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UNG DUNG KY THUAT PRENATAL BOBS
TRONG CHAN POAN TRUOC SINH MOT SO BAT THUONG
NHIEM SAC THE TAI BENH VIEN PHU SAN HA NOI




DAT VAN DE

» Bat thwdng bam sinh l1a 1 van dé 1&n : 2-3% téng s sinh

» DPac biét bat thwong di truyén: 0.1 — 0.2%, da di tat vé hinh thai,
khong co bién phap diéu tri

» Trén thé gi¢i cac chwong trinh sang loc chan doan trwéc sinh da va
dang dwoc phat trién manh mé& nham chan doan s&m cac trudng
hop bat thwong nhiém sac thé, dac biét HC Down, HC Edwards,
HC Patau, cac bat thworng NST gidi tinh, va gan day la cac dét bién

vi mat doan NST




( )‘ n Karyotyping: Tiéu chuan vang
Thoi gian tra I&i: 3 tuan
>‘ “ " 'l‘ " H (‘ Han ché trong phét hién cac vi mat doan NST
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QF -PCR MLPA FISH PRENATAL BOBS

Sw phat trién manh mé cla cac ky thuat sinh hoc
phan t&r gan day da gilp chan doan va phat hién
sém cac bat thwong NST 13, 18, 21, X va Y chi sau
24 — 48




Thei gian tra 1oi két qua: 36- 48h Phat hién 9 dét bién vi mat
doan ma cac ky thuat khac
Chan doan cac dj bdi NST

13, 18, 21, 23

con han ché




MUC TIEU




TONG QUAN




1. TONG QUAN VE MOT SO BAT THUONG NST THUONG GAP
Bat thwong bam sinh |a mot van dé Ién.

Céc bat thwong di truyén: 0.1 — 0.2% tdng so tré sinh ra hang ndm: da dj tat, khéng c6 bién phap diéu tri...

Ti Ié bat thwong NST

®m Down syndrome

™ Trisomy 18
Trisomy 13

W 45, XO

m XXX, XXY, XYY

m Khac




DiGeorge
Williams — Beuren
Prader — Willi
Angelman

Miller — Dieker
Smith — Magenis
Wolf — Hirschhorn
Cri du Chat

_ _ __ Langer — Giedion

1/4000

1/8000

1/20.000

1/16.000

1/80.000

1/25.000

1/90.000

1/20.000

Dot bién mat
doan

220911
7911.23

15911 — 15913
159

17p13.3

17p1l

4p16.3

5p15

<1/1.000.000 8q23-24

vMat doan NST c6 d6 dai
dwéi 5 Mb, khéng phat hién
dwoc qua phwong phap di
truyen té bao vé&i nhuém bang

thong thwong

vROi loan vé phéat trién tam
than, van déng, ngdn ngip, cac
di tat hinh tha nhw tim bam
sinh, di dang tiét niéu, ...

v'Ti lé chung 1/1600



4. CAc ky thudt chan dodn trwdce sinh

. Ultrasound Chono.mc villi
Uterine scanner ‘ -

Uterine <
woall B




Ultrasound
probe

>Bat thwong 23

cap NST

>Két qua: 3 tuan
»Khong phat

hién dc cac vi

mat doan

Centrifuged
fluid Fetal cells

Nu6i cay té bao dich 6i (karyotyping)

/_ QF- PCR

»>Bat thworng 4
cap NST: 13, 18,
21, 23
>Két qua: 24-48h

-

>Bat thwong 4
cap NST : 13,18,
21, 23

>Keét qua: 24-48h
»Phat hién 9 vi

mat doan




NGUYEN LY KY THUAT BOBS

Amplified DNA ~ xMAP
sequence bead

BAC PCR of BAC clone
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Mau do |a cac dong nhiém sac thé nhan tao c6 chira

cac doan ngan DNA cta ngwei c6 gan cac hat bead.

Cac hat bead khac nhau dwoe gan DNA do khéac
nhau (5 dau do khac nhau dwoe stv dung cho méi
nhiém sac thé 13, 18, 21, X va Y cung v&i 4 t&i 8 dau

do cho méi vung lién quan t&i vi mat doan).

Cudi cung la bwéc gan cac phan tie danh dau vao
DNA mau. Cac hat bead sé dwoc doc trén hé théng
may quét Luminex 200 dé do lwong tin hiéu huynh

quang cta DNA chirng va DNA mau.

«  Néu mau DNA can phan tich c6 sé lwong NST
binh thwéng sé thé hién ty Ié bang 1 do c6 sw can

bang giira lwong DNA mau va DNA chirng.

« Néu thira DNA (méat doan) sé thé hién ty 1& nhé
hon 1 do c6 lwong DNA mau nhé hon DNA

chirng.

« Néu thiéu DNA (nhan doan) sé thé hién ty lé I&

hon 1 do c6 lwgng DNA mau Ién hon DNA chivng.




DOl TUONG VA PHUONG PHAP
NGHIEN CUU

MATERNAL FETAL DNA ANALYSE FETAL PERSONALISED
BLOOD EXTRACTION DNA SIGNAL RISK SCORE




POl TUONG NGHIEN CUU

TIEU CHUAN LUA CHON MAU:

Thai phu tudi thai ttr 17 — 28 tuan c6 chi dinh choc hat nwéc 6i va tw

nguyén choc i lam xét nghiém nhiém sac do qua nudi cay té bao oi

va xét nghiém Prenatals BoBs

CHI BINH CHOC HUT NUOC Ol

« Tudi me 2 35 tuoi

« Xét nghiém sang loc co két qua nguy co cao
« Siéu am c6 bat thwdng hinh thai thai nhi
 Tang khoang sang sau gay

- Tien str sinh con c6 di tat,...




PHUONG PHAP NGHIEN ClrU

DIA PIEM
NGHIEN CUU
TRUNG TAM
CHAN POAN

THO'I GIAN
NGHIEN CUU: cO MAU:

TRU'OC SINH - LAY MAU

T5/2016 — THUAN TIEN

BENH VIEN
T2/2017

PHU SAN HA
Ne]




MO HINH NGHIEN cUU




HOA CHAT, DUNG CU, THIET Bl NGHIEN CUU
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AF or CVS Chromosome BACs-on-Beads™ BoBsoft™ Analysis Software




KET QUA NGHIEN CUU - BAN LUAN
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Tuébi thai khi choc hit nwéc 6i: nhé nhat 17 tuan, I&n nhat 29 tuan 1 ngay

St dung kim choc 6i 1a kim choc do Gauche 27, s6 lwong dich 6i lay méi lan [a 15 ml

Bang 1. Bang ty Ié choc hit nwérc i theo tudi thai

> 22 tuan 34 17,99
< 22 tuan 155 82,01
Téng 189 100




Bang 2. Bang phéan loai chi dinh choc hut nwéc oi

Test sang loc nguy co cao 113 59,79

Thai di tat 52 27,51

Tang khoang sang sau gay 10 5,29

Tién st sinh con dj tat 14 7,41

189 100




Bang 3. Két qua xét nghiém Prenatal BoBs

13

Bat thwong

6.88

Binh thwong 176 93.12

Téng 189 100

Bang 4. Ty 1é cdc loai bat thwong NST chan dodn qua xét nghiém Prenatal BoBs
Trisomy 21 09 69,23
Trisomy 13 01 7,69
Trisomy 18 02 15,39
XO 01 7,69

Téng 13 100



Két qua Prenatal BoBs v&i Karyotyping cho thay sw twong dong cta 2 xét nghiém

|4 188/189 trwdrng hop véi bat thwéng cac NST 13, 18, 21, 23, chiém 99,47%.

13 trwérng hop phéat hién bat thwérng qua xét nghiém Prenatal BoBs ciing dwoc

chan doan 1a bat thwérng qua nudi cay té bao 6i
Cé6 1 trwdng hop két qua xét nghiém BoBs tra I&i binh thwdng trong khi nubdi cay
té bao o6i cho ra ket qua tam béi (69, XXX) >céac trwdng hop da bdi |a mét han cheé

trong kha nang chan doan cua Prenatal BoBs

Chwa phéat hién trwéng hop nao mac hdi chieng vi mat doan NST.




 Prenatal BoBs la xét nghiém di truyén phan te c6 dé
chinh xac cao vé&i théei gian thwc hién xét nghiém
ngan (48h), gitp chan doan s&m cac trwong hop thai
nhi c6 cac bat thwong so lwong NST 13, 18, 21, 23,

e = A dac biét co kha nang phat hién mét s6 héi chirng
KET LUAN

vi mat doan NST thwdng gap.

 Tuy nhién, ky thuat Prenatal BoBs van can dwoc tién
hanh song song cung ky thuat nudi cay té bao oi dé
c6 dwoc nhirng chan doan chinh xac nhat cac roi

loan di truyén & thai nhi.




Action is the foundational key to
all success.

¥

4”/,

Imperfect Action is Better than
Perfect Inaction

Success consists of going from
failure to failure without loss of

enthusiasm




