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GIA TRI CUA QF-PCR TRONG CHAN DOAN NHANH 
TRl/dC SINH ROI LOAN SO LLfONG NHIEM SAC THE 

Nguyen Khdc Hdn Hoan*, Phiing Nhu Todn*, Qudch Thj Hodng Oanh*, Tran Nguyen An Phd*, 

Nguyen Tlii NhuHodng* 

Dgt van de: Lech bgi Id nguyen nhdn qtuin trgng gay ra say tliai vd di tgt ham sinli. QF-PCR Id ky thugt 
moi trong chan dodn tnroc sinh nham plidt hien M can thiep s&m thai bi cdc bdi thirong my. Muc tieu: Khao sdt 
gid tri ciia ky thugt QF-PCR trong chdn dodn nhanh truoc sinh cdc roi loan solugng nhiim sac thi'. 

Doi tugng vd phuong phdp: Cdc truong hgp thai cd nguy ca cao bi roi logn nhiem sac tiiedadugc tam sodt 
phdt^ hien qua tien cdn sinh con dj tgt bam sinh, xet n^iem vd sieu dm se dugc chgc 61 vd chan dodn truoc sinh 
nhiim sdc the 13, 18. 21, X, Y bdng ky thuat QF-PCR vd so sdnli kei qud voi ky thuat tieu chudn vdng Id 
karyotype. 

Kit qud: Trong so 400 thai dugc chan dodn truoc sinh c6 36 thai mang rm loan nhiem sdc tlie (36/400; 
9,0%). KH qud ndy CO ti le tirang hgp 100% v&i kei qud karyotype. QF-PCR codg nligy Id 100% (36/36), do dgc 
hiiu Id 100% (364/364), gid tri tien dodn duong Id 100% (36/36) vd gid tri tien dodn dm Id 100% (364/364). Co 2 
hirang hop the'klidm (46,XX/45,XO vd 46.XX/47.XX+21) diegc QF-PCR cho tin hieu bat thuang nhung kliong 
the kei ludn. QF-PCR ding phdt hien 2 tneong hgp trisomy nliimg Idiong biiii hien diegc bdn ch^ cau true cua 
chiing Id 46,XX,-13,+t(13;13) vd 46,XX.dup(18). Thoi gian dethu nhdn dugc kei qud tie ky thugt QF-PCR h^ng 
bhih Id 48 gio. 

Kit ludn: QF-PCR Id ky thugt chdn dodn rdmnh, ddng tin cdy trong chdn dodn truac sinh rot loan so'lugng 
idiiem sdc tlii'nhieng lign die'trong didh dodn tlieklidm vd bdi thieang cau true, do do, can chi dinli tliim ky 
thugt karyotype dio oic tneang hop ndy. 

Tie khoa: QF-PCK roi loan nhiem sdc thii dian dodn truac sinli, trisomy. 
ABSTRACT 

VALUES OF QF-PCR IN FAST PRENATAL DIAGNOSIS OF CHROMOSOME DISORDERS 

Nguyen Khae Han Hoan, Phung Nhu Toan, Quach Thi Hoang Oanh, Tran Nguyen An Phu, 

Nguyen Thi Nhu Hoang * Y Hoc TP. Ho Chi Minh * Vol. 17 - No 3 - 2013:149 - 156 

Introduction: Armuploidy is an important issue causing miscarriage and congenital abnormalities. QF-
PCR is a neio mdhod in prenatal diagnosis of those disorders. 

Objective: To evaluate tlie values of QF-PCR in fast prenatal diagnosis of diromosome disorders. 

Method: Pregnancies ddeded at high risk of diromosome disorders via history of congenital lAnomialities 
or biochemistry and ultrasound screening were performed amniocaitesis and analysed chromosome 13,18, 21, X 
and Y with QF-PCR and compared to gold standard karyotype. 

Result: 400 pregnandes were diagnosed in which 36 fetuses are affected unth chromosome disorder (36/400; 
9.(^/o). Results from QF-PCR were 100% concordant with karyotype. The sensitivity, specifidty, negative 
predictive value and positive predictive value were 100% (36/36). 100% (364/364), 100% (36/36) and 100% 
(364/364), respectively. There were tivo mosaicsm cases including 46,XXJ45,XO and 46,XX/47,XX,+21 which 
ivere inconclusive with QF-PCR. Tioo trisomy cases detected by QF-PCR were 46.XX,-13,+t(13;13) and 
4€,XX,diip(18). Average turn around time of QF-PCR was 48 hours. Condiision: QF-PCR is a fist and reliable 
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method in praiatal diagnosis of chromosome disorders but limited in deteding mosaicsm and sh^ictural 

abnormalities. Karyotype is necessary in such cases. 

Keywords: QF-PCK chromosome disorder,prenatal diagnosis, trisomy. 

DATVANDE 

Bat thudng nhiem sic the (NST) la mot 
trong cac nguyen nhan gay di tat bam sinh, 
cham phat trieh tam than, the chat, roi loan 
gidi tinh va say thai tu nhien. Trong do, pho 
bieh nhat la trisomy 21 (hdi chung Down), 
trisomy 18 (hpi chung Edward), trisomy 13 
(hpi chiing Patau) va eae bat thudng ve NST 
gidi tinh nhu hpi ehung Turner (45,XO), hpi 
chung Klinefelter (47,XXY). Bat thudng sd 
lupng NST thudng tang theo tuoi cua thai 
phv va do loi khong phan ly NST trong qua 
trinh tao giao tir dan den thira hoae thieu 
mpt NSTt'>. 

Viec chan doan trudc sinh (CDTS) cae bat 
thudng NIST bang ky thu|tt nudi cay te bao oi 
va lap bp karyotype daduoc thuc hi?n tir nam 
1966 nhung mat nhieu cong va thdi gian. Ky 
thu|t FISH ciing ed nang suat kem va mat 
r&asu cdng mac dii cd the khao sat nhanh NST 
13, 18, 21, X, Y. Can day, phuang phap di 
truyen phan tu QF-PCR (quantitative 
fluorescent polymerase chain reaction) dadupc 
phat trien de ehan doan nhanh eac bat thudng 
NST bang each khao sat vadinh lupng cae 
trinh tu STR (short tandem repeat) dae trung 
eua NST bing cae cap moi huynh quang»>. 
Phuong phap nay cho ket qua nhanh trong 
vdng 48 gid, cddp nhay vadp dae hieu cao, vdi 
uu diem ndi bat la nang suat cao va gia thanh 
thap. 

Muc tieu nghien cthi 

Khao sat gia trj cua phuang phap QF-PCR 

trong chan doan trudc sinh nhilm sic the 13, 

18, 21, gidi tinh tii mau dich di. 

Dail/ONG-mu'CNGmAPN<aBENCUtJ 
Thief ke nghien cuu 

Nghien cuu test chan doan. 

Doi tupng 

Ddi tupng chpn mau la nhiing thai phu 
den kham thai tai Benh vien Tir Du dupe ehi 
dinh xet nghiem karyotype te bao di de CDTS 
vi thai ed nguy ca cao bi rdi loan sd lupng NST 
21, 13, 18 va NST gidi tinh do mpt hoae nhieu 
yeu to sau: tien su sinh con bj bat thudng 
nhilm sie the 13, 18, 21, X, Y hole di tat b&i 
sinh; sieu am ed dau hieu cua l^ch bpi NST 
hoae cd di tat bam sinh; xet nghiem sang Ipe 
trudc sinh cho ke't qua nguy ca cao. 

B^nh pham la 10ml dieh Si duac chpc hiit 
dudi hudng dan cua sieu am khi thai 16 - 22 
tuan Benh pham dat chat lupng khi quan sat 
bang mat thudng khong thay Ian mau dupe 
chia thanh 2 phan: Sml dimg de lap karyotype 
te bao di va 2ml dimg de ly trieh DNA thuc 
hien ky thuat QF-PCR. 
Nudi cay te bao di va lap bp karyotype 

Te bao dich oi dupe nudi cay trong mdi 
trudng Amniomax cd bo sung FBS (Gibeo, Life 
Technologies, My) d dieu ki^n 37°C, 5% CO2. 
Sau 7 - 1 0 ngay, thu hopch te bao bSng 
Demeeoldne, trypsin EDTA 1/125 va NaQ 
0,9%. Te bao sau thu hoach dupe co djnh bSng 
Camoy, chuah bi tieu ban, nhupm GTG-
banding va phan tich bang h^ thong 
Metasystem sir dung phan mem Ikaros 
(MetaSystems, Ehic). it nhat 20 cum NST dupe 
phan tich va xep bp karyotype theo hudng dSn 
cua Hiep hpi Di truyen tebao lam sang (2,16). 
Sau 14 - 21 ngay, ket qua karyotype duac ghi 
nhan va so sanh vdi ket qua tix QF-PCR. 
Ly tiidi DNA va thuc hien QF-PCR 

DNA dupe ly trieh ttr te bao didi di bing 
phuang phap cpt Ipc su dung QIAamp DNA 
mini blood kit (Qiagen GmbH, Hilden, Dire). 
DNA sau CO lap dupe danh gia nong dp vadp 
tinh sach bing may Biophotometer Plus 
(Eppendorf GmbH, Hamburg, Due) vdi budc 



YHgcTP.HbChiMinh*Tapl7*So3*2013 NghienciruYhpc 

sdng 260/280nm va liru trii d AKl trudc khi 
thirc hien QF-PCR va d -30^ sau khi phan tich 
ket qua*i5). 

Ky thuat QF-PCR dua tren nguyen ly d giai 
doan sdm cua phan ung PCR, khi dd, khdi 
lupng DNA tao ra hr 2 alen cua mpt locus STR 
se ti I? thuan vdi khdi lupng DNA dich trong 
mau ban dau. Vi the, san pham STR dac hieu 
NST khi phan tach doan se cho 2 dinh huynh 

quang vdi ti so chieu cao giira 2 dinh la 1:1 
trong trudng hpp di hpp tii va chi cho 1 dinh 
huynh quang duy nhat trong trudng hpp dong 
hpp tir. Ddi vdi cae tnrdng hpp trisomy, 3 NST 
se bieu hien 3 dinh huynh quang vdi ti so la 
1:1:1 (trisomy 3 alen) hoac chi bieu hien 2 dinh 
•̂di ti sd la 2:1 hoac 1:2 (trisomy 2 alen) (hinh 

1)(M3), 

Hinh l.Biiii diin kei qua plidn tich so'lirgng NST bdng 

Xet nghiem QF-PCR dupe thuc hien 
bang kit Devyser Complete (Devyser AB, 
Stockholm, Thuy Dien). Moi mau dirpc 
khao sat cimg mpt Iiic 32 locus STR dac 
hieu cho NST 13,18, 21, X, Y chiia tirong 2 
hon hgp PCR (bang 1)<*'. Su hien dien cua 
locus 18D trong ca 2 hon hop PCR nham 
kiem tra kha nang nham lan mau. Locus 
Tl va T3 duoc dimg de so sanh so lupng 
NST X voi NST 7 va NST 3. 

Phan ling QF-PCR bao gom 20ul hdn hpp 
PCR va 5ul DNA (3ng/ul) chiia tiong ong 
0,2ml PCR thanh mdng sir dyng may luan 
nhi?t Master Cycler Pro (Eppendorf GmbH, 
Hamburg, Diic) vdi chu trinh luan nhipt 95°C 
X 15 phut; 94'C x 30 giay + 58°C x 90 gia>- + 
Bdng 1. Cdc locus dac hiiu NST trong xet nghiem QF-PCR sir dung kit Devyser Complete. 

ky thudt QF-PCR. 
72°C X 30 phut trong 26 ehu ky; 72«C x 30 phiit. 
San phaim PCR dupe luu trii d 4°C. 

l,5ul san phaim PCR dupe trpn vdi 14,5 uL 
Hi-EH Formamide, 0,5 ul GeneSean 600 Liz Size 
Standard va dupe dien di phan tach doan bing 
h^ thdng giai trinh tu ABI 3500 (AppUed 
Biosystems, Foster Gty, CA, My). Ket qua dien 
di dupe phan tich bang phan mem 
GeneMarker 1.85 (SoftGenetics, State College, 
PA, My) dua vao tieu chuah xac dinh so lupng 
NST ciia Hudng din thuc hanh tot QF-PCR 
ciia Hpi di truyen te bao lam sang (ACC) va 
Hpi di truyen phan tir lam sang (CMGS) (3). 
Sau 48 gid thyc hien, ket qua QF-PCR eua tat 
ca cac mau nghien ciiu se duoc so sanh vdi ket 

qua karyotype tuong iing. 

Ki hi|u Locus Vi tri tren NST BQ dai (bp) 
H6n tiQp PCR 1 (14 kxus) 

13A 
13B 
13C 
13D 

D13S742 
D13S634 
D13S628 
D13S305 

13q12.12 
13q21.32 
13q31.3 
13q13.3 

232-327 
365^35 
425-474 
435-505 

NIau 

Luc 
Xanh 
Vang 
Lgc 

Kihieu 
21G 
21H 
21J 
XI 
X2 

Locus 
D21S1446 
D21S1442 
D21S2055 
DXS1187 
DXS981 

Vi tri tren NST 
21q22.3 
21q21.3 
21q22.2 
Xq26 2 
Xq13.1 

Do dai (bp) 
430-490 
362-420 
385-485 
120-170 
262-300 

Mau 
Luc 

Vang 
Xanh 
Luc 
Luc 
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Ki tt ieu 

13K 

18B 

18C 

18D* 

18M 

18P 

21A 

21B 

21C 

21D 

13E 

13F 

18D-

18G 

18J 

Locus 

D13S1492 

D18S978 

D18S535 

D18S386 

GATA178F11 

DISS1364 

D21S1435 

D21S11 

D21S1411 

D21S1444 

Honhqp 

D13S800 

D13S252 

D18S366 

D18S1002 

D18S976 

Vi t r i t ren NST 

13q21.1 

18q12.3 

18q12.3 

18q22.1 

18p11 32 

18q22.1 

21q21.3 

21q21.1 

21q22.3 

21q22.13 

°CR2(19kxus) 

13q22.1 

13q12.2 

18q22 1 

1 8 q l 1 2 

18p11.31 

Dp dai (bp) 

113-185 

195-230 

300-350 

338-430 

350-410 

130-205 

150-208 

215-290 

245-345 

440-495 

180-230 

255-320 

338-430 

325-380 

430-487 

Mau 

Vang 

Vang 

Xanh 

Luc 

Vang 

Li^c 

Xanh 

Xanh 

Vang 

Xanh 

Vang 

Xanh 

Luc 

Xanh 

Vang 

Ki h ieu 

X3 

X9 

XY2 

XY3 

AMEL 

ZFYX 

SRY 

T l 

T3 

18D' 

Locus 

XHPRT 

DXS2390 

DXYS267 

DXYS218 

AMELX 

AMELY 

ZFY 

ZFX 

SRY 

Vj t r i t ren NST 

Xq26.2-26.3 

Xq27.1-q27.2 

Xq21.31 

Yp11.31 

Xp22.33 

Y p l 1.32 

Xp22.2 

Y p l 1.2 

Yp11.31 

Xp22.11 

Yp11.31 

7q34 

Xq13 

3p24.2 

Xq21.1 

Do dai (bp) 

265-308 

312-357 

175-217 

215-260 

X = 1 0 4 

Y = 1 1 0 

151-160 

233 

7 = 179 

X = 200 

3 = 133 

X = 137 

Mail 

Vang 

Vang 

Xanh 

Luc 

Xanh 

Vang 

Xanh 

Lgc 

Xanh 

de kiem tra nham lan mau giQ'a 2 hon hop PCR 

KEIQUA 

Tir thang 9/2010 den thang 12/2012, cd tdng 
cpng 400 mau dich oi cua 398 thai phy don 
thai va 1 trudng hpp song thai dupe chpn lam 
benh pham nghien ciiu. Tuoi thai khi chpe di la 
16 - 25 tuan, tiong dd, cac tiudng hpp thai 16 -
18 tuan chiem 68,5% (274/400). Tudi ciia thai 
phy dupe chpc di la 19 - 46 tudi, trung binh la 
31,5 tudi, tudi tir 35 trd len ehiem 33,1% 
(132/399). Noi cu ngy oia thai phy tiai khap 37 
tinh - thanh pho, tiong dd, thanh pho Ho Chi 
Minh ehiem 36,3%. 

Tat ca cac thai phu dupe chi dinh chpc di 
de CDTS la do thai cd nguy co cao roi loan 
NST. Trong do, cae thai ky cd nguy eo cao > 
1/250 dupe phat hipn qua xet nghiem sang Ipc 
quy 1 (double test hoae combined test) hoac 
qua xet nghiem sang loc quy 2 (tiiple test) 
chiem ti I? 54,8% (219/400). Cac tiudng hpp 
thai ky cd bat thudng hinh thai hpc hoac cd 
dau hieu lech bpi NST tren sieu am nhu khe 
mdi, che vdm, bat san xuong miii hoac xuong 
miii ngan, di tat tim, dan nao that, chan khoeo, 
nang vimg cd', tiioat vi ron, xuong dui ngan, 
da di chiem 36,5% (146/400). 

Trong 400 mau nghien cuu, cd 396 mlu ghi 
nhan dupe ket qua QF-PCR tiong vdng 48 gid, 
2 mau ghi nhan ket qua sau 2 hian vi phai thuc 

hien them edng doan nudi cay tebao oi de loai 
trir nhiem mau me va 2 mau khdng the ket 
luan dupe sd lupng NST. Cd 36/400 trudng 
hpp (9,0%) eho ket qua bat thudng vdi tiisomy 
21 chiem 2,8% (11/400), tiisomy 18 ehiem 2,5% 
(10/400), tiisomy 13 ehiem 1,5% (6/400) va 
monosomy X chiem 0,5% (2/400) (bang 2). 

Hai mau cho ket qua QF-PCR bat tiiuong 
nhung khdng tiie ket luan dupe so lupng NST 
gdm 1 trudng hpp khdng ket luan dupe so 
lupng NST 21 va 1 tiudng hpp khdng ket luan 
dupe sd lupng NST X (bang 2). Khi ddi chieu 
vdi ket qua karyotype, trudng hpp thii nhat cd 
dang tiisomy 21 the kham 46,XX/47,XX,+21 vdi 
ti so 3:1. Trudng hpp thii hai khdng the thyc 
hien ky thuat karyotype do miu bj nhiem nam 
trong qua trinh nudi cay te bao oi nen ky thuat 
FISH dupe sir dyng de khao sat vdi ket qua la 
monosomy X the kham 46,XX/45,X0 vdi ti sd la 
2:3 (hinh 2). 

Miic dp tuong hap giiia ket qua QF-PCR 
va ket qua karyotype dat 100%. Tuy nhien, QF-
PCR khdng the bieu hien ban chat cau tiuc 
NST ciia 2 trudng hpp trisomy gdm 1 trudng 
hpp trisomy 18 do NST 18 hi nhan ddi 
(46,XX,dup(18)) va 1 trudng hpp trisomy 13 do 
chuyen doan hda nhap tam (46,XX,-
13,-Ht(13;13))(bang2). 
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Hinh 2. Kei qud QF-PCR cua trucmg hgp trisomy 21 the khdm 46,XX/47.XX,+21. Cdc locus 21G, 21], 21H 
CO dang 3 alen nhung kliong dat ti so 1:1.1; 1:2 hogc 2:1. 

Bdng 2.Ste tuang hgp giiea cdc kei qud xet nghiem QF-PCR vd karyotype. 

Binh thiFO'ng 

Bat thucmg 

Tnsomy 13 

Tnsomy 18 

Tnsomy 21 

Monosomy X 

Trisomy X 

Klinefelter 

Tnploidy 

Karyotype 

Ket qua 

46.XY 

46,XX 

47,XY,+13 

47,XX,+13 

46,XX,-13,+t(13,13) 

47,XY,+18 

47,XX,+18 

46XX,dup(18) 

47,XY,+21 

47,XX,+21 

45,XO 

47,XXX 

47,XXY 

69 XXX 

So lu-ong 

364 

201 

163 

36 

2 

3 

1 

5 

4 

1 

8 

3 

2 

1 

1 

2 

QF-PCR 

K i t qua 

Disomy ,XY 

Disomy ,XX 

T13,XY 

T13,XX 

T18,XY 

T18,XX 

T21,XY 

T21.XX 

Monosomy X 

XXX 

XXY 

Tnploidy, XXX 

S6 liip-ng 

364 

201 

163 

36 

2 

4 

5 

5 

8 

3 

2 

1 

1 

2 

Ti i f % 
tiFo^g hpp 

100 

100 
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Kham 

T6ng 

Karyotype 

Kit qua 
69,XXY 

FISH 46,XX/45,XO, ti le 2 3 
46,XX/47.XX,+21, t i l l 3-1 

So lu'O'ng 
1 
1 
1 

400 

QF-PCR 

Ket qua 
Triploidy, XXY 
Khong kit luan 

' • 

So lup'ng 
1 
2 

400 

Ti le % 
tiFo^g hpp 

Cd 2 mau bi ngoai nhiem DNA me dupe 
phat hien tien QF-PCR vdi hinh anh cae dinh 
cddp eao khdng deu nhau. Tdng dp cao ciia 2 
tin hieu thap bang vdi tin hieu cao d tat ca cac 
locus cd 3 dinh. Sau 2 tuan nudi cay te bao di 

de loai trir mau me, cac mau te bao nay dupe 
thu hoach, ly trieh DNA va thye hien lai xet 
nghiem QF-PCR thi hmh anh nhiem DNA me 
khdng cdn (hmh 3). 

[<,-" .X ' i " -

-ii.. JL_ 

JtT^ 
_1 ..LL_ 

II 

a ' " - ; , / "%=" J"' ' 

1 , 1,1 i l l 
h,. r;. l-il KSJ 

_ j | LLJ 
\ "^ 

,jl Il l U 

J _ l 
^^ 

!'- ~r .-, -" ;» ^ 

\ 
m. 

1 - — —io.'' -% ' 

] J l i 
-m^ a • ^ ^ 

Hinh 3. Kei qua QF-PCR mdu dich oi nhiem DNA me 
trie mail me. 

BANLUAN 

Trong nghien euu nay, da so thai phu dupe 

chpc m ehan doan rdi loan NST cddp tuoi dudi 

35 tudi do day la lira tudi mang thai phd bieh d 

Viet Nam. Nhiing thai phy nay khdng ehi cu 

ngp tai thanh pho Ho Chi Minh ma d khip ca 

nude vi benh vign Tir Du la benh vien tuyen cuoi 

ve phu san, phye vu cho nhan dan ca nude. 

Xet nghiem sinh hda va sieu am la hai 

phuong tien khdng xam Ian rat hihi ich trong 

viec sang Ipc bat tiiudng NST ciia thai nham 

phat hien nhiing tiudng hpp thai can dupe 

chpc di khao sat bp NST de cd ket qua chan 

doan xac djnh. Vi vay, hau het eae trudng hpp 

trirac (trdi) vd sau (phdi) nudi cay tebdo m deloai 

thai phy dupe chi dinh chpe Si la do xet 

nghiem sang Ipe quy 1 hoac quy 2 cua thai ky 

eho ket qua nguy co eao > 1/250 hoac do ed bat 

tiiudng hinh thai hpc, cd dau hieu lech bpi 

NST tren sieu am. 

Cac rdi loan so lupng NST thudng tang 

theo tudi oia thai phy va do loi khdng phan ly 

NST tiong qua trinh tao giao tii dan den thira 

hoae thieu mpt NST. Nhiing rdi loan nay 

tiiudng d dang thuan nhat hoac ddi khi 6 dang 

kham(»). 400 mau benh pham dich oi tiong 

nghien ciiu nay la mpt cd mlu dii Idn de cac 

loai bat tiiudng NST hiem nhu tiao ddi dogn, 

nhan doan, the kham ed the xuat hien. 

154 
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Viec so sanh ket qua tir ky ttiuat QF-PCR 

vdi ket qua tii ky thuat tieu chuah vang 

karyotype gjiip danh giadupc cae uu diem oia 

QF-PCR: la phuang phap chan doan nhanh, 

don gian, chinh xac; phat hien dupe hau het cac 

lech bpi NST phd bien; kha nang tia Icri dupe ket 

qua cho benh nhan dat den 99,5% (398/400), cao 

hon so vdi xet nghiem karyotype dich di; khdng 

cd hruang hpp am tinh gia hoae duong tinh gia 

nao xay ra. Chi trong vdng 48 gid, QF-PCR da 

eho ra dupe ket qua CDTS cac rdi loan NST oia 

396 mau dieh oi khdng Ian mau me, cdn 2 mlu bi 

ngoai nhiem DNA me phai mat 2 tiian mdi ghi 

nhan duoc ket qua. Nhu vay, kha nang tia Idi 

ket qua nhanh ciia ky tiiuat QF-PCR se gop phan 

lam giam dang ke' su lo au cho thai phy va gia 

lEnhf̂ . 

Trong 400 mau benh pham, cd 2 mau cd 

kieu gen the kham ky thuat QF-PCR khdng the 

ket luan dupe loai bat thudng. Tnrdng hpp 1: 

na i xem 2 mau khdng ket luan duoc la trudng 

hpp hi bd sdt tiii QF-PCR cddp nhay la 94,4% 

(34/36), do dac hieu ia 100% (364/364), gia tai tien 

doan duong la 100% (34/34) va gia tri tien doan 

am la 99,5% (364/366). Trudng hop 2: neii xep 2 

mau khdng tfie ket luan nay vao nhdm lech bpi 

(vi thye te 2 mau nay ed tin hieu QF-PCR khdng 

binh tiiudng) tht QF-PCR cddp nhay la 100% 

(36/36), dp dgc hieu la 100% (364/364), gia tri tien 

doan duong la 100% (36/36), gia tri tien doan am 

la 100% (364/364) (bang 3). Do dd, ket qua oia 

nghien ciiu nay phii hpp vdi ket qua oia cae bao 

cao trudc day(̂ '">. 

Bdng 3. So sdnh kei qua tie QF-PCR v&i kei qud tir karyotxjpe. 

QF-PCR 

Tong 

Truing ho-p 1 

L#ch b$i 
Binh IhuA-ng 

Kan 

L^ch boi 
34 

2 

36 

/otype 
Binh thu-ong 

0 

364 

364 

Tdng 

34 

366 

400 

Truing hpp 2 

Lech boi 
Binh thuong 

Karyotype 
L^ch boi 

36 

0 

36 

Binh thu'd'ng 
0 

364 

364 

T6ng 

36 

364 

400 

Du dupe xem la tieu chuan vang tiong 

chah doan roi loan NST, xet nghiem ka ryo t j ^ 

van cd ti le chah doan sai 0,6%, trong dd, ehu 

yeu la sai sdt ve NST gidi tinh do nhiem te bao 

me hoae do phan tich sai (ddi khi bd sdt 

trisomy hoae monosomy). Ti le khdng the tia 

Idi dupe ket qua do nudi cay te bao bi that bai 

tir 0,4% den l,4%<'-'''<'-"-'2'. Ngoai ra, karyotj'pe 

khdng tiie phat hien dupe eae bat thudng cau 

tnie d miic dp nhd < 4Mb. Trong khi dd, doi 

vdi hau het eae thai phu dupe chpc oi vi thai ed 

nguy CO cao hi lech bpi NST, cac bat tiiudng 

cau tnic chi dupe phat hien mdt each tinh ed vi 

chiing khdng tang tiieo tudi ciia me va cung 

khong phai ladieh nhSm den oia chuong tiinh 

sang Ipd'̂ J. Hon niia, thdi gian de nudi cay te 

bao va lap bp karyotype thudng mat tir 10 - 21 

ngay nen se gay ra ganh nang tam ly cho thai 

phu va Iam cho viec cham diit nhiing thai ky 

bat thudng bj mudn hon<^ .̂ 

Cac locus STR cd tinh chat dac tnmg cho 

mdi ck the. Vi vay, neii mau dich di ciia thai bi 

nhiem DNA tir me tiii tren ket qua QF-PCR se 

cd sy hien dien ciia cac tin hieu phy vdi ti Ie 

khdng phii hop. Day la uu diem vupt trdi ciia 

ky thuat QF-PCR so vdi cac phuang phap chah 

doan lech bpi khae nhu karyotype, FISH, 

MLPA, dac biet doi vdi trudng hpp thai nii(*>. 

Ngoai ra, tiong nghien ciiu nay cd 1 trudng 

hpp song thai 2 buong oi, khdng rd sd lucmg 

nhau. Dich oi ciia 2 budng oi dugc chpc hiit va 

thuc hien xet nghiem rieng biet. Ket qua QF-
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PCR cho tiiay 2 thai nay cd alen gidng nhau d 

tat ca eac locus khao sat. Vi the, cd tiie ket luan 

day la trudng hpp song tiiai cimg hpp tir 

Trong khi dd, karyotype khdng tiie ket luan 

dupe la cimg hop tii dii ket qua ciia 2 thai nay 

la 46,XX. Nhu vay, kha nang danh gia nhiing 

trudng hpp da thai la mpt hay nhieu hpp tii la 

mpt uu diem khac cua ky thuat QF-PCR, giiip 

loai trir nham lln giiia cac mau, theo ddi va 

tien luong thai tien lam sang. 

KEIUJAN 

QF-PCR la ky thuat ehan doan nhanh, 

dang tin cay trong CDTS roi loan so lupng 

NST nhung han che trong chan doan the kham 

va bat thudng cau tnie. Trong xu hudng phat 

tnen cua cae phuang phap chan doan trudc 

sinh hien nay, ky thuat QF-PCR giii mpt vai 

tid quan tiong va cd the thay the eho cae ky 

thuat chan doan khae. Cae trudng hpp cd tien 

sii rdi logn eau tnic NST can dupe khao sat 

them bang phucmg phap karyotype. 

Cam on: Sa Khoa hgc & Cong nghe TPHCM da Iio trg mgt 

phan kinh phi cho nghien cim nay. 
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