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BUI TH E H U NG PHAN TU’ BANG MICROARRAY TRONG
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CHAN POAN THAI XAM LAN NHIEM SAC THE (NST) DO
TRONG CHAN POAN TRU'G'C SINH

Phuwong phép tiéu chudn trong chan
dodn di truyén t€ bao trudc va sau
sinh cho t&igan da

STGN 7 ¢ Hanchét
nga bung

6c: DO phan giai kinh
hién vi quang hoc va k§ thuat
nhuém bédng NST, kich thudc
bang xam khoang 5-10 Mb

*  M&tnhiéu thoi gian dao tao

Choc &i tir thai 15 tuan STGN thai 10-13 tudn
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GIAI TRINH TY’ BO GEN NGU’O'l TRONG
MOT THAP KY PHAT HIEN LECH BOI NHANH (RAD)

;i::;j?dﬁv‘émnhwbé Hature * FISH gian ky (Interphase FISH)

Gitp phit trién céc ky thujt * 19 nghién ct*u (1998-2006)

pch mavacicks | b = * Cacbo kit thwong mai

array toan bo b gen * Do nhay va d6 dac hiéu 100% trong vai nghién ctru Ion
+ aCGH x&c dinh chinh xac Fe;;‘o‘:ry Fe;;‘;:ry i?.‘;:fffn‘; . K&t > S A

s6 lwgng ban sao & do qua sau 1-2 ngay lam viéc

phan giai rat cao T6n céng lao dong, can kiém tra 50-100 t& bao gian ki

© NIPT 2L
Ton kém

Shaffer & Bui Am J Med Genet 2007

PHAT HIEN LECH BOI NHANH (RAD) PO NHAY CUA QF-PCR

AR AR e + Shaffer & Bui Am J Med Genet 2007

* Dua vao khuéch dai cédc doan DNA ngan da hinh I3p lai (short tandem )
repeats) * Phan tich 17 nghién cru

* [t t6n kém so v&i FISH va MLPA
* N=41946
* Phan tich lvgng I6n
* Can phan tich nhigu marker dé cho théng tin két qua ° Dé nhay 99.3%
T Cantoiuu E"akphi” (g PCR damol * D6 nhay dat 100 % & 3 trung tam nghién ciru
* (6 san cac bg kit thwong mai o o . n e
nhiéu kinh nghiém nhat [Barcelona, London,
Stockholm]

* Duong tinh gia 0%

Shaffer & Bui Am J Med Genet 2007
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_ CAC ROI LOAN DI TRUYEN
ACGH: MAT DOAN 8P23.1
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mét doan/lap doan
ap phan khic (segment) NST

Mau d6 = ddo doan i ) "
Anja Weise et al. Journal of Histochemistry & Cytochemistry 60:5. 346—

358, 2012
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Vi mat doan f M duplications 15-20%

Unknown

Chromosome aberrations

nic disorders
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Multifactorial disorders

Environmental factors

\":{‘ Modified from J Ellison, L Shaffer et al. Genetic Basis of Intellectual Disability

Nevado J et al. Genet Mol Biol 2014 Annual Review of Medicine (2013)

TONG HQP CAC NGHIEN CU’U LGN VE Ti LE PHAT HIEN BAT THUONG NST BANG MICROARRAY
KHI NST DO BINH THUONG VA BU'Q'C CHi DINH XET NGHIEM
KHI €O BAT THUONG HINH THAI TREN SIEU AM

khéng xac dinh c¢6 ddu hiéu 1am sang (Variants of uncertain
clinical significance (VOUS)

Khéng phat hién cac chuyén doan can bing

Series published 2011-2( ong lap ban d6 vé co thé

n kém

S. C. Hillman Ultrasound Obstet Gynecol 2013; 41: 610-620
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ARRAY-COMPARATIVE GENOMIC
HYBRIDISATION
* Cho phép tam soat toan b gen
+ Khong can NST ky gitra

* Do phan giai cao, phat hién vi mat

doan/nhan doan, tang 7-10% hiéu suat
chan dodn so v&i NST do




