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MOT SO BAT THUONG DI TRUYEN TU CAC MAU GAI RAU
CUA THAI PHU CO NGUY CO CAO SINH CON BAT THUONG BAM SINH
TAI BENH VIEN PHU SAN HA NOI

Pham Thi Quynh Nga', Vii Thi Huyén'
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Tém tit
Muc tiéu: M6 ta dic diém ciua mot sb bat thuong di truyén cta thai & cac thai
phu c¢6 nguy co cao sinh con bat thuong bam sinh tir mau gai rau. Phuwong phdp
nghién ciru: Nghién ciru tién ciru md ta cit ngang trén 37 thai phu duoc sinh
thiét gai rau tai Bénh vién Phy san Ha Noi tir thang 01/2022 - 5/2023. Mau gai
rau s& duoc chia ra dé thyc hién cic xét nghiém di truyén. Két qud: 37 ca déu thu
duoc di miu gai rau dé thyuc hién xét nghiém di truyén. Chi dinh thuong gip nhét
1a nguy co cao trén xét nghiém sang loc trude sinh khong xam 14n (45,9%), tién
sir gia dinh mang dot bién gen lin (27%), ting khoang sdng sau gdy (19%).
Trong sd 26 bat thuong di truyén, 7 ca (27%) trisomy 21, c6 6 ca (23,1%)
thalassemia thé nang. Cac bét thuong khéc 1a trisomy 18 (15,4%) va 45,X (11,5%).
Chi dinh sinh thiét gai rau c6 ty 18 két qua di truyén twong g bat thuong cao nhat
(82,4%) 1a nguy co cao sang loc trudc sinh khong xam lan (non-invasive prenatal
testing - NIPT). Két lu@n: Sinh thiét gai rau da cho thay tinh hiéu qua trong viéc
phat hién cac bat thudng di truyén ¢ tuan thai sém cua thai ky.
Tir khoa: Gai rau; Sinh thiét gai rau; Chan dodn trudc sinh.

SOME GENETIC ABNORMALITIES IN FETAL CHORIONIC TISSUE
SAMPLES TAKEN FROM PREGNANT WOMEN AT HIGH RISK
OF GIVING BIRTH WITH CONGENITAL ANOMALIES
AT HANOI OBSTETRICS AND GYNECOLOGY HOSPITAL
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Objectives: To describe the characteristics of certain genetic abnormalities in
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birth with congenital anomalies. Methods: A prospective, cross-sectional
descriptive study on 37 singleton pregnancies undergoing chorionic villus
sampling at Hanoi Obstetrics and Gynecology Hospital between January 2022
and May 2023. Chorionic tissue samples were sent to laboratories for
karyotyping or molecular analysis. Results: All 37 cases had sufficient chorionic
tissue samples to perform genetic tests. The primary indication for chorionic
villus sampling were high-risk results from first trimester screening non-invasive
prenatal testing (NIPT)s (45.9%), family history of recessive inherited disease
(27%), and increased nuchal translucency (19%). Out of 26 genetic
abnormalities, trisomy 21 accounted for 27%, and thalassemia major for 23.1%.
Other common abnormalities were trisomy 18 (15.4%) and 45.X (11.5%).
Conclusion: Chorionic villus sampling remains a dependable technique for
prenatal diagnosis in the early stages of pregnancy.

Keywords: Chorionic tissue sample; Chorionic villus sampling; Prenatal diagnosis.

PAT VAN PE

Ngay nay cliing véi sy phét trién cua
khoa hoc va k¥ thuat, chan doan trude
sinh dd phdt trién manh mé& va rong
khip trén toan thé gi6i. Trong d6, chin
doan trudc sinh chu yéu duoc thuc
hién trén mau nudc bi hoac gai rau.
Chén doan trude sinh trén miu nude 6i
la xét nghiém pho bién nhat boi do
chinh x4c cao va duoc coi 12 tiéu chuin
vang trong chan dodn, tuy nhién né chi
c6 thé thyc hién khi thai > 16 tuan va
cling mang theo mot vai bién chimg
hay gap [1]. Mot phuong phap khéc la
chan doan trudc sinh trén mau gai rau
cling ¢6 nhimg han ché nhu phuong
phdp chan doin bang miu nudc 6i
nhung c6 thé thuc hién s6m ngay trong
3 thang dau thai ky tir tuan thai thir 10
- 14, nho viée biét két qua di truyén
cta thai nhi sém 1am giam lo lang cho
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thai phy dong thoi gitp dua ra céc
khuyén nghj tiép theo dé quan ly thai
ky phit hop va kip thoi nhat. Tai Viét
Nam, cdc ky thuat chan doan trudc
sinh trén mau gai rau van con duoc 4p
dung rat han ché nén viéc xdc dinh vu
va nhuoc diém ciling nhu gid tri chan
dodn cua phuong phdp nay chua dugc
dé cap nhiéu. Nghién ctru nay dugc
thuc hién nhiam: Mo td va phan tich
dac diém cia mot so bat thuwong di
truyén ciia thai ¢ cdc thai phu ¢é nguy
co cao sinh con bat thuong bam sinh
tir mau gai rau.

POI TUQNG VA PHUONG PHAP
NGHIEN CUU
1. Pdi twong nghién ciru
37 thai phu duoc sinh thiét gai rau
tai Bénh vién Phy san Ha Noi tur thang
01/2022 - 5/2023.
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* Tiéu chuan lwa chon: Thai phu
dang ¢ tudn thai tir 10 - 14 tuan (tudi
thai dugc xdc dinh theo ngay dau ky
kinh cubi hodc chiéu dai dau méng)
dén kham tai Bénh vién Phu san Ha
NoOi ¢6 1 hoac/va cac yéu tb sau:

- C6 két qua sang loc trudc sinh
khong xam 1an NIPT thudc nhém nguy
co cao cho bét thuong di truyén va it
nhét 1 chi diém bat thudng trén siéu 4m.

- C6 két qua sang loc trudc sinh
double test bang mau me thudc nhém
nguy co cao cho bat thuong di truyén.

- Siéu 4m c6 bét thudng hinh thai thai.

- Nhitng thai phu c6 tién st thai chét
Iwu, say thai nhiéu lan.

- Nhitng thai phu c6 tién st sinh con
di tat bam sinh do di truyén.

- Nhitng thai phu c6 tién st sinh con
trude diy c6 rdi loan vé nhiém sic thé
(NST).

- Thai phu va/hodc chdng c6 rdi
loan NST nhu c6 NST chuyén doan,
déo doan,... hodc mic mot s rdi loan
di truyén nhu Tay Sachs, thiéu méu
héng cau hinh liém, .. ..

* Tiéu chudan logi trir: Vi tri banh
rau khong phit hop voi sinh thiét qua
dudng bung.

2. Phwong phap nghién ctiru
* Thiét ké nghién ciru: Nghién ctru
md ta cit ngang, tién ciru.

* Phuong phdp tién hanh:

Ky thuat sinh thiét gai rau
(Chorionic villus sampling - CVS) tai
Bénh vién Phu san Ha No§i duoc thuc
hién qua duong bung dudi sy hudng
dan cta siéu Am. Bdc s§ s& gy té tai vi
tri du dinh sinh thiét, kim sinh thiét
18G duoc dua vao banh rau thai duoi
huéng dan cua siéu am lién tuc. Rut
nong kim dinh hudng, ludn kim 20G
(duong kinh 1,1mm) vao kim sinh thiét
18G (duong kinh 1,3mm), gin bom tiém
50cc vao dau kim 20G. Hut 4p luc 4m,
va kim 20G duoc di chuyén 1én xubng
5 1an qua rau thai, kim 18G cb dinh
trén thanh bung, thu thap mo gai rau.

Mau gai rau thu duoc s& duoc rira
sach mau me va lam cac xét nghiém di
truyén tuy vao ting loai chi dinh sinh
thiét gai rau. Voi nhoém chi dinh gdm
xét nghiém sang loc trudc sinh NIPT
nguy co cao véi mot s6 1éch bdi nhiém
sdc thé va tién st bd va hodc me c6 bat
thudng cau trac nhiém sic thé thi
nhiém séc thé dd va 1 loai xét nghi¢m
di truyén dé phat hién cac bat thuong
di truyén & muac do nhiém sic thé hodc
vi nhiém sic thé nhu QF - PCR hay
CNV,... thuong dugc chi dinh. Voi
nhom chi dinh gdm bat thudng hinh
thai thai trén siéu Am va tién sur gia
dinh c6 mang dot bién gen l3n thi cac
xét nghiém di truyén phan tir dé phat
hién cac bat thuong di truyén & mirc do
gen nhu G4500, gen nhom bénh, WES,
NGS,.. thuong dugc chi dinh.
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* Xup Iy 56 lidu:

Cic sb lidu sau khi thu thap duoc
nhap vao phan mém Excel, sau d6 duoc
phan tich bang phan mém SPSS 16.0.

3. Pao dirc nghién ctru

Dé tai duogc tién hanh sau khi thong
qua Hoi dong Khoa hoc va Hoi dong
Pao dirc Bénh vién Phu san Ha Noi.

Thai phu va gia dinh tham gia vao
nghién ciru dugc giai thich day da vé
muc dich, ndi dung va tu nguyén tham
gia vao nghién ctru. Thong tin vé ddi
tuong nghién ctu dugc gitr bi mat.
Quy trinh nghién ctu khong lam gidn
doan hodc can tré qué trinh cham séc
diéu tri cho thai phy.

KET QUA NGHIEN CUU

1. Két qua xét nghiém di truyén tir mau gai rau

272727

® Binh throng

m Trisomy 21

B Trisomy 18
Trisomy 13

m45X

® Thalassemia thé ning
Mang gen thalassemia
Mat doan exon 48 trén gen
dystrophin o
Bat thwdng cau triie nhiem sic

the .
Chura ket luan dwoc bat theong

Biéu d6 1: Két qua xét nghiém di truyén tir mau gai rau.

Tat ca 37 truong hop trong nghién
cuu cua ching t6i duoc thu thap du
mau, sau tich chiét mo gai rau xét
nghiém di truyén cho két qua khing
dinh chinh xdc, khong c6 truong hop
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nao két qua khong phan tich duoc do
nhiém DNA me hoic néng do DNA
khong du. Trong s 26 bat thudng
di truyén, 7 truong hop (27%) la
trisomy 21, c6 6 truong hop (23,1%)
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thalassemia thé nang (5 a-thalassemia
va 1 B-thalassemia). Cdc bat thudng
hay gap khac 1a trisomy 18 (15,4%) va
45,X (11,5%).

V& céc rui ro sau khi thuc hién thu
thuat, trong nghién ctru cua chung toi
chua ghi nhan truong hop nao bi say
thai, chay méu, ri 6i, v& 6i sém hay
nhiém tring dich 6i. Theo céc bdo céo
quéc té, cic yéu td du bdo vé ting
nguy co tai bién bao gdm: S6 lan dua
kim hodc duong sinh thiét qua 4m dao,
kinh nghiém va k¥ ndng cua nguoi
thuyc hién [1]. Trong nghién clru cua
ching t6i str dung k¥ thuat sinh thiét
gai rau qua da (duong bung) khong
thuc hién qua duong am dao.

* Bdo cdo truwong hop ca bénh xdc
dinh gid tri ciia phirong phdp sinh thiét
gai rau:

Truong hop 1: Thai phu 26 tudi,
PARA 1221 (nam 2015 va 2019 say
thai tu nhi€n, nam 2016 dinh chi thai
nghén do phu thai da choc i va c6 két
qua NST d6 té bao 6i binh thuong,
nam 2020 dinh chi thai nghén do phu
thai, tran dich da mang, thong lién that,
nam 2017 dé thuong 01 bé géi 39 tuan).
Thai 12 tuan 3 ngay - Tang khoang
sang sau gay 6,9mm - Khong quan sat
thdy xuong séng miii va duoc chi dinh
lam CVS xét nghiém QF - PCR va
G4500 cho mau gai rau. Két qua xét

nghiém di truyén CNV la khong phat
hién bat thuong ) luong, vi mat doan,
vi 1ip doan NST, két qua G4500 phat
hién bién thé dong hop tir trén gen
SUMF1: NM_001164674.2:c.463T>A
(NM_001158146.1:p. Trp155Arg). Sau
d6 mau gai rau da duogc chi dinh lam
thém xét nghiém giai trinh ty toan bd
exon (WES) va van phat hién bién thé
ddng hop tir nhu trén. Tién hanh 1am
xét nghiém Sanger ddi v6i bién thé nay
cho b6, me va chi gai ctia thai va c6 két
qua 1a ca 3 nguoi déu dugc phat hién
hién c6 bién thé di hop tir trén gen
SUMF1: NM_001164674.2:c.463T>A
(NM_001158146.1:p. Trp155Arg).
Truong hop 2: Thai phu 32 tudi,
PARA 1111 (Lan 1: d non 31 tuén,
con mat sau sinh, 1an 2: tré du thang,
binh thuong, 1an 3: dinh chi thai sau
choc bi tai Bénh vién Phu san Trung
wong phét hién thai mac dong hop tur
SEA). Tién st: 2 vo chéng mang dot
bién di hop tir mat doan SEA trén gen
HBA. Thai phy mang thai lan 4, thai
11 tuan 6 ngdy, siéu 4m chua phét hién
bat thuong hinh théi, ¢ chi dinh chan
doan trudc sinh va duoc lam CVS xét
nghiém cong thic NST va xét nghiém
dot bién gen thalassemia. Két qua xét
nghi¢m cong thuc NST chua phat hién
bat thuong. Két qua xét nghém dot
bién gen thalassemia 14 phat hién bién
thé - -SEA, di hop tir trén gen HBA.
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2. Mt s6 dic diém giira chi dinh sinh thiét gai rau va két qua di truyén

tir miu gai rau
Bang 1: Chi dinh sinh thiét gai rau.

S6 lwong Ty 1é
Chi dinh
(n) (%)
NIPT nguy co cao 17 45,9
Tang khoang sdng sau gy 7 19
B& me ¢ bat thudng cdu triic nhiém sic thé 1 2,7
Bét thuong hinh théi thai 2 5.4
Tién st gia dinh c6 mang dot bién gen (thalassemia, 10 7
loan dudng co Becker va cac bénh khic)
Tong s 37 100

Cic chi dinh pho bién nhat nghién ctru niy bao gom 17 thai phu c6 nguy co

cao trén cac xét nghiém sang loc trude sinh khéng xam 14n (45,9%), tién sir gia

dinh c6 mang céc dot bién gen lin (27%), ting khoang séng sau gy (19%).

100.0% T

90.0% - — Clura két luan duoc bt
thurong 3 e
80.0% - — Bat thuong cau tric nhiém
i | sac the

70.0% Mat éoan exon 48 trén gen
60.0% dystrophin .

= Mang gen thalassemia
50.0% o

B Thalassemia the ning
40.0% - —
30.0% - L.
20.0% - " i 1 g ® Trisomy 13
10.0% m Trisomy 18

0.0% +—— T T —

= Trisomy 21

NIPT nguy co Tang khodng Bb mecod !Jfll: Bitthuomg  Tién st gia

cao sdng sau gdy thuimg cau  hinh thdi thai dinh c6 dot = Binh thuong
tric nhiém sac bién gen
the (thalassemia,

loan dudmg co
Beckerva
bénh khéc)

Biéu @6 2: Dic diém giita chi dinh sinh thiét gai rau
va két qua di truyén tir miu gai rau.

108



TAP CHI Y DUQC HQC QUAN SU SO 7 - 2023

Trong s6 5 loai chi dinh CVS chi
dinh c6 ty 18 c6 két qua di truyén bat
thudng cao nhat két qua sang loc trude
sinh nguy co cao véi ty 1& bat thudng
1a 82.4%. B6 me c6 bat thudng ciu
trac NST va bat thuong hinh thai thai
1a 2 loai chi dinh CVS c6 két qua di
truyén tuong tmg binh thuong cao nhét.

BAN LUAN

CVS duoc coi 12 mot tha thuat chan
dodn trude sinh twong ddi an toan trén
toan thé gidi v6i nguy co say thai lién
quan dén thu thuét thép [2]. Trong
nghién cru ndy, k¥ thuat sinh thiét gai
rau céi tién va dugc thuc hién boi ekip
bac sy giau kinh nghiém chuyén giao
k¥ thuat tryc tiép tor Bénh vién Necker
- Cong hoa Phéap. K¥ thuat nay giap
hdt miu gai rau d& dang va kiém sodt
t6t huong kim 20G khi xuyén kim 1én
xudng trong long kim 18G gitp hiit té
bao gai rau dé dang, gitip sd 1an kim
xuyén vao banh rau it hon giam xam
l4n hon. Ngoai ra, kim 18G c6 dinh
nén gidm dau ro rét so voi ky thuat cii
phai di dong kim 18G Ién xudbng lién
tuc qua thanh bung dé hit miu. Trong
s6 37 ca CVS duoc thuc hién, 10
(27%) truong hop binh thuong, 26
(70,3%) truong hop c6 mot $6 dang bat
thuong va 1 (2,7%) truong hop chua
két luan duoc bat thuong.

Trong s& 37 trudong hop thuc hién
CVS thi c¢6 26 truong hop co bat
thudng di truyén. Bat thuong phd bién
nhat duogc phat hién 1a trisomy 21

(27%), tiép theo 1a thalassemia thé
nang (23,1%) va trisomy 18 (15,4%).
Trong mot nghién ctu dugc thyc hién
& B0 Pao Nha, 1540 ca CVS va trong
sO d6 ¢6 1119 ca (72,7%) c6 két qua di
truyén binh thudng, trisomy 21 13 bat
thudng di truyén hay gap nhat véi 171
ca (11,1%), tiép theo la trisomy 18 va
45X véi lan lugt 87 (5,6%) va 39
(2,5%) truong hop, cic bat thuong di
truyén don gen chi gap trong 12 (0,8%)
trrong hop [3]. Mot nghién ctru khac &
Pakistan, trong s6 1530 ca CVS ¢6 513
(33,5%) truong hop c6 két qua di
truyén binh thuong, bat thuong di
truyén pho bién nhat dugc tim thay 1a
c6 mang gen B-thalassemia (23,6%),
tiép theo 1a P-thalassemia thé ning
(22,1%) va trisomy 21 (16,8%) [4]. Su
khac biét nay co thé giai thich do sy
chénh 1éch 16n vé c& méu ciing nhu ty
1¢ nguoi lanh mang gen céc bénh ly
don gen trong cong dong.

Viéc chan dodn sém c6 thé gitip thai
phu biét duoc tinh trang thai cua minh
va quyét dinh dinh chi thai khi tuin
thai s6m dé tranh bién chimg khi dinh
chi thai to. Do vay viéc st dung céc
mau gai rau dé chan doan trudc sinh
nho ky thuat CVS da va dang 1a mdt
lra chon méi cho cdc chuyén gia y té,
gitip cho thai phy va gia dinh c6 thé
dua ra quyét dinh sém cho thai ky cta
minh. Pé x4c dinh gid tri ctia phuong
phap nay ching ta s€ cung ban ludn 2
ca bénh nhu sau.
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O truong hop 1: K¥ thuét giai trinh
tu gen G4500 c6 lién quan nhiéu dén
cac bat thuong 1Am sang va giai trinh
tu toan bd exon (WES) trén mau gai
rau déu cho ra két qua bién thé dong
hop tr  trén gen SUMF1:
NM_001164674.2:c.463T>A
(NM_001158146.1:p. Trpl55Arg).
Trong khi do, xét nghiém gidi trinh tu
gen Sanger trén gen nay trén bd, me va
chi gai déu ra két qua la mang bién thé
di hop tr tréen gen SUMFI. Gen
SUMFI ma hoa enzym formylglycine
(FGE), bién thé gdy bénh trén gen
SUMFT1 lién quan dén bénh thiéu nhiéu
sulfatase. Cac biéu hién 1am sing cua
nhém bénh 1y nay c6 thé gdm chim
phat trién tdm than, van dong va suy
giam than kinh, ching loan san sun
xuong, phi dai nhiéu co quan (gan,
lach), bénh van tim, bénh vOng mac,
duc gidc mac gay giam thi lyc, giam
thinh luc, nhidm trung tai phat... Két
qua xét nghiém giai trinh ty gen Sanger
¢ 3 nguoi khoé manh trong gia dinh va
xét nghiém giai trinh ty toan bo exon
(WES) trén mau gai rau cua thai nhi co
biéu hién phu thai va ting khoang sang
sau gay c6 thé goi ¥ cho ching ta vé
nguyén nhan cua tinh trang phu thai do
xudt hién bién thé déng hop tir trén gen
SUMFI1 va n6 kha hop 1y vé mit quy
luat di truyén lan trén NST thuong khi
c6 bd, me va chi gai ¢ dang di hop tir
con thai & dang dong hop tir va c6 phu
thai. Két qua nay cho thay su phit hop
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giita kiéu gen cua thai 1a sy két hop 2
alen bat thuong tir b me. Mic du thai
phu da dinh chi thai nghén va khong
lam cdc xét nghiém gi tiép theo nhung
day ciing 1a mot trong nhitng bang
chtng, ching to gid tri cua viéc chin
dodn bénh tir mau gai rau, mot phuong
phédp khong chi chan dodn dugc sém
ma con c6 gid tri 1am sang cao.

O truong hop 2, thai phu da timg c6
1 thai dong hop tir SEA qua két qua
choc 6i, do sy két hop 2 gen bét
thuong tir bé va me. Lan mang thai
tiép theo niy, may mén 12 thai ¢ dang
di hop tr --SEA, kha nang la nhan
nguén gen bénh tu bd hoac me. Két
qua xét nghiém gen duogc thuc hi¢n
trén miu gai rau tai thoi diém thai phu
dugc 11 tudn 6 ngdy, mot thoi diém
khé sém dé c6 thé kiém tra két qua, vi
vay thai phu cing chdng hoan toan cd
thé yén tam tiép tuc theo doi thai ky
nhu binh thudng thay vi phai lo ling
du 17 tudn doi choc 6i va lam xét
nghiém dot bién gen thalassemia tir
mau té bao 6i thém it nhat 2 tuan nita.
Nhu ching ta da biét, thuc té trén 1am
sang néu nhitng thai mang gen dong
hop tir SEA s& c6 biéu hién phil thai
sém nhét sau 18 tudn hodc cdc diu
hi¢u nhu tran dich mang tim, banh rau
day, ddu hiéu thiéu méu bao thai...
Hién tai, thai 28 tuan va chua phat hién
bat thuong hinh thai trén siéu 4m thai
va khong thdy cdc bat thuong dién
hinh nhu trén, diéu d6 cho thiy diy
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cling 12 mot ddu hiéu goi ¥ dé danh gid
gid trj két qua xét nghiém gen trén miu
gai rau cua thai phu trén. Ching t61 s€
tiép tuc kiém dinh két qua va theo doi
san phu trong ca thai ky va sau sinh dé
kiém ching lai gid tri cua két qua nay.
Két qua cta nghién ciu nay cho
thdy két qua nguy co cao trén xét
nghiém sang loc trudce sinh khong xam
l4n trong ba thing dau thai ky 1a chi
dinh CVS phd bién nhit (45,9%), chi
dinh CVS phd bién thir 2 1a tién sir gia
dinh c6 dot bién gen 1an (27%), trong
d6 tién sir gia dinh c6 mang dot bién
gen bénh thalassemia chiém ty 1& cao
nhit (24,3%). Két qua cta nghién ctru
hién tai ciing twong dong véi cac
nghién ctru khac, nghién ctru cua Filiz
Halici Ozturka (2019) cho théy ty 1€
chi dinh CVS cao nhét 13 két qua nguy
co cao trén cac xét nghiém sang loc
trudc sinh véi 31%, nghién clru cua
Martins AT (2020) cho théay ty 1 chi
dinh CVS cao nhat 1a két qua nguy co
cao trén cac xét nghiém sang loc trudc
sinh 50,3% [3, 5]. Trong hai nghién
ciru trén tang khodng sang sau gay la
chi dinh CVS pho bién tha 2 lan luot
chiém 22,6% va 17,5%. Trong khi do,
v6i nghién ctru ndy chi dinh CVS phd
bién thir 2 1a tién st gia dinh c6 dot
bién gen lin, trong d6 ty 18 dot bién
gen thalassemia 1a cao nhat. Diéu nay
c6 thé giai thich do cic nghién ctu
khac thuc hién tai Tho Nhi Ky va Bo
Dao Nha - vung c6 ty 1€ nguoi mang

dot bién gen thalassemia thap, ngugc
lai ty 1& ngudi mang dot bién gen
thalassemia & nudc ta lai twong ddi cao.

Xét vé dic diém gitra chi dinh CVS
va két qua di truyén tuong Gng thi két
qua sang loc trudce sinh (NIPT) nguy
co cao 1a chi dinh CVS cho két qua di
truyén twong ng bat thuong cao nhat
v6i 82,4%. Trisomy 21 1a bét thudng
di truyén dwoc phat hién nhiéu nhét
(41,2%) tuong g voi chi dinh sinh
thiét gai rau 1a NIPT nguy co cao, tiép
theo 1a trisomy 18 véi 23.5%. Két qua
nay tuong ddéng v&i nghién ciru & B
Pao Nha (2020) khi ciing c6 ty 1& bat
thuong di truyén cao nhat tuong Gmg tir
chi dinh CVS Ia nguy co cao tur xét
nghiém sang loc DNA cua thai trong
mau me [3]. Diéu ndy co thé cho thiy
xét nghiém sang loc trudc sinh khong
xam 1an NIPT c6 do dac hiéu va gia tri
tién doan dwong tinh khé cao. Tién st
gia dinh c6 dot bién gen (thalassemia,
loan dudng co Becker va bénh khic) la
chi dinh CVS cho két qua di truyén
trong Ung bt thudng cao thir 2 véi ty
1¢ thai binh thuong 1a 30% (10% thai
khong mang gen gdy bénh va 20% thai
mang gen giy bénh). Trong s cac bat
thuong phat hién lién quan dén chi
dinh tién st gia dinh c6 dot bién gen
1an thi thalassemia thé nang chiém ty 18
cao nhét v6i 60%, tiép d6 1a mang gen
thalassemia v&i 20%. BO me co bét
thudng cau triic nhiém sic thé va bat
thuong hinh thai thai 1a 2 loai chi dinh
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CVS c6 két qua di truyén tuong {ng
binh thudng cao nhat. Két qua nay
khac véi nghién ctu ¢ BO Pao Nha
(2020) khi ty 1& két qua di truyén cua
chi dinh bt thuong hinh théi thai va bd
me c6 bat thudng cdu tric nhidm sic
thé twong Ung 1a gan 50% va khoang
10% [3]. Su khac biét ndy c6 thé giai
thich 1a do sy khac biét 16n vé c& mau
ciia 2 nghién ctu. Két qua di truyén
binh thuong tuong tng véi chi dinh
tang khodng sadng sau gdy kha tuong
ddng giita 2 nghién ctru khoang 60%.
Diéu nay cho thdy ting khoang sang
sau gdy van 1a mot ddu hiéu trén siéu
am cO ¥ nghia goi y kha cao dén cac
bat thuong di truyén. Bat thuong di
truyén thuong gip nhat twong tng voi
chi dinh sinh thiét gai rau do ting
khoang sang sau gdy trong nghuén ctu
nay la trisomy 13 va 45,X voi 14,3%.

KET LUAN

Sinh thiét gai rau da cho thay tinh
hiéu qua trong viéc phat hién cac bat
thuong di truyén (70%) & tuan thai
som cua thai ky. CVS gitp phat hién
da dang cdc bat thuong di truyén: Léch
boi, dot bién cau tric NST, bénh don
gen: 7 truong hop (27%) 1a trisomy 21,
cO 6 truong hop (23,1%) thalassemia
thé nang, trisomy 18 (15,4%) va 45,X
(11,5%).

Loi cam on: Nhém tdc gid xin chan
thanh cam on Ban Lanh dao Trung tdm
Can thi€p bao thai, Bénh vién Phu san
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Ha Noi, cdc thdy c¢d va cdc quy dong
nghi€¢p tai Bénh vién Phy san Ha Noi,
Truong Pai hoc Y Ha N6i da nhiét tinh
gitip & va ho tro trong qua trinh thuc
hién nghién ctru.
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