cao hoic
Tudi > 35 + siéu am bat thuong; 14,3% c6 yéu td nguy co Combined NCC + siéu am bat
thudng; va c¢6 2 truong hop Tudi > 35 + combined NCC + siéu 4m bat thudng

Bang 9. Phan bé bt thuong nhidm séc thé theo tudi thai

Tubi thai Tan sb (n) Ti 18 (%)
14-<18 5 71,4
18-<22 2 28,6
Tong 7 100

Ty 1& nhém bat thuong nhiém sic thé cha yéu 14-<18 tuan tudi thai, chiém 71,4%;

28,6% & nhom 18-<22 tuan tudi thai.
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IV. BAN LUAN

4.1. Phan théng tin chung

Tudi trung binh cia dbi tuong 12 31,95 + 6,2 (nho nhat 17, 16n nhit 44); trong d6, <35
tudi chlem 64%. Sb luong phu nit >35 tudi chiém ty 1¢ kha nhleu Két qua nay phu hop voi
céc yéu tb nguy co cao chi dinh Bobs. Trong do, mét trong yéu 14 tir 35 tudi tré 18n. Vé nghé
nghiép, chu yeu la ndi trg chiém 47,2%: vién chic chiém 17,6%; ndng dan chiém 13,6%;
buén béan chiém 12,8%, thip nhat Ia cong nhan chiém 8,8%. Két qua phu hop véi ddi tuong
nghién ctu caa chlng t6i 1a phu nit. Do d6, két qua 1a noi tro 1a cha yéu.

Nghién ctru trén 125 truong hop, ty € cu tru tai CAn Tho chiém 41,6%; 58,4% dén
tir cac tinh khac. Noi cu tra theo dia du, ty 18 thanh thi chiém 48,8%:; ndng thon chiém
51,2%. Do dja diém nghién ctu cua chding toi 1a Bénh vién Phu san thanh phé Cén Tho,
nhitng thai phu dén kham cha yéu séng & vung ddng bang sdng Ciru Long phan Ién la
noéng dan. Ngoai ra, chuong trinh sang loc, chan doan trude sinh di duoc tuyen truyén
rong rai dén cac dia phuong, vi vy ngudi dan ¢ nong thon dugc nang cao y thicc chim
s6c thai ky, trong d6 c¢6 viéc thuc hién sang loc, chan doan trugc sinh cac DTBS thai. Nhin
chung, ngoai Can Tho, cac ddi tuong phan bé du & céc tinh Dong bang séng Cuu Long,
tuy nhién 2 tinh 1an can co ti 1¢ cao nhat 1a Vinh Long va Hau Giang, chiém ti 18 trén 15%;
chiém ti Ié thip nhat 1a Long An, Bén Tre, Bac Liéu, Ca Mau va Tién Giang. Su phan bd
khong déu nay do khoang cach dia ly nén céc khu vuc xa Can Tho nhu Long An, Bén Tre,
Bac Liéu, Ca Mau va Tién Giang dén thyc hién kham va sang loc chiém ti I¢ thap. Ngoai
ra, trung tdm Chan doan, sang loc trudc sinh va so sinh tai Can Tho thudng xuyén té chirc
cac 16p tap huan dao tao cho céc can b tinh vé ky thuat sang loc trude sinh va so sinh nén
hién nay cac bénh vién tinh c6 thé du diéu kién vé trang thiét bi ky thuat va doi nga can bo
thuc hién test sang loc. Chinh vi vay, ti 1& sang loc & cac tinh chiém ti 18 thap 1a phu hop.
Két qua nay ciing 1a mot canh béo Bénh vién Phuy san thanh phd Can Tho can chi ¥ ting
cudng cdng tac giam sat thuc hién sang loc trudc sinh tai cac bénh vién tuyén tinh nham
nang cao chit luong sang loc, giam ganh ning bénh tat do di tat bAm sinh mang lai cho gia
dinh va xa hoi.

Ty 1& mu chit va tiéu hoc chiém ty Ié cao, 36%; THCS chiém 44,8%; trén THPT
chiém 10,4%. Két qua nay cho thay, viéc thuc hién sang loc truge sinh khong phu thudc
vao trinh d6 cua ddi trong trong giai doan hién nay. Vi su phat trién cia cac phuong tién
truyén théng, cac thai phu d& dang tiép can véi thong tin hon so véi trude day.

4.2. Ty 1é va dic diém bat thwong nhiém sic thé qua ky thuat BoBs

O nghién cau caa chdng toi, khao sat trén 125 truong hop, ty 16 bat thuong nhiém
sac thé qua xét nghiém Prenatal BoBs 13 5,6% (7/125); trong 7 truong hop bét thuong vé
nhidm sic thé, c6 2 truong hop bat thuong NST 18; 4 truong hop bt thuong NST 21 va 1
truong hop bat thuong NST gidi tinh; ty 18 lan luot 1a 1,6%; 3,2% va 0,8%. Kha tuong
ddng vai két qua nghién cau caa Hehua Tao, Jinping Shi, Junfeng Wang (2019) [10], ty I¢
phét hién bat thuong NST trén k¥ thuat BoB 1a 4,25% (211/4961); thé bat thuong NST 21
(1,01%, 50/4961), thé bat thuong NST 18 (0,40%, 20/4961), thé bat thuong NST 13
(0,04%, 2/4961) va thé di boi nhiém sic thé gigi tinh (0,15%, 12/4961); &6 nhay dé phat
hién céc bat thuong vé sb lugng nhidm sic thé caa xét nghiém BoBs 1a 100% (95/95, 95%
Cl: 1,0-1,0). Nghién ctru cua Hoang Thi Ngoc Lan [3] nghién ctu tng dung ky thuat
Bobs dé phét hién mot sé hoi chiing léch boi va mat doan nho nhidm sic thé thai nhi, khao
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st trén 30 mau dich 4i cua thai phu nguy co cao tir 16 tuan tré 1&n ghi nhan 6 trudng hop
bat thudng, chiém 20%. So vai nghién ciu cua Hoang Thi Ngoc Lan [3], nghién ciu cua
ching t6i c6 két qua phat hién bat thuong NST thap hon, 5,6% so vdi 20%. Tuy nhién,
chaing t6i nghién ctru trén 125 truong hop va ki thuat chon mau toan bo, trong khi, Hoang
Thi Ngoc Lan [3] nghién ciu chi trén 30 truong hop, va nghién ciru ndy chon mau cé chu
dich do do6, két qua hién méc vé bat thuong NST cua nghién ciu ndy co thé bi anh huéng
boi ky thuat chon mau nén ty 1& cao hon chung toi. K&t qua cao hon nghién ctu cua
Zhengyou Miao (2016) [9], tién hanh trén 4852 miu, BoBs phat hién ra 144 miu bt
thuong (2,97%). C6 thé do mau ching t6i rat thdp so véi nghién ciu cia Zhengyou Miao
nén két qua chénh léch, 125 mau so véi 4852 mau. Chantal Farra (2018) [7], 43/484 mau
(8,9%) dugc xac dinh 1a bat thuong bang xét nghiém BoBs. Vialard va cong su thuc hién
trén 408 mau, cho thiay d6 nhay chan doan cua ky thuat nay dat 99% ddi véi cac truong
hop trisomy 13, 18, 21 va léch boi NST gidi tinh, dbi vai 9 loai dot bién vi mét doan thi do
nhay chan doan dao dong tir 70%-99% tly theo loai dot bién vi mat doan [12]. Trong 7
truong hop bat thuong vé nhiém sic thé, co 2 truong hop bt thuong NST 18; 4 truong
hop bat thuong NST 21 va 1 trudng hop bat thuong NST giéi tinh; ty 1¢ lan luot 14 28,6%;
57,1% va 14,3%. So véi nghién ciu cua Hoang Thi Ngoc Lan [3], trong 6 trudng hop bt
thuong, 1 trudng hop Trisomy 18, chiém 3,33%; 2 truong hop trisomy 21 chiém 6,67%;
mét doan nhd NST ¢6 3 trudng hop, chiém 10%. Nhu vay, phu thudce vao dic diém cua
thai phu ma két qua bat thuong nhiém sac thé khac nhau. O nghién cau cia chung t6i, ghi
nhan chu yéu 12 bat thuong vé NST s6 18 (Hoi ching Edwards) va 21 (Hoi ching Down),
trong d6, chu yéu 1a bat thuong NST 21 (4/7 trudng hop bét thudng); day 1a 2 hoi ching
thuong gap trong bat thuong NST.

Tré mac hoi Cching Edwards thuong nhe can, thiéu san mam ham va ham dudi,
cam nhon va lem, dau dai, tai moc thap, hinh thai tai bat thuong, vanh tai kém udn cong,
truc 16n cua tai bat vé phia sau, luan tai nhon duoc goi 1a "tai quy", ban chan hinh cuéc
chim hay con goi 1a ban chan "du vong". V& mat di truyén, da sb 1a trisomy 18 thuan
47,XX,+18 hoac 47, XY,+18. Két qua nghién ciru ciia ching toi, 2 trudng hop bat thuong
NST 18 & thé 47, XY, +18. Nghién ctru caa Hoang Thi Ngoc Lan [3] ghi nhan 1/6 truong
hop bat thuong NST 18 & thé 47,XX,+18.

Hoi chitng Down 1a ri loan nhidm sic thé (NST) thuong gap nhat. Bénh nhan hoi
ching Down thuong kém theo mét sb di tat phdi hop nhu di tat tim (36% thong nhi that,
33% thdng lién that, it gap hon nhu ti chimg Fallot, hep dong mach phdi), di tat tiéu hoa
(hep hoic tic ta trang). Khoang 15-20% tré bi hoi chitng Down chét sém do dj tat tim bam
sinh, nhitng ngudi khéng kém di tat khac cd thé séng dén 50-60 tudi [5]. Két qua nghién
ctru cua ching ti phi hop Véi y van, trong 4 truong hop bat thuong NST 21, két qua siéu
am ghi nhan c6 2 truong hop di tat tim (1 ca ta ching Fallot va 1 ca thong lien that), 1/4
truong hop hoi chung down dugc phat hién boi siéu vei két qua la nep gap da gay day,
xuong miii ngin. Nghlen ctru cia Hoang Thi Ngoc Lan [3] ciing cho thay bt thuong NST
21 thuong di kém bat thuong di tat tim trén siéu &m, trong 2/6 ca bat thuong NST 21 cua
Hoang Thi Ngoc Lan thi c6 2/2 ca ghi nhan théng lién that trén siéu am.

Trong 7 truong hop bt thuong NST duoc phét hién, c¢6 1 truong hop ghi nhan Ia bat
thuong nhiém sic thé gioi tinh ¢ thé di truyén 1a 47, XXY (Hoi ching Klinefelter). Hoi chimng
nay dugc mo ta lan dau tién ndm 1942, dén ndm 1959 thi Jacobs va Strong xac dinh nguyén
nhan 12 do thira NST gigi tinh X & nam gidi, xét nghiém vt thé nhidm sic gioi tinh nit (vt thé
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barr) duong tinh. V6i tan Suat 1/1000 tre trai sinh SOng ké ca the kham, khong thay vai tro cua
tudi bd me 1am ting cao tan s6 méc bénh cia tré. V& di truyén té bao, co 85% truong hop la
ddng nhét 47, XXY, con lai 1a thé kham 47, XXY/46, XX [5].

Xeét nghiém Prenatal BoBs thuong dugce chi dinh di kém v&i xét nghiém NST tur té
bao 6i va dugc chi dinh khi thai phu c6 it nhit mot trong sé cac yéu td sau [6], [8]: Xét
nghiém sang loc qua huyét thanh me nhu: Double test, Triple test nguy co cao sinh con di
tat bam sinh; siéu am thai c6 hinh anh bat thuong: khoang sang sau gay >3mm, thiéu san
xuong mii, ban tay nam ban chén veo, mét so di tat nhu di tat tim, di tat ong tiéu hoa..
thai phu trén 35 tudi; tién st d3 mang thai hodc sinh con mic bénh di truyen thai phu
va/hodc chong c6 bt thuong NST hoac tlen sir gia dinh c6 bénh tat di truyén. Trong 7
truong hop bat thuong nhiém sac thé, da sd thai phu déu c6 2-3 yéu tb nguy co, trong do,
28,6% c6 2 yéu tb nguy cola tudi > 35 + combined nguy co cao hoic Tudi > 35 + siéu am
bat thuong; 14,3% co yeu to nguy co Combined NCC + si€u am bét thuong; va co 2
truong hop tudi > 35 + combined NCC + siéu 4m bat thuong.

Phan bé theo noi cu trd, trong 7 trudng hop bat thuong nhidm sic thé, ¢ 2 truong
hop tai Can Tho (28,6%); 5 truong hop tai cac tinh khac (71,4%) 1a Vinh Long (2 ca), Séc
Trang (2 ca) va Kién Giang (1 ca). Trong 7 ca bat thuong nhiém séc thé, c6 6 truong hop
& ba me tir 35 tudi tré 1én (da s6 40-44 tudi); 1 truong hop <35 tudi (cu the 1a 20 tudi), ty
18 1an luot 12 85,7% va 14,3%. Ty 18 nhom bit thuong nhiém sic thé chi yéu 14-<18 tuan
tuoi thai, chiém 71,4%; 28,6% & nhom 18-<22 tuan tudi thai.

V. KET LUAN

Ty Ié bat thuong nhidm sic thé qua xét nghiém Prenatal BoBs 1a 5,6%; trong 7
truong hop bat thuong vé nhidm sic thé, c6 2 trudng hop bat thuong NST 18; 4 truong
hop bat thuong NST 21 va 1 trudng hop bt thuong NST giai tinh; ty Ié lan luot 12 1,6%;
3,2% va 0,8%.

Dic diém cua cac truong hop bat thuong nhidm sic thé: da s6 thai phu déu c6 2-3
yéu td nguy co, trong d0, 28,6% co 2 yéu td nguy co 13 tudi > 35 + combined nguy co cao
hoic tudi > 35 + siéu 4m bét thuong; 14,3% c6 yéu t6 nguy co Combined nguy co cao +
siéu am bat thuong; va c6 2 truong hop tudi > 35 + combined nguy co cao + siéu 4m bat
thuong. Ty 1é nhom bit thuong nhiém sic thé chu yéu 14-<18 tuan tudi thai, chiém
71,4%; 28,6% & nhom 18-<22 tuan tudi thai.
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