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Tom tat

Muc tiéu: M6 ta bat thudng nhiém sac th€ (NST) lién quan dén bat thuong qua trinh ngén thdn déng mach - nén tim
duoc chan dodn trude sinh. Béi tuong va phuong phap nghién ctru: mé ta cat ngang 109 thai dugc chan dodn di tat tim
bam sinh (TBS) lién quan dén qua trinh ngan than déng mach - nén tim trén siéu 4m, duoc choc hat dich 6i, st dung ky
thuat BoBs va Karyotyping d€ phan tich NST thai.

K&t qua: Céc loai dj tat TBS lién quan dén quad trinh ngdn than déng mach - nén: T ching fallot (63/109 - 57,8%), chuyén
ché mach mau Ién (18/109 - 16,5%), hep déng mach ph6i (10/109 - 9,2%), that phai hai duong ra (5/109 - 4,6%), than
chung dong mach (2/109 - 1,8%) va céc loai bat thudng khéc lién quan dén déng mach chd, that tréi (11/109 - 10,1%).
Ty I bat thuong NST la 33/109 (30,3%), bat thuong vé s6 luong NST la 14/33 truong hop va bat thudng vé céu tric NST
la 19/33 truong hop (13 trudng hop héi chiing DiGeorge). Nhém ¢ béat thudng phdi hop co quan khéc ngoai tim c6
nguy co NST bat thuong cao hon 7,3 Ian so véi nhém chi cé biéu hién bat thuong tai tim, OR = 7,3 (2,6, 20,5), p = 0,0002.
KEt luan: Céc loai dj tat tim bam sinh lién quan dén qua trinh ngan than déng mach la cdc dj tat nang, thai bat thuong
NST & nhém di tat nay chiém ty I cao, trong dé héi ching DiGeorge chiém phan Ién.

Tir khéa: Bénh tim bdm sinh, héi chiig DiGeorge, thdn déng mach nén tim, ti ching Falllot.
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Abstract

Objectives: To describe congenital heart defects related to the process of septum formation in the truncus arteriosus
- conus cordis and result of chromosome analysis.

Materials and Methods: cross-sectional description of 109 pregnancies diagnosed with congenital heart defects relat-
ed to the process of septum formation in the truncus arteriosus and conus cordis on ultrasound. Amniocentesis fluid
was analyzed by the BoBs and Karyotyping technique for evaluating fetal chromosomes.

Results: Types of congenital heart defects related to the process of septum formation in the truncus arteriosus and
conus cordis included: Tetralogy of Fallot (63/109 - 57.8%), transposition of the great vessels (18/109 - 16.5%), pulmo-
nary stenosis (10/109 - 9.2%), double outlet right ventricular (5/109 - 4.6%), truncus arteriosus (2/109 - 1.8%) and the
others abnormalities related to the aorta, left ventricle (11/109 - 10.1%). The rate of aneuploidy was 33/109 (30.3%), the
numerical abnormalities were 14/33 cases and structural abnormalities were 19/33 (13 cases of DiGeorge syndrome).
The group with abnormal other organ coordination other than the heart was at risk of abnormal chromosomes 7,3
times higher than the group showing abnormal heart only, OR = 7.3 (2.6, 20.5), p = 0.0002.

Conclusions: The types of congenital heart defects associated with the process of septum formation in the truncus
arteriosus and conus cordis are severe abnormalities, abnormal fetuses in this group of malformations account for a
high proportion, of which DiGeorge syndrome accounts for the majority.
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1. DAT VAN BE

Bénh tim bam sinh (TBS) la nhitng bat thudng trong
cau trdc tim va cadc mach mau Ién xuat hién trong khi
mang thai & thang thr 2 - 3 cua thai ky, co ty lé 4 -
14/1000 tré dé séng. Qua trinh ngédn than déng mach
va non tim bat dau dién ra trong tuan |& thd 5 cda phdi,
c6 2 cap mao doi dién nhau xuat hién trong than déng
mach va nén tim, hai cdp mao nay sat nhap tirng cap va
xoan vao nhau va tao ra vach ngan kiéu hinh xoén oc.
Sau khi sat nhap vach ngan déng mach chd-déng mach
phdi ngan déi than dong mach thanh déng mach chd va
déng mach phai dugc hinh thanh. Khi 2 [6i cia nén tim
sap nhap dinh vao nhau thi tao ra vach ngan chia nén tim
ra lam phan trudc-bén |4 mach ra cla tam that phai va
phan sau-trong la mach ra cta tam that trai.

Nhirng di tat TBS lién quan dén su bat thuong trong
qua trinh ngén than déng mach - nén tim bao gom: t
ching fallot (2 - 3/10.000 ca sinh), chuyén ché mach
mau I6n (ty 1é mac 3/10.000 ca sinh) [1], hep ddng mach
phdi, (5 - 9/100.000 ca sinh) [2], that phai hai duong ra.
Dac biét cac bénh tim bdm sinh nay c6 lién quan dén bat
thuong nhiém sac thé nhu héi chirng Digoerge va héi
chirng Down.

Viéc chdn doan phan loai di tat tim bam sinh, dong
thoi chan doan NST cda thai la rat quan trong trong viéc
tu van sinh san cho thai phu. V&i mong muén tim hiéu
dac diém NST cua thai ¢ nhitng truong hop di tat TBS
co lién quan dén qua trinh ngan than déng mach - nén
tim thai ky phéi thai, ching t6i tién hanh dé tai véi muc
tiéu: “Mo ta bat thudng nhiém sac thé lién quan dén bat
thuong qua trinh ngdn than déng mach - nén tim duoc
chén doan trudc sinh”.

2. pOI TUONG VA PHUONG PHAP NGHIEN CUU

2.1. Dboi tugng nghién ctru

109 thai nhi don thai, dugc chan doan di tat TBS lién
quan dén qua trinh ngén than dong mach - nén tim dugc
phat hién bang siéu am va thai phu dong y |ay bénh pham
bang hut dich 6i d€ phan tich NST cua thai tir 1/2017 dén
9/2019 tai Trung tdm Chan doan trudc sinh - Bénh vién
Phu san Trung uong.

2.2. Phuong phap nghién ctu
e Thiét k& nghién ctru: Nghién clru mo ta cat ngang

e Cac budc tién hanh nghién ctru

- Siéu @am quy I: da sd thai phu thuc hién tai cac don
vi ngoai trung tdm Chan dodn trudc sinh - Bénh vién phu
san Trung Uong, nén khong st dung két qua quy | trong
nghién ctru nay.

- Siéu am quy Il: thoi diém chan doan siéu am phat
hién céac bat thuong hinh thai bao géom di tat TBS: 20
tuan 6 ngay dén 22 tuan 6 ngay. Da s6 thai phu dugc siéu
am phat hién bat thuong hinh thai tai cac don vi ngoai
trung tam, sau do6 thai phu tu dén tai ki€ém tra hodc duoc
chuyén tuyén dén trung tam.

Caéc di tat TBS lién quan dén ngan than déng mach -
noén tim dugc chdn doan bang siéu am: & ching fallot,
chuyé&n ché mach mau I6n, than chung dong mach, hep
déng mach phdi, that phai hai duong ra, bt thuong &
quai déng mach chu...., bat thuong khac tai tim va co
guan ngoai tim.

- Panh gia nhiém s&c thé thai: choc hdt dich 8i & tudi
thai = 16 tuan.

+ K§ thuat choc hat dich 6i: s&r dung kim 25G, choc
dudi hudng dan cla siéu am, tranh di qua noi cam day
ron, rau thai. HGt lwgng dich 6i: 10 ml

+ Ky thuat BoBs: Tach chiét DNA trong dich 6i - Danh
dau DNA bang Biotin - Lam sach DNA - Gan DNA Ién cac
beads - Rira va gan céac Reporter - Poc tin hiéu trén hé
théng Luminex - Phan tich sg liéu bang phan mém BoB-
soft - K&t qua. Thai gian co két qua: sau 2 ngay

Hdéa chat dung dé tach chiét DNA: b6 kit tach chiét
DNA QlAamp DNA Mini Kit ctia hdng QIAGEN. Hda chét
dung cho phan &ng: bo kit Prenatal Bobs Kit clia hang
PerkinElmer

+ Ky thuat Karyotyping: Nudi cay té bao lam NST do
- Thu hoach sau 9 - 12 ngay nudi cdy - Nhuém bang G -
Phan tich Karyotype. Thai gian c6 két qua: 10 - 12 ngay

Phan tich NST dua theo hé théng danh phap quéc té
vé di truyén nguoi ISCN 2016 (An International System
for Human Cytogenetic Nomenclature).

- S6 liéu dugc thu thap bdng mau bénh an nghién
clru. X& ly theo thuat todn thong ké y hoc bang phan
mém SPSS 20.0. Céc bién dinh tinh dugc trinh bay theo
ty 1& phan trdm (%). M&i lién quan giira k&t qua nhiém séc
thé vai két qua siéu am bang test Chi-Square.

3. KET QUA NGHIEN CUU
Téng s6 truong hop thai cé di tat TBS lién quan dén
qua trinh ngan than déng mach - nén tim va thai phu
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dong y choc hat 6i lam NST la 109.
- Tudi thai siéu &m phat hién di tat TBS la: trung binh 1a 21,2 tuan (12,3 - 30,3 tuan).
- Tuéi thai dugc choc 6i la: trung binh 23,1 tuén (17 - 30,6 tuan).

Bang 1. Dac diém bat thudng tim va NST & thai dij tat TBS lién quan dén qua trinh ngén than - nén dong mach

. " . _— NST binh ~ N
Loai Tong S6 Tyle thudng NST bat thuong
(13) Hoi ching DiGeorge
(3) Trisomy 18
21 22 (3) Trisomy 21
Tl ching Fallot 63 57,8% o o 1) Trisomy 13 va chuyén doan gilra
? (65,1%) easw) SR aromy yen coen g
(1) Héi chiing Turner
(1) 2 dong té bao
o (1)Trisomy 18
qultyl?ncho mach 18 16,5% (8; 80/) (1 121 %) (1)Tang kich thudc viing cudng vé
2% 1) tinh trén NST s6 15, (46,XY,15pstk+)
Hep déng mach o 9 1 .
phdi 10 9,2% (90%) (10%) (1) Trisomy 18
That phai hai s 46% 3 2 (1) Trisomy 13
dudng ra e (60%) (40%) (1) Trisomy 18
Than chung dong o 2
mach 2 18% (100%) 0
. o (1) Trisomy 18
tcrﬁolr?g ok lién (1) Trisomy 21
uan dén don 11 101% 5 6 (1) NST s6 9 dao doan quanh tam
ﬁnach ohi t-hé% A (45,5% (54,5%) (1) Nhan doan NST 17 p13.3
trai ’ (1) Héi chiing CriDuchat
(1) 46,XY,add(11)
. o 76 33
Tong 109 100% (69,7%) (30,3%)

Trong t8ng s6 109 thai di tat tim bdm sinh lién quan dén qua trinh ngan than dong mach - nén tim, di tat td ching
Fallot chiém ty Ié I6n 57,8%; va trong s6 nay ty |é thai bat thuong NST chiém 34,9% (22/63). Cac loai dj tat khac chiém
ty |é Ian lugt la: chuyén ché mach mau 16n - 16,5%, hep dong mach phai - 9,25%, that phai hai dudng ra - 4,6%, than
chung déng mach - 1,8%, va cac loai khac - 10,1%.

Bang 2. Dac diém NST céc trudng hop thai cé di tat TBS lién quan dén qua trinh ngén than - nén dong mach

Ky thuat NST
BoBs Karyotyping
Bat thuong vé sé lugng 14/33 (42%)

Pac diém NST bat thuong S6 luong Tylé

Trisomy 13 + + 2 1,8%

Trisomy 18 + + 7 6,4%

Trisomy 21 + + 4 3,8%

Hoi chirng Turner + + 1 0,9%
Bat thuong vé cau truc 19/33 (58%)

Hoi chirng DiGeorge + - 13 11,9%

HGi chirng Cri du chat + - 1 0,9%

46,XY,add(11) + + 1 0,9%

46,XX,in(9)(p12;q13) - + 1 0,9%

17p13.3 + - 1 0,9%

47 XY,+9[50]/47 XY,+mar[22] - + 1 0,9%

46,XY,15pstk+ - + 1 0,9%

Téng 30 18 33 30,3%

NST binh thuong 76 69,7%

Téng 109 100%
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Téng s0 thai di tat TBS c6 sé bat thuong NST chiém 30,3%, & k§ thuat BoBs phat hién dugc 30/33 (90,9%) trudong
hop, ky thuat Karyotyping phat hién dugc 18/33 (54,54%) truong hgp. S6 thai bat thuong NST ¢6 hoi chirng DiGeorge

va trisomy 18 va chiém sé lugng Ién.

Bang 3. M&i lién quan gitra dac di€ém NST va di tat TBS phéi hop hodc khéng phéi hgp véi co quan khac ngoai tim

Dic diém Téng NST bat NST binh OR p
; thuong thuong (95% CI)
Chi bat thuong tai tim 88 19 69 7,3 (2.6;
Bat thuang tim phdi hop co quan khac 21 14 7 20.5) 0,0002
Téng 109 33 76

Trong t6ng s6 109 trudng hop, cé 88 trudng hap chiém 80,7% chi cé bat thudng tai tim, va 19,3% ¢ bat thuong
phdi hgp co quan khac ngoai tim. Nhém cé bat thudng phéi hgp co quan khac ngoai tim ¢é nguy co NST bat thudng
cao hon 7,3 lan so véi nhém chi c6 biéu hién bat thuong tai tim, OR = 7,3 (2,6; 20,5), p = 0,0002.

4. BAN LUAN

Tudi thai siéu &m phat hién dj tat TBS la: trung binh
la 21,2 tuan (12,3 - 30,3 tuan). Tudi thai dugc choc 6i la:
trung binh 23,1 tuan (17 - 30,6 tuan). K&t qua cla ching
t6i tuong tu véi nghién ctru cia Mademont Soler (2013)
vé nghién ctu bénh TBS va b4t thuong NST, tudi thai
trung binh dugc choc 6i la 23 tuan 2 ngay (15- 38 tuan)
[3]. Nhitng truong hop cé thai di tat TBS dén kham tai
Trung tdm chan doén trude sinh muén la tir tuyén dudi
gui 1én, khi chdn dodn bat thuong NST tai thai diém tudi
thai kha I&n nén viéc tu van di truyén, quan ly thai nghén,
tu van dinh chi thai gdp khé khan.

T& chirng Fallot gém 4 bat thudng: tic nghén dudng
ra that phai, thong lién that, ddng mach chd chom Ién
vach lién that va phi dai tdm that phai, anh hudng dén
2-3/10.000 tré sdng. Trong nghién ctru clia chung t6i, tr
chirng Fallot la di tat chiém nhiéu nhat trong nhém di tat
lién quan dén ngéan than déng mach - nén tim (63/1009,
57,8%), trong do, sé lugng thai bat thuang NST chiém ty
Ié cao (22/63, 34,9%) (Bang 1). Bén canh do, chung t6i
ghi nhan nhiéu truong hop di tat chuyén ché mach mau
I6n (18 trwang hop), 1a di tat TBS hiém gap, loai di tat nay
cling lién quan dén bat thuong NST, phéi hgp mot sé di
tat khac nhu thong lién that, tac nghén duong ra that trai
[4]. Trong 18 trudng hgp nay cé 2 thai bat thuong NST
la trisomy 18 va bat thuong cau tric NST s& 15 (46,XY-
,15pstk+). Ngoai ra c6 di tat bat thuong nang né nhu:
than chung déng mach, 1a moét réi loan tim hiém gap véi
ty 1&é mac khoang 1%, chi yéu & tré so sinh nam. Loai di
tat nay dong mach chd va déng mach phdéi khéng duoc
tach ra trong qua trinh phat trién, phdi hgp céc di tat tai
tim khac nhu: théng lién that, khiém khuyét van hai la va
van ba l4... [5]. Trong nghién ctru cdia ching t6i ghi nhan 2
truong hop nhung déu ¢ NST binh thuong (Bang 1). Tuy
nhién, trong két qua nghién ctru cla tac gia McElhinney
va cong sy (2003) c6 ty Ié 1én bénh nhan bi hoi chiing
DiGeorge chiém 40% & bénh nhan cé dj tat than chung
doéng mach [6].

Hep déng mach phai chiém khoang 5% céc bénh tim

bam sinh, di tat nay c6 thé don doc hodc phéi hop véi
céc di tat TBS khac [7]. Chung t6i ghi nhan 10 truong
hap hep déng mach phéi bao gom ca don doc hoadc phai
hop, tuy nhién chi cé 1 truong hop bat thuang NST la tri-
somy 18 (Bang 1). Céc truong hop di tat khac lién quan
dén qua trinh ngén than dong mach - nén tim bao gém:
déng mach chd chom Ién véch lién that, hep dudng ra
that trai, hep ddng mach chd, teo/hep déng mach chu...
Day la nhitng di tat déc lap hoac phdi hop véi cac di
tat khéc cua tim, déng thoi co6 cac bat thuong co quan
khéac ngoai tim, cac loai dj tat nay ghi nhan da sé thai cé
bat thuong NST (6/11 trudng hop), méi loai ¢6 1 trudng
hop: trisomy 21, trisomy 18, NST sé 9 ddo doan quanh
tdm, nhan doan NST 17 p13.3, hdi ching CriDuchat,
46,XY,add(11). That phai hai duong ra cé thé kem theo
cdac bat thuong NST nhu trisomy 13, 18 va hiém hon la
trisomy 21. Mot bdo cédo cho thay that phai hai duong
ra co lién quan dén 3 NST 9 va héi chiing DiGeorge [7].
Trong nghién ctru nay, ching t6i thu thap duogc 5 truong
hop that phai hai dudng ra, trong do6 c6 1 truong hop tri-
somy 13 va 1 trisomy 18. That phai hai duong ra c6 thé
kém theo céc di tat bat thuong ngoai tim bao gém bat
thudng hé than kinh trung uong, st méi hd ham éch,
thoat vi hoanh, rén, bat thuong than va chi [7]. & két qua
cuia ching 16i, ca hai trudng hop that phai hai duong ra
déu co bat thuong khéac ngoai tim: bat san thé trai hoan
toan (& thai trisomy 18) va gian b€ than 2 bén & thai
trisomy 13 (Bang 1).

T& bao mao than kinh tim cé nguén gdc tir mép cla
cédp nép than kinh & ndo sau di cu di qua cac cung hong
3, 4 va 6 dén ving mach ra cda tim. Tai day ching tham
gia tao ra cdc I6i n6i tdam mac clia ca nén tim va than
dong mach. Sy di cu va tang sinh cta cac té bao mao
than kinh nay dugc diéu hoa bdi vung tim thir phat, thong
qua 16 trinh tin hiéu Notch. Do vay céc di tat cia cac
mach ra c6 thé do t6n thuong vung tim thir phat hodc do
tén thuong hoéc su thi€u hut cac t&€ bao mao than kinh,
dan dén khong tao ra vach ngan [8]. M&t phan nguyén
nhan cua su thiéu hut cac t€ bao mao than kinh tim la
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do bat thuong NST, mét sd hoi ching thuong gép nhu
hoi ching DiGeorge, hoi chirng Down [9]. Trong két qua
chung t6i ghi nhan 33/109 (30,3%) truong hop thai cd bat
thudng NST, trong dé 14 truong hop bat thuong so lugng
NST va 19 trudng hop bat thuong vé cdu tric NST. Dac
biét trong s6 bat thuong vé cau truc NST ghi nhan dén
13/109 trudong hop la hoi ching DiGeorge, chiém 11,9%.
Hoi ching DiGeorge la hoi chiing vi mat doan & NST s6
22, bao gébm nhiéu loai di tat va bat thudong sau sinh phaoi
hop, trong d6 bénh TBS chiém 80 - 100 % céac truong hop
(t& ching Fallot, vom déng mach chd bi gian doan, khu-
yét tat thong lién that va hep dong mach chd) [10]. Trong
nghién ctru clia chung t6i, nhitng tat ca thai héi ching
DiGeorge déu la cé bat thuong tim la t& ching fallot: 13
truong hop (Bang 1). Hién nay, cac huéng dan méi déu dé
nghi sang loc hoi ching vi mat doan nay & thai tir ching
Fallot, gian doan déng mach chu, di tat vach ngan...[11].
K&t qua cutia chiing t6i c6 7 truong hop trisomy 18 (Bang
2), nhiéu nghién ctu cling cho thay ty 1é bat thuong NST
trisomy 18 & tré/thai bat thuong tim bam sinh, va nguoc
lai. Trong nghién ctu Kosiv va céng su (2017), nghién
clru trén cla 1020 tré so sinh c6 trisomy 18 va 648 tré
6 trisomy 13, thi ty 1& tré c6 bénh TBS 1a 91% & nhom
trisomy 18 va 86% & nhém trisomy 13 [12]. Céc loai bat
thudng NST khéc chiing t6i gap sé lugng it trong nghién
clru nay, cac két qua chi tiét da néu ¢ bang 1.

Khi phan tich méi lién quan gitra dac diém NST va
di tat TBS phoi hgp hodc khéng phdi hop véi co quan
khéc ngoai tim & nhirng thai ¢ di tat tim lién quan dén
qua trinh ngan than déng mach - nén tim, ching t6i ghi
nhan cé cé 88 truong hop (80,7%) chi co6 bat thuong tai
tim (c6 thé mét loai don di tat hodc cung nhiéu di tat
tim két hop), trong d6 cd 19/88 bat thuong NST; va 21
truong hop (19,3%) cé bat thuong phoi hgp co quan khac
ngoai tim, trong dé cdé 14/21 thai c6 bat thuong NST.
Nhu véay, thai cé bat thudng phdi hop co quan khéac ngoai
tim c6 nguy co bat thuong NST cao hon 7,3 lan so véi
nhém chi c6 bat thudng tai tim, OR = 7,3 (2,6; 20,5), p
= 0,0002. Trong nghién clru cta ching t6i ghi nhan thai
hoi chirng DiGeorge va hoi chirng Edwards (trisomy 18)
chiém s6 lugng I6n. Pay 1a cac héi chirng dan dén bat
thuong da co quan, nhu héi chirng Edwards ¢6 ty 1€ di
tat TBS la 80 - 100%, ngoai ra c6 nhiéu co quan cé bat
thuong nhu hé ho hap, thi gidc, thinh gidc, hé co xuong,
hé than kinh [22]. M6t nghién ciru gan day trong nam
2020 ctia nhém tac gia Thai Lan ghi nhan 11,9% thai hoi
ching DiGeorge & nhirng thai bt thudng cac mach I6n,
bao gom: t&r chirng Fallot, d6ng mach chd léch phai, kém
theo thi€u san tuyén (rc [58].

Trong két qua bang 2, ching t6i doi chiéu két qua ky
thuat BoBs véi két qua Karyotyping, k§ thuat BoBs phat
hién dugc 30/33 (90,9%) truong hop, ki thuat Karyotyp-
ing phat hién duoc 18/33 (54,54%) trudng hop. O két qua

nay cé su chénh léch Ion vé ty |é phat hién bat thuong
NST gitra 2 k§ thuat; trong so thai bat thuong NST ¢é 13
trudng hop la hoi chirng DiGeorge ma 100% céc truong
hop nay ky thuat Karyotyping khéng phat hién dugc,
BoBs c6 két qua twong dong véi ki thuat Karyotype véi
dd chinh xac 100% & tat ca cac truong hgp trisomy 21,
trisomy 18 va trisomy 13 phu hop véi nghién clru cla
Choy va cong su (2014), khi so sanh ky thuat BoBs véi
hai phuong phép lap Karyotype va QF- PCR & 2153 mau
chdn doan trude sinh cho thay tat ca truong hop léch
boi clia NST 13, 18, 21, X va Y déu dugc phat hién [24].
Tuong tu véi nghién clru cla Garcia-Herrero S va cong
su (2014), irng dung ky thuat BoBs dé& phat hién léch boi
va vi mat doan NST [36]. D4y la nhirng hdi chirng vi mat
doan véGi doan mat cé kich thude dudi 5 Mb, trong khi
phuong phap di truyén t€ bao chi phat hién dugc mat
doan vdi kich thudc I6n hon 10Mb [27]. Theo nghién
clru cta Phan Thi Thu Giang (2017), ky thuédt BoBs xac
dinh dugc 20/25 bat thuong NST chiém 80%, ky thuat
Karyotpe, phat hién 18/25 mau bat thuong NST chiém
72%. Ky thuat BoBs phat hién duoc 7 truong hop dot bién
vi mat doan ma ky thuat di truyén té bao khéng phat hién
duoc. Tuy nhién, 5 truong hop bat thudng cau truc NST
khac va 1 truong hop da hinh NST dugc phat hién bang
ky thuat Karyotyping ma khong dugc phat hién bang kj
thuat BoBs [13]. Vi vay, viéc phdi hgp céc phuong phap
di truyén t& bao va ky thuat BoBs trong chan doan trudc
sinh gitp chan doan nhanh, chinh xac va tranh bd sot
nhiéu truong hop bat thuong, dac biét cac di tat bam
sinh tim cé bat thuong NST.

5. KET LUAN

Trong tng s& 109 thai di tat TBS lién quan dén qua
trinh ngan than déng mach - nén tim duoc chi dinh choc
hut 6i lam NST thi ty 1é bat thuong NST 1a 33/109 (30,3%).
Trong dé bat thuong vé sé luong la 14/33 truong hop va
bat thuong vé cau tric 1a 19/33 trudng hgp, trong ndi bat
c6 13 truong hop hdi chirng DiGeorge.

Co6 88 truang hop (80,7%) chi cé bat thudng tai tim,
va 19,3% cd bat thuong phéi hop co quan khac ngoai
tim. Nhém bat thuong phoi hgp co quan khac ngoai tim
¢6 nguy co bat thuong NST cao hon 7,3 [an so véi nhom
chi cé biéu hién bat thuong tai tim, OR = 7,3 (2,6; 20,5),
p = 0,0002.

Khuyén nghi nhitng truong hgp chan doan trudc
sinh c6 di tat TBS tai tim hoac phoi hop bat thuang khac
ngoai tim nén dugc héi chan chi dinh choc 6i danh gia
NST thai.
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