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GIA TRI CUA QF-PCR TRONG CHAN DOAN NHANH
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TRUOC SINH ROI LOAN SO LUQNG NHIEM SAC THE
Nguyén Khic Hin Hoan*, Phiing Nt Toan*, Quéch Thi Hodng Oanh®, Trin Nguyén An Phi®,
Nguyén Thi Nhw Hoang*

Dit van d&: Lich bgi I nguyén nhén quan trong giy ra sdy thai oi dj tdt bam sink. QF-PCR 1 Ky thudt
mm trang chin dodn trude sink vidm pht kit & can thigp som thai bi cde bit thadmg ndy. Muc Héw: Kho sdt
gié tri ciia kj thudt QF-PCR trong chin doin rshasth trude sinh céc rdi loan 56 hiegng nhim sic the.

D§i tomg vat phuong phdp: Cic triesng hop thai 6 nguy co cao bi 67 logn nlidn sic thé dadioc fim sodt
phdt hién qua tién cin sink con di i3t bim sink, xét nghiém ok s &m s€ duvc choc & vit chin dofin trude sink
nhiém séc the 13, 18, 21, X, ¥ béng kif thudt QF-PCR i so sinh ket qud v6i ki thudt tity chudn vang la
karyotype.

Ket qud: Trong s5400 thai dige chin doin tride sinh o8 36 thai mang réi logn nhidm sic the' (36/400;
9,0%). Két qud niy c6 ki I¢ tieong hap 100% obi két qua karyotype. QF-PCR codd nhay 1z 100% (36136), d6 dac
Tigu 1 100% (364/364), gid tri tién dodin drong la 100% (36/36) va gid tri tign dodn im 12 100% (364/364). C6 2
triimg hop Hié kham (46, X X/45,X0 va 46, XXi47,XX,+21) dieoe QF-PCR cho tin hugu bit Hueomg nhung khing
thé' két lugn. QF-PCR ciing phit hign 2 trieimg hgp trisomy nlumg khng biéu hién dirge ban chit cit tric cin
chuing 14 46,XX-13,+H(13;13) va 46, XX,dup(18). Thiri gian 48 thu nhgn duor ket qud tie kg thudt QF-PCR trung
birth 12 £8 gior.

_Kéi Tudn: QF-PCR la kij thut chin dodn nhanh, ding tin cdy trong chin dodn trudc sinh r6i loan 56 tugng
nhigm sic thé vhreng han ché trong didn dodn thé KBim vi bat thuimg cfe tnic; do d5, cin chi dinh thém ki
thuiit karyotype cho cic trirbmg hop nity.

Tir khéa: QF-PCR, 16t logn nhifm sic thé chin dodn trudc sinh, irisomy.

ABSTRACT
VALUES OF QF-PCR IN FAST PRENATAL DIAGNOSIS OF CHROMOSOME DISORDERS
Nguyen Khac 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: 145 - 156

Introduction: Aneuploidy is an important issue causing mriscarriage and congenital abnormalities. GF-
PCR is a new method in prenatal diagnosis of those disorders.

Objective: To evaluate the vatues of QF-PCR in fast prenatal di is of chr !/
Method: Pregnancics detected at high risk of chromosome disorders via history of congenital n.'b:wmmllhes
or biochemistry and wultrasound screening were performed i is and analysed cf 13,1821, X

and Y with QF-PCR and compared to gold standard karyotype.

Result: 400 pregnancies were diagnosed in whick 36 fetuses are affected with chromosome disorder (36/400;
9.0%). Results from QF-PCR were 100% concordant with karyotype. The sensitivity, specificity, negative
predictive value and positice predictive value were 100% (36/36), 100% (364/364), 160% (36/36) and 106%
(364/364), respectively. There were two mosaicsm cases including 46,XX/45, X0 and 46, XX/M47, XX,+21 which
were inconclusive with QF-PCR. Two trisomy cases detected by QF-PCR were 46,XX,-13,+(13;13) and
46,XX,dup(18). Average turn around time of QF-PCR was 48 hours. Conclusion: QF-PCR is a fast and reliabie

* Khoa Xét nghiém Di truyén Y hoc, Bénh vién Tiz Di.
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method in prenatal diagnosis of chroniosoine disorders but limited wn defecting mosaicsm and structura

abermalities. Karyotype is necessary in such cases.

Keywords: QF-PCR, cf
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Bit thuong nhifm sdc the (NST} 12 mdt
trong cic nguyén nhan gay dj tit bim sinh,
cham phat trién tam thin, thé chat, 1di loan
giéi tinh va siy thai ty nhién. Trong dé, phd
bién nhat 1a trisomy 21 (hdi chimg Down),
trisomy 18 (hoi chimg Edward), trisomy 13
(héi chimg Patau) v cac bat thuéng vé NST
gii tinh nhu héi chimg Turner (45,X0), hoi
chimg Klinefelter {47 XXY). Bit thudng s&
legng NST thudng ting theo tubi cta thai
phu va do 18i khéng phan ly NST trong qué
trinh tao giao tiz din dén thira hodc thifu
mdt NST,

Viéc chan doan trude sinh (CDTS) céc bit
thuémg NST béng k§ thudt nudi ciy t& bao 6i
va lap b karyotype diduoc thuc hign tir nim
1966 nhung mat nhidu céng va thei gian. Ky
thuat FISH ciing ¢6 nang sudt kém va mit
nhi¢u cdng mac db cé thé khao st nhanh NST
13, 18, 21, X, Y. Gén déy, phuong phap di
truyén  phin tr QF-PCR (quantitative
fluorescent polymerase chain reaction) daduoc
phit trién d& chén doan nhanh céc bt thetng
NST bing cich khao sat vadinh hrong cac
trinh tur STR (short tandem repeat) dic trung
cra NST bing cic cip mdi hujnh quang®.
Phuong phdp nay cho két qua nhanh trong
vong 48 gid, ¢6dd nhay vado dic hidu cao, véi
wu diém ndi bit 1a ndng suat cao va gia thanh
thép.

Muc tiéu nghién ciiu

Khao st gia trj cia phuong phap QF-PCR
trong chin doan trudc sinh nhifm sic the 13,
18, 21, gidi tinh ta m3u dich &,

DO TUONG-PHUONG PHAPNGHIEN (YU
Thid k€ nghién ciru
Nghién cibu test chan doan.
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disorder,prenatal diagnosis, trisonty.

i teong

Déi tuong chon miu la nhimg thai phu
dén kham thai tai Bénh vién Tit D duoc chi
dinh xét nghiém karyotype t€ bao 8i 4¢ CDTS
vi thai ¢é nguy co cao bi rdi loan s6 Iweng NST
21, 13, 18 va NST gidi tinh do m{t hoic nhigu
yéu 8 sau: tién sk sinh con bi bat thudmg
nhifm sic the 13, 18, 21, X, Y hoic di 1t bim
sinh; sifu 8m cd dau hiéu caa 1éch bdi NST
hoiic ¢6 di tat bAm sinh; xét nghiém sang loc
trude sinh cho két qua nguy <o cao.

Bénh phém [ 10ml dich 6i duoc choc hit
dudi huéng din cia sidu am khi thai 16 - 22
tuin Bénh phdm dat chat luong khi quan sat
bing mit thwdmg khéng thdy lan mau dugc
chia thanh 2 phin: 8ml diing d€ 14p karyotype
t& bao &i va 2ml ding d€ ly trich DNA thuc
hién k¥ thuat QF-PCR.

Nud cdy t€ bao 6i va lip bg karyotype

T& bao dich 8i dwoc nuéi cdy trong méi
trudong Amniomax ¢6 b8 sung FBS (Gibco, Life
Technologies, M§) ¢ diéu kién 37°C, 5% COz.
Sau 7 - 10 ngdy, thu hoach t& bao bing
Demecolcine, trypsin EDTA 1/125 va NaCl
0,9%. T€ bao sau thu hoach dugc ¢8 dinh ba"mg
Carnoy, chudn bj tiéu ban, nhuém GTG-
banding vi phin tich bing hé théng
Metasystem sit dung ph4n mém Ikaros
(MetaSystems, Dirc). [t nhat 20 cum NST dirgc
phan tich va x&p bé karyotype thee huéng din
ca Hiép hdi Di truyén & bao 1lam sang (2,16).
Sau 14 — 21 ngay, két qua karyotype duoc ghi
nhén vk so sanh véi két qua &r QF-PCR.

Ly trich DNA va thuc hién QE-PCR

DNA duoc ly trich tir 18 bao dich 6i bing
phueng phap cdt loc sir dung QIAamp DNA
mini blood kit (Qiagen GmbH, Hilden, Bic).
DNA sau cd 13p dugc danh gid ndng db vado
tinh sach bing may Biophotometer Plus
(Eppendorf GmbH, Hamburg, Pikc) véi budc
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s6ng 260/280nm va heu trir & 4°C trude khi
thyre hign QF-PCR va & -30°C sau khi phan tich
két quas.

Ky thuat QF-PCR dya trén nguyén 1y ¢ giai
doan sém cua phan vmg PCR, khi dé, khoi
heong DNA tao ra tir 2 alen clia mt locus STR
58 t Ié thudn véi khéi lueng DNA dich trong
mau ban du. Vi th, san phdm STR dic hiéu
NST khi phan tach doan s& cho 2 dinh huynh

|
J\,L
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quang v6i ti s8 chiéu cao gira 2 dinh 1a 1:1
trong trudmg hop di hop tir va chi cho 1 dinh
huymnh quang duy nhat trong trudmg hop dong
hop tr. D8 véi cic truong hop trisomy, 3 NST
s& biéu hién 3 dinh huynh quang véi ti sG l1a
1:1:1 (trisomy 3 alen) hoic chi biéu hién 2 dinh
v&i i 58 1a 2:1 hojic 1.2 (trisomy 2 alen) {(hinh

1yes,

Disomy,
2 alen, 1 s& 1.1

1]

O}

Disomy. 1 alen
hosc Monosamy

I
oA

Trisomy,
3alen, e 1101

Tnsomy. Trsomy,
2 alen, U sé 21 2 alen, tisé 1:2

Hinh 1.Bisu dién két qud phin tich s6'leong NST bing ki thugi QF-PCR.

Xét nghiém QF-PCR dirgc thize hién
bing kit Devyser Complete (Devyser AB,
Stockholm, Thuy Bién). M&i miu dwoc
khao sat cing mét hic 32 Iocus STR dac
higu cho NST 13, 18, 21, X, Y chura frong 2
hdn hop PCR (bing 1)®. Sy hién dién cia
Iocus 18D trong ca 2 hén hop PCR nham
kiém tra kha ning nhim lin miu. Locus
T1 va T3 duoc ding d& so sanh s& lzong
NST X v6i NST 7 va NST 3.

Phin tng QF-PCR bao gém 20ul hén hop
PCR va 5ul DNA (3ng/ul) chira trong Ong
0,2mi PCR thanh mong sir dung méy ludn
nhiét Master Cyeler Pro (Eppendorf GmbH,
Hamburg, Pric} v6i chu trinh ludn nhiét: 95°C
x 15 phut; 94°C x 30 gidy + 38°C x 90 gay +

72°C x 30 phait trong 26 chu ky; 729C x 30 phut.
San phim PCR duoc hru trix ¢ 4°C.

1,5ul san phdm PCR dwoc trén voi 14,5 ul
Hi-Di Formamide, 0,5 ul GeneScan 600 Liz Size
Standard va dwoc dién di phén tach doan bing
hé thing giai trinh tu ABI 3500 (Applied
Biosystems, Foster City, CA, My). K& qua dién
di duwgc phan tich bing phin mém
GeneMarker 1.85 (SoftGenetics, State College,
PA, My) diza vio tiéu chuin xdc dinh s5 lueng
NST cta Huéng din thuc hanh t5t QF-PCR
cia Hi di truyén t& blo lam sang (ACC) va
Hoi di truyén phan t lam sing (CMGS) (3).
Sau 48 gid thuc hién, két qua QF-PCR cua tat
& cdc miu nghién aru s& duoc so sinh véi két
qua karyotype tuong tmg,

Bang 1. Ciic locus diic higu NST frong xét nghiém QF-PCR sir dung kit Devyser Complete.

Kihigu| Locus | Vitri trén NST [Dg dai (bp)| Mau [Kih®u| Locus [Vitritrén NST[B% dai (bp) | Mau
Hén hop PCR 1 (14 focus) 216 | D21S1446 | 219223 430490 | Lyc

13A | D13§742 13q1212_ | 232327 | tue | 21H [ D21§1442 | 21q213 362420 | Vang
138_| D135634 1392132 | 365435 | Xanh | 21J | D2152055 | 219222 385485 | Xanh
13C_| D135628 13g31.3 425474 | vang | X1 | DXS1187 | Xq262 120-170 | Luc
13D_| D135305 13q13.3 435505 | twe | x2 [ Dxsgs1 Xg13.1 262-300 | Luc
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Kihieu| Locus | Vitritrén NST D3 dai (bp)] Mau_|Kihigu| Locus _[Vikritrén NST] D dai (bp) | Man
13K_|_D1351492 13g21.1 193-185 | Vang | X3 XHPRT | Xq26.2-263 | 265-308 | Vang
18B_| Dt8s97 18912.3 795230 | vang | X9 | DXS2390 | Xa27.46272 | 312357 | Vang
18C | D18S535 18q12.3 300-350 | Xanh | XY2 | DXYS267 | Xq21.31 175-217 | Xanh
18D* | D185386 189221 338430 | Ly Ypt1.31
18M |GATA178F11]  18p1132 360410 | vang | X¥3 | Dxys218 | Xp22.33 215260 | Luc
18P | D1BS1364 18922.1 130205 | Luc Yp11.32
21A | D2151435 219213 150-208_| Xanh | AMEL | AMELX Xp22.2 X=104 | Xanh
218 | D21s11 21g2t.1 215280 | Xanh AMELY Yp11.2 Y=110
21C | D2151411 21922.3 245-385 | vang | ZFYX ZFY Yp11.31 151-160 [ Vang
21D | D2151444 | 2192213 440495 | Xanh ZFX Xp22.11
HEn hop PCR 2 {19 locus) SRY SRY Ypi1.31 233 Xanh
13E_|_D13s800 13g22.1 180-230 | vang [ T 7934 7=179 | Lue
13F | D13s252 13912.2 255-320 | Xanh Xq13 % =200
180" | D185386 18022 1 338430 | Lyc T3 3p24.2 3=133 | Xanh
18G | D18S1002 18g112 325-380_| Xanh Xq21.1 X =137
184 | D18S976 18p11.31 430487 | Vang 18D* &6 kiém tra nham Jan mau giira 2 hdn hop FCR
]G‘,TQUA hién thém c8ng doan nudi cdy t& bao 3i d€ loai

Tir théng 9/2010 dén thang 12/2012, c6 tdng
cfng 400 miu dich &% coa 398 thai phy don
thai v 1 trudmg hop song thai dwge chon lam
bénh phdm nghién ciru. Tusi thai khi choc §i 1a
16 - 25 tuan, trong 6, cac trubng hop thai 16—
18 tuan chiém 68,5% (274/400). Tudi cua thai
phu duge choc 5 1 19 - 46 tudi, trung binh la
31,5 tudi, tudi tr 35 rd lén chiém 33,1%
(132/399). Noi cu ngu clia thai phuy trai khip 37
tinh - thanh phé, trong d9, thanh phd H6 Chi
Minh chiém 36,3%.

T4t ca céc thai phu dugc chi dinh choc 6i
d& CDTS 1a do thai ¢6 nguy co cao réi loan
NST. Trong 46, cdc thai ky ¢6 nguy cor cao =
1/250 duoc phit hién qua xét nghigm sing loc
quy 1 (double test hodc combined test) hode
qua xét nghiém sang loc quy 2 (triple test)
chiém ti 1& 54,8% (219/400). Cac frudmg hop
thai k¥ ¢6 bit thuimg hinh thai hoc hodc 6
ddu hiéu lach bji NST trén sidu 4m nhw khe
mbi, ch§ vom, bét sin xuong miii hojc xueng
mdi ngan, di t3t tim, dan néo that, chan khoso,
nang viing <3, thoét vi rén, xuong dhi nngin,
da B chiém 36,5% (146/400).

Trong 400 m&u nghién ctu, ¢6 396 miu ghi
nhéx.1 duoc két qua QF-PCR trong ving 48 gio,
2 mau ghi nhan két qua sau 2 tun vi phai thuc
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trit nhiém mé&u me va 2 miu khong thé két
ludn duge s& lugng NST. Cé 36/400 truong
hop (9,0%) cho két qua bét thuong véi trisomy
21 chi€m 2,8% (11/400), trisomy 18 chi€m 2,5%
(10/400), trisomy 13 chifm 1,5% (6/400) va
monosomy X chi€m 0,5% (2/400) (bang 2).

Hai mu cho két qua QF-PCR bét thudng
nhung khong thé két luan durge s lugng NST
gom 1 trudmg hep khdng két lufn duoc s§
luong NST 21 va 1 trudmg hop khéng két lusn
duoc 5§ lzong NST X (bang 2). Khi 45 chidu
véi két qua karyotype, trirong hop thi nhat c6
dang trisomy 21 the kham 46,XX/47,XX 421 v4i
ti 58 3:1. Truong hop thi hai khéng the thye
hién k¥ thuat karyotype do miu bj nhiém n¥m
trong qud trinh nudi cdy t& bao &i nén ki thust
FISH duoe sir dung d€ khao sat véi két qua la
monosomy X thé khim 46, XX/45,X0 véi i s§ [a
2:3 (hinh 2).

Mikc d$ tuong hop gitra két qua QF-PCR
va két qua karyotype dat 100%. Tuy nhién, QF-
PCR khéng th€ bigu hién ban chét cfu tric
NST ctia 2 truomg hop trisomy gom 1 trudng
hop trisomy 18 do NST 18 bj nhan dai
(46,XX,dup(18)) va 1 truémg hop trisomy 13 do
chuyéh doan hda nhip tm  (46XX-
13,4(13,13)) (béng 2).
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Hinh 2. K&t qui QF-PCR cia triomg hop trisomy 21 thé khdm 46,XX/47,XX,+21. Céc locus 21G, 21j, 21H
6 dang 3 alen nhung khong dat ¢ 56°1:1.1; 1:2 hodc 2:1.
Bdng 2.51 twong hap gitea cic két qua xét nghiém QF-PCR vi karyotype.

Karyotype QF-PCR Titgsw |
Kt qua S6 luong Két qua [ S8 lugng | trong hop
Binh thirrng 384 364 100
46 XY 201 Disomy XY 201
46.XX 163 Disomy XX 163 ]
Bat thuwomg 36 36 100
Trisomy 13 47 XY +13 2 T13XY 2
47 XX +13 3 T13XX 4
_ 46.XX.-13,41(13,13) 1
Tasomy 18 47.XY +18 5 T18XY B
47 XX.+18 4 T18,XX 5
46 XX dup(18) 1
Tnsomy 21 47 XY 421 8 T21 XY [l
T arxx ez 3 T21.XX 3
Monosomy X 45X0 2 Monosomy X 2
Trisomy X 47 XXX 1 XXX 1
" Kiinefelter T arxxy K XXY 1
@#— 63 XXX | Trploidy, XXX 2
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Karyotype QF-PCR™ Tilg%
Két qua S6 lwgng Két qua Sélugng | tong hop
69 XXY Triploidy, XXY 1
Kham FISH 48.XX/45 X0, 1i1g23 Khong kétluan 2
46 XX/47 XX +21, 111831
Téng 400 400 |

C6 2 mau bj ngoai nhiém DNA me duoc
phat hién trén QF-PCR véi hinh anh cac dinh
¢6dd cao khong déu nhau. Tong dd cao cua 2
tin hiéu thép bing v6i tin hiéu cao & 4t ca cac
locus ¢6 3 dinh, Sau 2 tuin nui ¢y t& bao &i

oo TR T
i )

d@ loai trir méu me, cAc mAu t€ bao ndy duoc
thu hoach, ly trich DNA va thuc hién lai xét
nghiém QF-PCR thi hinh anh nhiém DNA me
khéng con (hinh 3).

2 o 7 v . 72
T e

E

=i

Hinh 3. Két qud QF-PCR mdu dich 6i nhiém DNA me triedc (tri) va say (phdi) nubi cdy t&'bao 61 d€'loai

Fric mau me,
BANLUAN

Trong nghién ctu nay, da s6 thai phu duge
choc 6i chdn dodn 16i loan NST c6d6 tudi dudi
35 tudi do déy la ltta tudi mang thai phd bién &
Vigt Nam, Nhimg thai phu nay khéng chi cr
ngu tai thanh phd H6 Chi Minh ma ¢ khdp ca
nuoe vi bénh vign Tir Di 1a bénh vién tuyén cudi
vé phu san, phuc vu cho nhén dan ca nuée.

Xét nghiém sinh héa va siéu am 1 hai
phuong tién khong xam 1an rit hiru ich trong
vigc sang loc bat thuong NST cua thai nhim
phat hién nhimg truong hop thai cin duge
choc &i khao sat b NST dé o két qua chan
doan xac dinh. Vi vay, hau hét cac truong hop
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thai phu dugc chi dinh choc 6i 1a do xét
nghiém sang loc quy 1 hodc quy 2 cta thai ki
cho ket qua nguy co cao = 1/250 hoic do cb bt
thuong hinh thai hoc, c6 dau hiéu léch bbi
NST trén siéu am.

Céc 18i loan s8 luong NST thuong ting
theo tudi cia thai phu va do 18i khong phan ly
NST trong qua trinh tao giao tir dn dén thira
hodc thi€u mdt NST. Nhimg r8i loan niy
thuong & dang thuan nhat hoac d6i khi & dang
khdm®. 400 méu bénh phim dich &i trong
nghién clu nay la mot co mau di 16n dé cic
loai bat thuéng NST hiém nhu trao déi doan,
nhan doan, thé kham c6 thé xuat hién.
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Viée so sanh két qua tir ki thuat QF-PCR
voi két qua tir kj thujt tidu chudn vang
karyotype gitip dénh gadwoc cic un diém cia
QF-PCR: 14 phuong phép chén doan nhanh,
don gian, chinh xéc; phat hién duoc hau hé cic
léch bdi NST phé bién; kha ning tra 1oi duge két
qua cho bénh nhan dat dén 99,5% (398/400), cao
hon so véi xét nghiém karyotype dich &; khéng
6 trudmg hop am tinh gid hojc dwong tinh gia
nao xay ra. Chi trong vong 48 gid, QF-PCR di
cho ra durge két qua CDTS céc i loan NST caa
396 mAu djch i khéng in mau me, cdn 2 miu bi
ngoai nhiém DNA me phai mét 2 tuin méi ghi
nhén duoc két qua. Nhw véy, kha ning tra 16
két qua nhanh ctia ky thudt QF-PCR sé g6p phian
Jam giam déng k€ su lo 4u cho thai phu va gia
dinh®.

NghiénciauYhoc

Trong 400 mAu bénh pham, ¢é 2 miu c6
kiu gen the kham k¥ thudt QF-PCR khong thé
két Judn dugc loai bat thudng. Tnrdmg hop 1
néu xem 2 méu khdng két luan duge ] trudng
hop bi bo sot thi QF-PCR ¢6dd nhay 1a 944%
(34/36), 40 dac hidu 1a 100% (364/364), gia tri tién
doan duong 12 100% (34/34) va gia tri tién doan
am 12 99,5% (364/366). Truimg hop 2: néu xép 2
mAu khéng the két lusn nay vio nhém léch bi
(vi thuc t8 2 mau nay <6 tin hiéu QF-PCR khing
binh thudng) thi QF-PCR ¢6d$ nhay la 100%
(36/36), &b didc hidu I 100% (364/364), gia tri tién
doan duong la 100% (36/36), gid tri tién dodn am
12 100% (364/364) (bing 3). Do d6, k&t qua cia
nighién cteu nay phit hop véi két qua cita cac béo
céo trzée day@.

Bang 3. So séuh két qud tir QF-PCR vdi k&l qud tir karyotype.

Trwong hop 1 Trwirng hop 2
Karyotype Tong Karyotype Téng
Léch b§i | Binh thuong L&ch bdi | Binh thudng
QF-PCR Léch boi 34 0 M4 Léch b 36 [} 36
Binh thiréng 2 364 356 | Binh thiréng 0 364 364
Téng 36 364 400 36 364 400

Dii duoc xem la tiéu chuéin ving trong
chén doan r8i loan NST, xét nghiém karyotype
van ¢ ti 1& chan dodn sai 0,6%, trong d6, chiu
y&u I sai sot v& NST gidi tinh do nhiém € bao
me hodc do phan tich sai (d6i khi bé sét
trisomy hodc monosomy). Ti 1€ khéng thé tra
1&i dugc két qua do nudi ¢dy t& bao bi that bai
tlr 0,4% dén 1,4%@4+1e112, Ngoai ra, karyotype
khéng thé phat hién duge cic bat thudng ciu
triic & mitc dd nho < 4Mb. Trong khi d6, 48i
véi hau hét cac thai phu dwoc choc &i vi thai c6
nguy co cao bj léch bji NST, cdc bit thudng
c&u tric chi dwoc phat hién mt cach tinh co vi
chiing khéng ting theo tudi clia me va ciing
Kkhéng phai ladich nhim dén ctia chuong trinh
sang loco®. Hon nita, thdt gian dé nudi cdy &

bio va 1ap bb karyotype thurdmg mét Hr 10 - 21
ngay nén sé gly ra ganh nang tdm ly cho thai
phu va lam cho viéc chdm dit nhimg thai ky
bit thudmg bi mudn hont?.

Cac locus STR cé tinh chdt dic tnumg cho
mai <4 the. Vi vay, nfa miu dich &i cia thai bi
rhiém DNA tir me thi trén két qua QF-PCR s&
<6 sur hién dién cta cc tin hidu phu véi 4 18
khéng phi: hop. Day 1a vu diém vurgt trdi ctia
ky thudt QF-PCR so vé1 cic phuong phap chin
doan léch bdi khic nhw karyotype, FISH,
MLPA, dic biét d5i vai tnzdmg hop thai niz®,

Ngoai ra, trong nghién cina nay c6 1 treong
hop song thai 2 bubng &i, khong 15 s8 luong
nhau. Dich 8i clia 2 budng 6i dwoc choc hit va
thure hién xét nghiém riéng biét. K&t qua QF-
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PCR cho thdy 2 thai nay c6 alen gidng nhau ¢
t4t ea cac locus khao sat. Vi the, cd thé két luin
d¢3y la truomg hop song thai cing hop e
Trong khi d6, karyotype khong the' két luan
duge I cing hop ti din két qua cua 2 thai nay
14 46, XX. Nhur vdy, khi ning danh gid nhimg
trudmg hop da thai 12 mét hay nhiéu hop trla
mét wu didim khc cha k§ thuat QF-PCR, gitip
loai trir nham 14n gifra cic miu, theo doi vi
ttén lrong thai trén 1am sang.
KETLUAN

QF-PCR la ki thudt chin dodn nhanh,
déng tin cdy trong CDTS ré loan s& lugng
NST nhung han ché trong chén dodn thé kham
v bat thudng cdu tric. Trong xu hudng phat
tnén cta cic phuong phap chin dodn trude
sinh hién nay, ky thuit QF-PCR git mét vai
10 quan trong va 6 thé thay thé cho cic ky
thuat chén doan khéc. Cée tradmg hop c6 Hén
str 16t loan cau trac NST can dugc khao sat
thém bing phuong phip karyotype.
Ciin om: S0 Khoa hoc & Cong nghé TPHCM da hd tro mdt
phiin kink phi cho nghién ciru niy.
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