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Téng quan Téng quan

+ B4t thwong nhiém sic thé
- Karyotype

- FISH, QF-PCR, MLPA

aCGH

+ Céc bénh ly di truyén: 4% tré sinh séng.

Peter Wieacker (2010). The Prenatal Diagnosis of Genetic Diseases.

<+ Bénh ly gen
- Thalassemia
- Digeorge
- Duchenne, SMA
- Vi mat doan

< Phan loai

. R&i loan nhiém sac thé
- Bénh di truy&n don gen
- Bénh di truyén da gen, da yéu té
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Karyotype

- Nuéi cdy > Quan sat NST & cum ky gitra: phat hién
bt thwerng sb lwong va ciu tric bd NST
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Karyotype

+ Han ché:
14 — 21 ngay
. C6 d6 phan gidi = 6 Mb
- Khéng thé phat hién cac bat thwérng nhé hon
- Ky nang — kinh nghiém
- Nubéi cay that bai: 0.1% — 1%

Peter Wieacker, Prof. Dr. med and Johannes Steinhard, Dr. med. 2010.
ACOG Practice Bulletin No. 88, December 2007. Invasive prenatal testing for aneuploidy. Obstet Gynecol 2007
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FISH (fluorescence in
situhybridization)

- Lai d4c hiéu cac doan do gan huynh quang vé&i cac
DNA dich trén NST - phat hién léch boi NST

Interphase
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FISH (fluorescence in situhybridization)

+ Wu diém:
- 100% do nhay_ A0 dac hi€U snafter & Bui am y Mea Genet 2007.

- Khéng can khao sat t& bao phan chia (x 10.000)
. Két qua 48h — 72h

Cytogenetic and molecular diagnostic tools, uptodate 2013.

+ Han ché:
- Tha céng, dém 50 — 100 tb / mau

Shaffer & Bui Am J Med Genet 2007.
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PCR: Polymerase chain reaction

PCR : Polymerase Chain Reaction

Khuéch dai trinh tw DNA
dich nho cac doan mdi dac
hiéu va enzyme polymerase.
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Can lwgng mau it
D& thuc hién, thuc hién nhidu mau cung luc
Két qua 24h — 72h

Cytogenetic and molecular diagnostic tools, uptodate 2013.
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K

Q F'PCR Quantitative Fluorescence Polymerase Chain Reaction

- Phét hién léch béi NST 13, 18, 21, X, Y: 100% PPV

- Phan tich STR: phan biét dwgc nhiém mau me it, phan
biét song thai cung gi¢i tinh

- MAu nhi&m trung khéng bj anh huéng (so véi nuéi céy)

Langlois S, Duncan A.J Obstet Gynaecol Can. 2011.

=,
yi BENHVIENTUDO ! L/%5  KHOA XET NGHIEM DI TRUYEN Y HOC www.tudu.com.vn

QF'PCR Quantitative Fluorescence Polymerase Chain Reaction

- Khéng phat hién 5 chuy&n doan can béng va 2
chuyén doan khéng can béng (0.8% _ 7/847).

Sung-Hee Han, M.D. et al. Journal of Genetic Medicine. 2010.

- Néu ti 18 khdm < 20%: khong phat hién bt thudng
Cirigliano V, Sherlock J, Conway G, et al. Prenat Diagn. 1999.
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aCGH: array-comparative genomic hybridisation

- Phat hién sb lwogng DNA thira hodc thiéu: chan
doan l&ch bdi NST, vi mat doan, 1ap doan < 100 kb

+ Han ché:

- Khéng thé phat hién b4t thwong néu kham ti 1é <
10 — 20%, chuyén doan can bang, dao doan hodc
da bdi.

Edelmann L, Hirschhorn K. 2009.
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BoBs: BACs-on-Beads Chi dinh chan doan di truyén truwéc sinh

- D06 nhay 96.7%, do dac hiéu 100%

- Phat hién > QF-PCR céc bt thuweng cAu trac (53.3%
vs 13.3%) va thé kham (28.6% vs 0%).

- Phat hién > Karyotype, QF-PCR 6 HC vi mét doan

S ™
Choy KW, Kwok YK. 2014. " Ag' . o
 »

Ou Z, Kang SH, Shaw CA, et al. 2008.

> Tubi me = 37

> Tang nguy co qua xét nghiém sang loc

> Tién c&n mang thai bat thwong NST

> Siéu am cé nhirng d4u hiéu goi y bat thwong NST
> B6 me mang chuyén doan NST

> Nguy co mac bénh di truyén tir gia dinh

Genetics in Family Medicine: The Australian Handbook for General Practitioners ©2007;
Peter Wieacker, Prof. Dr. med. The Prenatal Diagnosis of Genetic Diseases. Dtsch Arztebl Int. 2010.

_—
i BENHVIEN T DO | L/%5  KHOA XET NGHIEM DI TRUYEN Y HOC www.tudu.com.vn

www.tudu.com.vn

Bét thwong nhiém sac thé Bét thuwong nhiém sac thé
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1. QF-PCR / FISH c6 thé thay thé Karyotype trong
phat hién trisomy nhirng trudng hop don doc tang
nguy co léch boi NST 13, 18, 21, X, Y. (II-2A)

Y
Wn
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* = 2. Karyotype va QF-PCR / FISH nén thyc hién v&i
i !‘_ ! nhirng trwdng hop co bat thwdng trén SA (NT > 3.5
S Cre e mm) hodc trong gia dinh c6 bat thwong NST. (11-2A)
g o l ’ Langlois S, Duncan A. J Obstet Gynaecol Can. 2011.
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B4t thwong nhiém sac thé

<+ Tang don déc nguy co Iéch bdi NST:
(tudi me, xét nghiém sang loc, lo lang)

‘Human Reproduction Update vol. 10 no. 6 © European Society of Human Reproduction and Embryology 2004

- QF-PCR/FISH

+ Tang nguy co léch bdi NST kém bét thwong SA
- QF-PCR/FISH

- Karyotype

- Vi mét doan (Thai cham téng trudng)
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Thalassemia

+ MCV <80 fL, MCH < 27 pg

Norlelawati Ata. International medical journal malaysia. 2011.
+ Nhirng trworng hop can xét nghiém truwde sinh: cac cap
vo chong c6 nguy co sinh con mac bénh hemoglobin

Brigitta U Mueller, Uptodate 2013
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Digeorge CATCH 22

- Cardiac defects
- Abnormal facies

Di tat tim
Bét thwrng khudn mat

Digeorge

14 trwdng hop Digeorge chan doan trwéc sinh tai BVTD (2014)

Bat thwong siéu am S6 ca (%)

- Thymic hypoplasia
- Cleft palate

- Hypocalcemia

- 22q11-2 deletion

(€1 BENHVIENTUDO T/ kHOAXET NGHIEM DI TRUYENY HoC

Thiéu san tuyén trc
Ché vom

Ha canxi mau

Mét doan 22g11-2

D I Wilson, J Burn, P Scambler. J Med Genet. 1993. DiGeorge syndrome: part of CATCH 22.
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DTBS tim 3/14
T chirng Fallot 6/14
St moi ché vom 114
Sut méi ché vom, dan bé than  2/14
Da gay 8.3 mm 114
Pa 6i, 2 tay ndm 1/14

DTBS tim 6/12 (50%), da 6i 3/12 (25%), stt méi ché vom 2/12 (17%)

Atena Asiaii. 2013. Journal of Rare Disorders Vol 1, Issue 1.
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SMA, Duchenne

Két luan

NG DUNG HIEU QUA CAC XET NGHIEM TRU'O'C SINH

Tan suét 1/10.000 1/4700 . . ]

Di truyn Lan_NST thuong  Lién két gisi tinh X - TANG PHAT HIEN VA CHAN DOAN BENH DI TRUYEN
5q13.2 Xp21.2

Creatine kinase ~ Binh thwong Tang 10_20 lan

Uptodate 2013

->Can xét nghiém trudc sinh cac trudng hgp
trong gia dinh c6 ngudi mac bénh

Sir John
Lubbock
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