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Cham séc di truyén san khoa bat
dau twr trieéc giai doan mang thal

» Tién s gia dinh
» Cob con hoac thanh vién gia dinh tirng mang di tat
» Tién st mang thai
» Xay thai lap lai
» Bd me mang nhirng dot bién ciu tric nhiém sac thé?
» Sang loc cac dot bién trén bo me:

» Theo chung toc, VD bénh xo nang & Caucasians, Ashkenazi jewish gene
panels, sang loc Thalassemia

» Sang loc dich cac dot bién don gene NST thuwéorng va NST gidi tinh
» Gidi han vé gia, dac biét khi “partners” ciing phai dwoc sang loc
» PGD and PGT-A (PGS)
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Sang loc trwoc sinh

» NIPS (hay con goi la NIPT)

» DPuwoc kiém chirng rong réi cho
cac dot bién di bdi NST thwdng
(13, 18, 21) va NST giai tinh

» M& rong quy mo str dung trong
tam ban nguyét th&r nhat

» Tranh luan: cg’) nén dua thém
nhirng dot bién submicroscopic
CNVs vao sang loc?

» NIPS chi van l1a mot xét
nghiém sang loc va can phai
kiém tra lai bang cac xét
nghiém xam lan.
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NIPS — D0 nhay

Trisomy 21 | 99 3%
Trisomy 18 | 98.1%

Trisomy 13 _ 93.0%
Monosomy X - o0.6%

90.0% 92.0% 94.0% 96.0% 98.0%  100.0%

Total detection rate 95,5%

Gil MM et al UOG2015; Mackie FL et al BJOGZ2016; Taylor-Philipps et al
BMJ2016



NIPS — Ti le dwong tinh gia

Trisomy 21 _ 0.10%
Trisomy 18 _ 0.11%
Trisomy 13 _ 0.07%
Monosomy X ) 0.16%
0.00% 0.05% 0.10% 0.15% 0.20%

Total False Positive 0.436%

Gil MM et al UOG2015; Mackie FL et al BJOGZ2016; Taylor-Philipps et al BMJ2016



Ti 1é cfDNA bao thai thap

Counting performance at low fetal fraction
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Chan doan trwéc sinh

» Siéu am phat hién bat thuwdng
» Xét nghiém karyotyping truyén thong
» Lén t&i 30% néu co nhiéu di tat dwoc phat hién bdi siéu am

» Phuwong phap Chromosome molecular analysis (CMA)
— arrays

» WES (Giai trinh tw toan b exon cua hé genome)
Chwa c6 nhiéu cong bod, du sb lwgng s dung dang tang



Biéu do phan tich tong hop ti 1¢ phat hign ctia cac bat thwong nhiém sac thé bang phwong phap y
chrompsgmal microarray analysis (CMA) khi ket qua karyotype binh thwéong va ket qua xét nghiém nhiém
sac thé bang CMA dwoc thwe cho cac bat thwong tir ket qua siéu am
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CMA va sw tang NT
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Ngay cang nhiéu cac phat hién vé doé nhay cia CMA hon karyotyping: TB ~5%



CMA va su tang NT riéng biét
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Figure 4 Forest plot of incremental yield by microarray over karyotyping in fetuses with isolated increased nuchal translucency. Only first
author of each study is given. aCGH, array comparative genomic hybridization; M-H, Mantel-Haenszel.

Ngay cang nhiéu cac phat hién vé dd nhay cia CMA hon karyotyping: TB ~4%



CMA va su tang NT + cac phat hién & My
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Figure 5 Forest plot of incremental yield by microarray over karvotyping in fetusss with increased mschal translucency and associated
ultrasound abnormalities. Only first author of each study is given. aCGH, array comparative genomic hybridization; M-H, Mantel -

Haenszel.

Ngay cang nhiéu cac phat hién vé doé nhay cia CMA hon karyotyping: TB ~7%




VOUS trong CMA cho sw tang NT

Table 3 Prevalence of variants of unknown significance (VOUS) in
fetuses with increased nuchal transhscency and normal karyotype
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CMA cho CHD

Ultrasound Qbstet Gynecol 2015; 45: 27-35
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CMA cho CHD
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Figure 3 Forest plot of incremental yield by array comparative genomic hybridization in fetuses with either isolated or non-isolated
congenital heart defects, after exclusion of él['lt'Llplu_‘lld} or 22ql1 microdeletion. Studies with fewer than 20 cases of CHD were not included
in the meta-analysis. M—H, Mantel-Haenszel.

Sy gia tang nhirng phat hién khoang 7%



WES trong chan doan trwdc sinh

» 31 chubi 5 phéi hodc hon, dwoc tong hop trong Best
S et al. Prenatal Diagn 2017 June 27.

» Tilé chan doan thay ddi trong khoang 6.2% va 80%.

» Sw khac biét trong céac tiéu chi danh gia, hwéng tiép
can gilra da thai va don thai cho giai trinh tw la li do
c6 khodng rong trong ti I1& chan doan.



Sw thay do6i muc dich cta sang
loc trwérc sinh

» Diéu kién nguy hiém hodc c6 lién quan dén khuyét tat nang
(VD: anencephaly, spina bifida)

» Diéu kién ma cac bénh nhan sé chon bé thai (VD Down
syndrome)

> Diéu kién ma cac phat hién sém c6 thé gilp ho trer diéu chinh
trwdc sinh, va do do cai thién két qua lau dai (VD SCAs,
22qgdel syndrome)



Tiém nang cta chan doan di truyen
trworc sinh

» Bao gom su chuyén dich sang giai trinh tw toan bd
hé genome, giai trinh tw toan bé hé exome khdng
xam lan, va cac xét nghiém khac trén toan genome.

» S dung di truyén trong IUGR, sang loc cho pre-
eclampsia va cac bién chirng cla viéc mang thai van
con trong qua trinh nghién ctru va phat trién.






