Chan doan trudc sinh

Chan doan di truyén tién lam td

Siéu am

Sinh thiét gal rau

Choc hut nwérc Oi

Choc hut mau cudng ron

Xét nghiém mau me (triple test, quadro test)
DNA ty do trong mau me
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Chan doan trudc sinh: thoi diém
va phan loai

Tudi thai 2 tuan 5tuan  10tuan 14tuan 20 tuan
PGD >

Siéu am

CVS

Sang loc mau me

Choc bi

Choc hat mau cudng rén
DNA tvw do trong mau me
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PGD

* Quy trinh PGD

PGD Process

ICSI Biopsy
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transfer
Egg Sperm

Embryo
(8 cells)

« Ky thuat xét réghiérrl di truyén tién lam td duwoc st
dung de xac dinh bat thwong vé di truyén cua phoi

VF trwdc khi chuyén vao tr cung me.

 PGD chan doan bénh di truyén lién két NST X

dong thoi xac dinh gidi tinh




Si1éu am chan doan

- Dj tat dau:_gian nio that, ndo ung thuy, DTOTK
(thoat vi nao, mang nao), thai vo so

» DT tim:_thiéu san that trai, dao goc déng mach,
thieu san vach ngan, HC Ebstein, t&r chwng Fallot,
Pm chu cw&i nguwa.

- DT 16ng nguc: thoat vi hoanh, phoi tuyén nang

- DT tiéu hoa: teo thwc quan, thoat vi ron, khe hé
thanh bung

» DT than-tiét niéu: than & nwoc, than da nang, u
budng trirng

» Khac: loan san sun xwong, thiéu san sun xwong,
khe h& dot song



D6 mo da gay va Xuong song mil

absent of nasal bone

Thoi diém do phai tor
11 tuan dén 13 tuan 6
ngay.
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hepatic veins

LIVER

li" l. umbilical vein
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The g&ctatnonal penod must be
11 to 13 weeks and six days.
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Normal Ductus venous
Positive A wave

S=ventricular systole
D=early diastole
A=atrial contraction

Abnormal Ductus venous
D Reverse A wave
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Trisomy 13

Trisomy 21

Trisomy 18



Phan tich nhiém sac thé

* Gairau

=> Sinh thiét gai rau

* Dich 0i

—Choc hut dich 6i

* Mau cua thai nhi

=> Choc hit mau cudng ron cua thai



CVS: Chorionic Villi Sampling

~ ——Ultrasound transducer
3 \ Vaginal speculum

trancervical

transabdominal



Amniocentesis




Choc hut mau cudng ron thai
nhi

(~18tuan)

Phan tich NST: bat thuong. Phu thai

Bénh ly di truyén: Hemophillia, nhwoc co
banh gia nhdm mau: Rh, IPT

Nhiém khuan: Rubella, ParvoB19, CMV, Herpes
Panh gia sirc khoe cua thai: PH, PO2, PCO2, Hb

A



Sang loc mau me
Triple test, quad tro test

* Triple test: AFP + hCG + Estriol + Tudi me
e Quadtro test: AFP + hCG + Estriol +Inhibin A + Tubi me

* AFP: sinh ra tu thai

* hCG: sinh ra ti nhau thai

* Estriol: sinh ra tw thai va nhau thai

* Inhibin A: sinh ra tir nhau thai va buéng trirng



D6 chinh xac cua Quatro test

Trisomy 21: 87% (39/45)

Trisomy 21(+) Trisomy 21(-) total Sensitivity=86.7%
it 39 1718 17¢3 Specificity=91.0%
b PPV=2.2%
negative [ 17343 17349 NPV=99.9
total 45 19061 19112

Trisomy 18: 77% (34/44)

Trisomy 18(+) Trisomy 18(-) total Sensitivity=77.3%
positive 34 242 276 Specificity=39.6%
PPV=5.0%
negative 10 55461 55471 NP\=00 5%,
44 44 55703 55747

Meural tube defect: 83% (39/47)

NTD (+) NTD (-) total Sensitivity=82.3%
positive 30 221 260 Specificity=99.6%
. PPV=15.0%

t 2 55479 55487
negative NPV=00.9%

total a7 55700 55747



DNA tw do cua thai trong mau
me

Placental DNA & Fetal DNA (10%)




Xét nghiém di truyén khong
xam lan NIPT

* NIPT la xét nghiém DNA cua thai trong mdu me dé sang loc
bat thucmg NST cua thai: 3 NST 21, 3NST 13, 3NST 18.

LAy mau: 20ml mau
Thoi diém: tuan th 10 cla thai ky
Chi dinh:

Mac du NIPT co thé duoc thuc hién v&i moi phu nit mang
thai nhu’ng nd duoc chi dinh riéng cho:

e Tudi me cao (trén 35)

. %u;tro test hoac sang loc 3 thang dau nguy co cao vadi T21, T18 va

 Tién s sinh con bat thuong NST

Chon chi dinh: NIPT khong p ha| la XN co thé chon lya khi
co phat hién bat thuwong tren Siéu am



NIPT: Noninvasive prenatal testing

che2l
GECCCIGGGEACAGTCTCCAATCCACTGAGTCATCT chri0

chrld

chel0

chr2l
GOCCCICGEGACAGTCTCCAATCCACTGAGTCATCT chri0
GOOCCTGOGGACAGTCTCCAATCCACTGMITCATCT chrl0
GOOCCTCOEGACACTCTCCARTCCACTGASTCATCT chel0
TOOGCOCAGGOCATGAGGGAC CTGGARATGGCTGAT chr2l
GACACGGTGGAGCTCGOCCACACCAGGOOCAGC TGS chrld
GOCCCTOGGGACASTCTCCARTCCACTGAGTCATCT chrll
ACAGTGETGEEGCOCATCCCTCGATGAGGC TCAGTT chr2l
GGOCCTGGGGACAGTCTCCARTOCACTGAMGTCATCT chrid
GOCCCTOCOCACACTCTCCAATCCACTGAGTCATCT chel0
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N Total :27969

Positive: 469
/ (1.7%) \l

N

Negative: 27500

/

Delivery:
12

Artificial abortion:
334

(98.3%)
'Ahnrtinn: Unknown: \
73 15
— Y. = Chromosome
_amniocentesis: 381 | anomalies: 1
yr ~ (trisomy 18)
Abnormal: Normal :
346 35

Apr.2013~Dec.2015



