3 NUS uhklds

of Singapore he c.hwdrer-'a Medical Institute

Sang loc léch bdi nhiém sac thé
tien cay phoéi bang ky thuat FISH
va Microarray CGH
Samuel S. Chong, PhD, FACMG

Khoa nhi, Pai hoc Y khoa Yong Loo Lin Singapore

Trung tdm chan déan phan t&r, Khoa xét nghlem Y khoa, Hé thong
truo’ng dal hoc Y quéc gia

Trung tdm chan doan tién cay phai, Vién dai hoc nhi khoa, Hé thong
trwong dai hoc Y qubc gia



Chan doéan Di Truyén tién cay phoi

p s \
ﬁj:} Chu trinh @
AN /

Phan tich PCR




Sinh thiét phoi




Bénh phu nhau thai (Hemoglobin Bart’'s)
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Cac dau an Microsatellite:
16PTELOS5 and 16PTELOG
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Chan doan PGD bénh Hb Bart’s
dwa trén ky thuat Microsatellite

Blastomere / té bao Buffer trung hoa
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Hb Bart's PGD — Cap vo chong A
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Hb Bart’'s PGD — Cap vo chéng B
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Bénh -Thalassemia nang
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Chan doan PGD bénh p-Thal
bang ky thuat minisequencing

Blastomere / té bao Buffer trung hoa
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Chan doan PGD bénh f-Thal
bang ky thuat minisequencing
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Trwdng hop chan doan PGD bénh B-Thalassemia

Chéng: B/ -28TATA GHA

IVS 11,654 site -28TATA site
Vo: B /1IVSILL654 C>T
PGD Cycle 1 PGD Cycle 2
Choc hut trirng 10 13
Trirng thu tinh sau ICSI 6
Sinh thiét phoi 5 4 B/1VS 11,654
S6 phoi chan doan la:
Binh thwong (B / B) 2 2
Mang gen (B / -28) 0 1
Méac bénh (IVSII,654 / -28) 1 1 B / -28TATA
S6 phoi khong chan doan 2 0
S6 phéi dwoc chuyén 2 3
2 2 B/B B/B
Kiéu gen cua phdi chuyén B/B B/B —
B/-28 VS 11,654 / -28TAT,
Khéna man Pon thai nam;
Két qua tgai 9 Sinh da ngay
(B / -28)
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Céc chi dinh thwong gép nhat cia PGS
trong tam soat I&ch bdi nhiém sac thé

* Me I&n tubi

—Lién quan dén yéu t6 nguy co 1&éch bdi (HOi
chirng Down, HGi chirng Turner).

—Lién quan dén truong hop khé thu thai va dé
say thai.

—> 50% hinh thai phdi binh thwdng cua phu
n{ I&n tudi cé nhirng bat thwong ve nhiem
sac the.



Chién lwoc PGS hién nay —
Fluorescence In Situ Hybridization

Blastomere / Buffer ly giai /
Té bé%) c6 dinh

h
y i - .
Kinh hié vi H&n hop
huynh quang Fluorescent
va chup anh Probe

B4t loi chinh: Chi sang loc dwoc & vi tri tam cta nhiém sac thé




Twong lal —
Xac dinh bd nhiém sac thé cua ca bd gen

Blastomere loté ba0  san phim WGA DNA tham chiéu
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Array Comparative
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Phan tich

Wu diém chinh: Sang loc toan bd nhiém sac thé (khong chi & tam NST)




Khuéch dai toan bd nhiém sac thé

Single cells* -ve -ve Single cells* gDNA Single ceIIs -ve
s N
o 2aEda E:‘-’Bﬂ
10.00 kb
1000 bp!
2.00 kb
1.00 kb 500 bp
250 bp
500 b
Product Size: ~10.00 kb Product Size: 100 bp — 1000 bp Product Size: 250 bp — 1000 bp
Genomephi WGA Genomeplex WGA Picoplex WGA

*47,XXY or 47,XY,+21



Array Comparative Genomic
Hybridization (aCGH)
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Phan tich s lwong gen
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Reference DNA: 46, XY

Toan bo gen

(Té bao 47,XXY - WGA — 15K Oligo Array-CGH)
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13 14 15 16 17 12 19 20

Reference DNA: 46,XY
Toan bd gen

(Té bao 47,XY,+21 - WGA — 15K Oligo Array-CGH)
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Tai sao can sang loc tat ca nhiém sac thé?

» Sang loc ca bd nhiém sac thé 1am tang kha
nang phat hién tat ca l1&éch bdi ca tirng nhiém
sac thé & phai.

« Chi chuyén céac phéi cé bd nhiém sac thé hoan
toan binh thwdng sé lam tang ti 1€ mang thai
sau thu tinh 6ng nghiém.



e Cam on



