L’NG DUNG KY THUAT BOBS
DE PHAT HIEN MOT SO HOI CHUNG
LECH BOI VA MAT BOAN NHO
NHIEM SAC THE THAI
TRONG CHAN POAN TRUOC SINH

Hoang Thi Ngoc Lan, Phan Thi Thu Giang,
Tran Danh Cwdng?, Bui Blrc Thang?,
Nguyén Thi Hoa?2



DAT VAN DE

« Chan doan va phat hién sm céc bénh ly di
truyén & thoi ky phoi thai la can thiét

 Hién nay, PP phan tich NST va QF-
PCRdwoc s dung phd bién cho CDTS —
ko phat hién dwoc mat doan nhd NST

« Ky thuat BoBs (Bacs-on-Beads) phat hién
nhanh bat thworng lién quan dén NST 13,
18, 21, X, Y va 9 hdi chirng vi mat doan
NST



Muc tieu

« MO tad mébt sé léch béi va vi mat doan NST
thai trong chan doéan truéc sinh bang ky
thuat Bobs.

» Nhén xét két qua cla ky thuat Bobs trong
chan doéan trwéc sinh mdt sé6 hoéi ching
léch béi va vi mat doan NST thai.



POl TUONG VA PHUONG PHAP

 POi twong: gdm 30 mau dich 6i cua thai phu
c6 1 thai = 16 tuan da dwoc choc hut di (co
hinh &nh siéu am thai bat thwéng nhw di
tat & hé thong tim mach...).

« Phuwong phap nghién ciru: ngang moé ta chon
mau c6 chd dich 1a nhirng mau c6 nguy co
cao cho vi mat doan NST. M6i mau 6i dwoc
XN dong thoi KT BoBs va KT nudi cay TB O
dé phan tich NST lap karyotype.



KET QUA VA BAN LUAN

3.1. Két qua phan tich nhiém sac thé va két

qua BoBs , ,
Bang 3.1. So sanh két qua cua BoBs v¢i két qua karyotype

Sémau Ty lé (%) S6 mau Ty 1é (%)

46,XX (XY) 24 80 27 90
Trisomy 18 1 3,33 1 3,33
Trisomy 21 2 6,67 2 6,67
Mat doan nhé NST 3 10 0 0

Téng 30 100 30 100



KET QUA VA BAN LUAN

3.2. Boi chieu KQ DT vé&i két qua sang loc trwée sinh

Béng 3.2. Doi chiéu két qua di truyén té bao va ky thuét BoBs véi két qua
sang loc & nhirng triro'ng hop c6 bat thwong di truyén

Thong lién that Khong XN 47 XX, + 21 47 XX, + 21
2 Thong lién that, da oi Khéng XN A7 XX, + 18 47 XX, + 18
3 Tt ching Fallot Khéng XN HC Digeogre 46,XY
4 Th()ng Ii.én that, theo doi Khong XN HC Digeogre e
duwt quai BPMC
5 TKSSG, thong lién that Khong XN 47 XY, + 21 47 XY, + 21
H& 6ng than kinh Nguy co HC Down H/c Cri-du

46,XX
1/26 Chat ©



Két qua BoBs : Trisomy 21

Normalized Ratios

0 0.5 1 1.5
—— —o—

13C 0.87

18C 1.05 ¥ _' g~

21C1; 74 21q22 32.208- 32.373

21C2; 7521q22 34.661- 34.820

21C3; 76 21q22 35.228. 35.372

21C4; 77 21q22 43.556- 43.770

21C5; 78 21q22 44 146- 44.311

AUTO 0.99 E ol Rl

CDC 1.02 ¥

DGS 0.88 3

DIG 1.06 " h

LGS 0.89 ok |

MDS 0.87 b

PWS 0.89 R

SMS 0.87 131

WBS 1.04 ar -

WHS 0.88 NS

XC1; 79 Xp22 1.06 6.958- 7.137

XC2; 80 Xp22 1.11 10.698- 10.763

XC3; 81 Xp21 1.02 37.368- 37.555

XC4; 84 Xq13 1.07 73.303- 73.450

XC5; 85 Xq27 1.02 146.757- 146.960

YC1; 86 Yp11 0.85 8.461- 8.636

YC2; 96 Yq11 . 1.01 15.036- 15.174

YC3; 87 Yq11 10.61 1.05 18.288- 18.472

YC4; 88 Yq11 5.24 0.78 25.313- 25416

YC5; 89 Yq11 4.50 0.82 25.488- 25646




Karyotype: Trisomy 21




Két qua BoBs: trisomy 2

Normalized Ratios

0 0.5 1 1.5

-E— —e—
13C 0.86 0.88 .
18C 1.01 1.02 ‘4.
21C1: 742122 1.22 1.31 32.208- 32.373
21C2; 7521q22 1.34 1.21 34.661- 34.820
21C3; 76 21q22 1.40 1.42 35.228- 35.372
21C4: 77 2122 1.31 1.18 43.556- 43.770
21C5; 78 2122 117 1.17 44.146- 44.311
AUTO 1.03 1.01
cDC 0.88 0.88
DGS 1.04 1.00
DiG 0.98 0.96
LGS 1.03 1.04
MDS 0.85 0.85
PWS 1.01 0.98
SMS 1.00 0.96
WBS 1.00 0.96
WHS 0.98 0.98
XC1; 79 Xp22 1.04 1.48 6.958- 7.137
XC2; 80 Xp22 1.05 1.40 10.698- 10.763
XC3: 81 Xp21 1.08 1.57 37.368- 37.555
XC4; 84 Xq13 1.00 1.50 73.303- 73.450
XC5: 85 Xq27 0.94 1.44 148.757- 146.960
YC1; 86 Yp11 0.85 0.15 8.481- 8.636
YC2: 96 Yq11 0.80 0.24 15.036- 15.174
YC3; 87 Yq11 0.83 0.18 18.288. 19.472
YC4; 88 Yq11 0.5 0.17 25.313- 25.416
YC5: 89 Yq11 0.75 0.37 25.488- 25.646

T



Karyotype: Trisomy 21
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KARYOTYPE: 47 XX,+21



Két qua BoBs: Trisomy

Normalized Ratios

0 0.5 1
—8— —o—

13C 0.89 1.01 b |
18C1; 67 18p11 1.24 1.18 2.735- 2.908
18C2; 68 18p11 1.21 1.33 13.988- 14.143
18C3: 69 18q12 1.42 1.34 30.827- 30.986
18C4; 70 18g21 1.28 1.34 51.861- 52.034
18C5: 73 18q22 1.38 1.45 61.790- 61.871 \
21C 0.98 S
AUTO 0.7 .
CcDC 1.02 ne
DGS 0.89 13
DIG 1.06 L
LGS 0.7 ¥}
MDS 1.02 B 5
PWS 0.87 *
SMS 1.02 T
WBS 1.08 EH
WHS 1.02 3
XC1: 79 Xp22 0.82 6.958- 7.137 [
XC2; 80 Xp22 0.96 10.688- 10.763
XC3: 81 Xp21 0.91 37.368- 37.555
XC4: 84 Xq13 1.00 73.303- 73.450
XC5: 85 Xq27 0.80 146.757- 146.960
YC1: 86 Yp11 1.03 8.461- 8.636
YC2: 96 Yg11 0.90 15.036- 15.174
YC3: 87 Yq11 0.8z 19.298. 19.472
YC4: 88 Yq11 0.96 25.313- 25416
YC5; 89 Yq11 1.08 25.488- 25.646

0 0.5 1



Karyotype : Trisomy 18
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KARYOTYPE: 47 XY ,+18




Két qua BoBs : Digeogre

Normalized Ratios

0.5 1 1.5
—a— e

13C 0.88 1.08 - 41

18C 0.89 1.03 Al

21C 0.85 0.84 J 1]

AUTO 1.06 1.00 g4

cDC 0.85 1.00 |

DGS1; 16 22q11 0.62 0.62 17.736- 17.777 y

DGS2; 17 22q11 0.71 0.75 17.865- 18.040

DGS3; 18 22q11 0.66 0.71 18.073- 18.287

DGS4; 19 2211 0.71 0.68 18.138- 18.300 A

DIG 0.57 1.01 D q—

LGS 0.88 1.01 F R

MDS 0.8 0.28 T T

PWS 1.01 RE

SMS 0.97 s

WBS 0.83 -

WHS 1.05 =B

XC1; 79 Xp22 1.04 6.958- 7.137

XC2; 80 Xp22 1.11 10.698- 10.763

XC3; 81 Xp21 1.04 37.368- 37.555

XC4; 84 Xq13 1.06 73.303- 73.450

XC5; 85 Xq27 1.17 146.757- 146.960

YC1; 86 Yp11 7.08 0.85 8.461- 8.636

YC2; 96 Yq11 8.11 0.4 15.036- 15.174

YC3; 87 Yq11 .13 1.02 19.298- 10.472

YC4; 88 Yq11 4.30 0.86 25.313- 25.416

YC5; 89 Yq11 543 1.15 25.488- 25.646

0.5 1 1.5




Karyotype: Digeogre

A0 oU))

il | if oot
W N M D

e e S




Két qua BoBs : Digeogre

Normalized Ratios

0.5 1 15

—n— —o—
13C 0.98 1.01 o
18C 1.00 0.83 L4] ]
21C 0.85 0.81 R
AUTO 1.04 1.01 i3
cDC 1.06 0.99 P Y
DGS1; 16 22q11 0.68 0.88 17.736- 17.777
DGS2; 17 22q11 0.68 0.67 17.865- 18.040
DGS3; 18 22q11 0.73 .72 18.073- 18.287
DGS4: 19 22q11 087 0.88 18.138- 18.300 A
DIG 0.84 0.83 B 7 1
LGS 1.05 0.96 li-
MDS 1.06 1.02 e T
PWS 0.88 0.88 -
SMS 1.03 1.00 ]
WBS 1.03 1.01 ?
WHS 0.8 0.81 RE
XC1; 79 Xp22 1.05 1.43 6.958- 7.137
XC2; 80 Xp22 0.7 1.40 10.688- 10.763
XC3; 81 Xp21 0.87 117 37.368- 37.555
XC4; 84 Xq13 0.88 1.58 73.303- 73.450
XC5; 85 Xq27 1.06 1.53 146.757- 146.960
YC1; 86 Yp11 0.80 0.18 8.461- 8.636
YC2; 96 Yq11 117 0.21 15.036- 15.174 |I>-
YC3; 87 Yq11 0.8 0.17 19.288- 18.472
YC4; 88 Yq11 1.02 0.18 25.313- 25.416
YC5; 89 Yq11 1.04 0.24 25.488- 25.646

0.5 1 15




Karyotype: Digeogre




Két qua BoBs : Cri-du Chat

Normalized Ratios

0.5 1 15

—a— ——
13C 0.85 1.02 ~ .
18C 0.68 0.85 *H L.
21C 0.85 0.87 3
AUTO 0.83 0.85 [ ]
CDCH1:; 8 5p15 0.58 0.62 3.055- 3214
CDC2; 9 5p15 0.82 0.83 4.545. 4707
CDC3: 10 5p15 0.51 0.58 5.879- 6.020
CDC4: 11 5p15 0.54 0.56 6.357- 6.533
CDC5:; 12 5p15 0.62 0.84 8.165- 8.312
CDCS6: 13 5p15 0.58 0.55 9.086- 9.240
CDCT:; 14 5p15 0.54 0.80 9.866- 10.044 /
CDC8:; 15 5p15 0.56 0.82 10.622- 10.774
DGS 0.87 1.06 e I}
DIG 0.97 1.06
LGS 0.81 0.89 ..
MDS 1.05 1.12 s
PWS 0.2 0.86 T -
SMS 1.00 1.05 BT
WBS 0.89 1.04 | T
WHS 0.8 1.00 EX
XC1: 79 Xp22 0.9 A7 6.958- 7.137
XC2; 80 Xp22 0.80 1.21 10.699- 10.763
XC3: 81 Xp21 0.96 44 37.368- 37.555
XC4;: 84 Xq13 0.92 14 73.303- 73.450
XC5; 85 Xq27 0.85 161 146.757- 146.960
YC1: 86 Yp11 0.96 0.16 8.461- 8.636
YC2; 96 Yq11 0.82 0.18 15.036- 15.174
YC3: 87 Ygq11 1.13 0.18 19.299- 19,472
YC4; 88 Yq11 1.02 0.22 25.313- 25.416
YC5; 89 Yq11 0.88 0.25 25.489- 25.646

0.5 1 1.5




Karyotype Cri-du Chat
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KET LUAN

30 mau 6i xn di truyén

» Ky thuat DT té bao (Iap karyotype): 3/30
mau bat thworng (2 Trisomy 21; 1 trisomy
18)

« Ky thuat BoBs; 6/30 mau c6 bat thuwdng
(3/6 trisomy (21;18), co 3/6 trwong hop vi
mat doan NST- 2 HC DiGeorge, 1 HC Cri-
du-chat ma phwong phap di truyén té bao
khong phat hién duworc.
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