CHAN DOAN DOT BIEN DI TRUYEN
DON GEN GIAI DOAN PHOI TIEN LAM TO BENH

THALASSEMIA

BS Dang Quang Vinh

Pon vi HO trg sinh sdn, Bénh vién My D



HOPE
NOi dung
1. Patvan dé
2. Muc tiéu nghién ctru
3. Doi twong — Phuong phap
4. Kétqua
5. Ban luan

6. Kétluan

Fulfill your hope ’
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Bénh ly thiéu mau tan huyét di truyén (Thalassemia)

 Bénh di truyén theo gen I3n trén nhiém sac thé thuong
e Viét Nam nam trong vung dich té
* Trén 12 triéu nguoi mang gen bénh

* Ganh nang cho tre, gia dinh va xa hoi
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HOPE
Chién lvoc du phong

* Giam s6 ca m&i mac hang nam
e Sang loc so sinh
* Tu van, xét nghiém tién hén nhan

* Chan dodan di truyén phdi tién lam to (PGT — M)

Fulfill your hope ’



PGT — M

H@®PE

Research in Reproduction

R

IVF-ICSI @
treatment
- %
® O - ®
Egg Embryo NGS Frozen Embryo
Fertilization Biopsy Results Transfer

&
Fulfill your hope '



HOPE
Muc tiéu nghién ctru

* Danh gid budc dau hiéu qua ky thuat PGT-M
trong loai trr bénh thalassemia trén nhirng cap
VO’ chE“)ng c6 chi dinh |am TTTON va c6 mang
gen bénh

Fulfill your hope ’
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L HOPE
Thiét ké nghién ciru

* Thiét ké nghién ctru:
 Bao cao loat ca
* Th&i gian nhan mau:
* 02/2017 — 05/2018
* Dija diém:

e Pon vi HO tro sinh san My Bdc (IVFMD), bénh
vien My buc

Fulfill your hope ’



. H@PE
Tiéu chuan nhan — loai
* Tiéu chuan nhan:
e Cac cap vo chong co chi dinh thuc hién TTTON
* Ca hai vg chong déu mang gen gay bénh
e Tiéu chuan loai:

* Khong dong y thuec hién ki thuat PGT-M

Fulfill your hope ’



. HOPE
Phuwong phap tién hanh

1. Tao ph6i— nudi cay phoi dén giai doan phodi nang
(ngay 5)
2. Sinh thiét phoi, str dung tia laser
3. Phan tich di truyén:
a. Tam soat léch bdi NST
b. Xac dinh su hién dién cua gen bénh
4. Chuyén phéi ddng lanh

5. Theo doi thai dinh ky
Fulfill your hope ’



Yéu to danh gid két qua Lk
e Két cuc chinh:

* Ty & sinh sdng sau chu ky chuyén phdi dau tién
« K&t cuc phu:

* Ty |é phoi léch boi

* Ty & phoi khong mang gen bénh

Ty 1& phdi mang gen bénh thé dj hop ti

* Ty |é beta-hCG (+)

* Ty lé thai lam sang

* Ty |é da thai

e Ty l& lam to

* Ty |é say thai

e Ty 1& tré dj tat bam sinh
Fulfill your hope ’






Pac diém bénh nhan H@®PE

Tudi vg (nam) 33,4+5,9
Chi s6 khéi co thé (kg/m?2) 20,7+ 2,4
Thoi gian vo sinh (nam) 4,3+4,0
Nong do AMH (ng/ml) 41+ 3,6
Chi dinh TTTON (%)
Ong dan tring 5 (27,8)
Tinh trung 7 (38,9)
Giam dy trit budng trirng 1 (5,5)
Khéc 5 (27,8)

Loai Thalassemia (%)
Alpha 8 (44,4)
Beta 10 (55,6)



Két qua phan tich di truyén HOPE
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Két qua chuyén phdi ddng lanh

Research in Reproduction

Djc diém __ Giari

S6 phdi chuyén

Ty lé thai lam sang
Ty 1é da thai

Ty lé lam t6

Ty 18 thai dién tién

Ty 1é sinh song *

*1 truong hop thai 33 4/7 tudn

1
9 (60)
0
9 (60)
8 (53,3)
7 (46,7)

A
Fulfill your hope '
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Két cuc san khoa

Bénh nhan Tudi thai | Phwong phap Can nang

khi sinh sinh thuwong
(tuan) khi sinh

1 L.T.H.Y., 1989 385/7 MLT Trali 33009 8/9 -

2 B.TP.H.,1988 380/7 SinhngdAD  Gai 30009 8/9 -

3 N.T.M.T., 1988 37 6/7 MLT Gal 28009 7/9 -

4 P.T.H., 1981 38 5/7 MLT Tral 32009 8/9 -

5 TTM., 1989 376/7 SinhngaAD  Gai 29009 8/9 i

6 N.V.T.L., 1995 36 4/7 MLT Gai 27009 8/9 -

7 b.T.T., 1987 38 6/7 MLT Gai 3000g 8/9 -



NEMD Resear

Q HorE

BAN LUAN




HOPE
K{ thuat PGT - M
e Dugc bdo cdo [an dau tién trén thé gidi nam 1990

 Tr& thanh mot phan khong thé thiéu trong linh vuc
TTTON, v&i nhiéu &rng dung khac nhau

* La mot ky thuat an toan, khong anh hudng dén su

phat trién cla tré dén thoi diém 5 tudi.

Handyside va cs., 1990; IFFS, 2016; Sunkara va cs., 2017; )
Heijligers va cs., 2019 Fulfill your hope &
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Resear:

ng dung PGT — M trong du phong Thalassemia
 Khac phuc dwgc cac nhuoc diém cla chién lvgc du phong
cap Il

* Tai Viét Nam, hai tré chao doi dau tién dwoc bdo cdo nam
2016

e MOt s6 van dé can luu y:

e Chat lwong labo TTTON

e Chi phi cao

* Nguy co khdng phéi chuyén
=> Vai tro cla tw van bénh nhan

Fulfill your hope ’

Ngé Trwong Giang va cs, 2016
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HOPE
PGT — M
e Ky thuat an toan

* Giup loai trv gen bénh Thalssaemia mot cah triét

dé, ngay trudc giai doan thai hinh thanh
* CS thé &rng dung trén cac cap vo chéng:
e C6 chi dinh TTTON
* Mang gen bénh

e Tw van nguy co, lgi ich mdt cach day du, rd rang
Fulfill your hope '



HOPE
Nhom nghién cru

ThS. BS. bang Quang Vinh
TS.BS. Nguyén Minh Tuan
ThS. Luwu Thi Minh Tam
CN. Pham Thiéu Quéan
ThS. Tran T4 Cam
ThS. Huynh Gia Bao

ThS. BS. H6 Manh Tuong
Fulfill your hope ’



THANK YOU




