BAO CAO SO KET HOAT PONG DE AN 2007-2009

!L va PHUONG HUO'NG HOAT PONG NAM 2010

Chi nhiém dé an: BS.CKII. PHAM VIET THANH

gy THS. BS. PHUNG NHU TOAN
Trudng Phong Di truyén, Bénh vién Tu Dii



PAT VAN DBE

= CAC DITAT BAM SINH, ROI LOAN DI TRUYEN VA ROI
LOAN CHUYEN HOA

= Vin dé dudc quan tAm nghién cifu
= Gay chét thai
= Sinh ra song v4i nhitng hiu qua ning né
= Ganh nidng d6i vdi gia dinh va xa hoi
= Tan suat: Uc 4%, M§ 4% tré sinh ra séng
Pong Nam A: Thdi Lan, Philippine 2,5%
Viét Nam 0,6 - 2% tré sinh ra song (c6 thé # 3%)



PAT VAN PE

Mo1 nam ¢ Viét Nam c6 khoang 1.000.000 em bé sinh r

1200-1428 tré bi bénh Down (Trisomy 21)
143-160 tre bi hoi chitng Edwards (Trisomy 18)
500 - 1000 tré bi di tat 6ng than kinh
200 -300 tré bi suy giap bam sinh

10.000 - 20.000 tré bi thi€u men G6PD
100-400 tré bi ting san tuyén thugng than bam
1700 tré bi Thalassemia thé niing sinh ra

va Cdc bénh Iy di truyén, di tdgt bdm sinh khdc ...
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PAT VAN DPE

= CACNUGC TREN THE GIOI
= Trung tAm ding ki€m di tit bAm sinh & r6i loan di truyén
= Sang loc, chan dodn trude va sd sinh

= Chudng trinh can thiép

= VIET NAM
= Bu6c dau da c6 chuong trinh sang loc, chdn dodn trudc va
sd sinh biang si¢u Am do khodng sang gdy, XN sinh héa 3
thing dau — gita, chadn dodn di truyén

= BV T D, PHYD TPHCM, BV Phu Sén TW, PHY Hué



PAT VAN DPE

SANG LOC TRUGC SINH SANG LOC SO SINH

THAI KY

Di tit bAm sinh

_ A Bénh Iy ndi ti€t
Bénh 1y di truyén

Bénh 1y chuyén héa

l l

Tham van di truyén Tham van vé bénh
Hudéng xu tri s6ém Piéu tri s6m
Gidm s0 lugng thai ky DTBS Gidm s6 bé cham phit trién
va 16i loan di truyén l thé chat, tAim than

Cho ra ddi cdc cong din khde manh = nén tdng phat trién cia qudc gia



CONG TAC TO CHUC MANG LUGI
SLTS-SLSS

UBDSGD va TEVN

BV Tu Di Trung tim Sang Loc SJ Sinh cho 12 tinh thanh
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i MUC TIEU

X4c dinh dugc tin suit cdc bénh 1y di truyén trude sinh, sd sinh
Gidm ti 1& tré bi bénh di truyén, chim phat trién tri tué

Chuyén giao ky thuit xét nghiém tam sodt va chan dodn cho céc
tinh thanh

Nang cao ki€n thitc cia ngudi dian
Budc dot phd trong viéc phdt tri€n di truyén y hoc tai Viét Nam



Mang Lu6i T8 Chic TAm Sodt |

BIA PHUONG / TAI CHO

Truyén thong gido dyc, XN tam sodt don gidn

TTSAN, NHI, TTDVDSGD TINH / TP
GDSK, SA, XN tam soat, TT chan doan

LABO TRUNG TAM
Chan dodn di truyén

"

CHINH SACH

GIAM SAT VA LUGNG GIA
HUAN LUYEN

Théng th v géo due
cho céng déng

Chén dodn va diédy 1 Tém sod bénh

'\“—-_Fnéﬂ_hﬁi-—‘/”



DU AN CUA UBDSGPB-TE (TCDS- <8+

KHHGD) & BVTD (Qb:478/Qb-DSGDTE ctia Bd
ruong va Chu Nhiém UBDSGDTE ngay 01/08/2007)

Tén ¢ 4n: “Xay dung va md rdng mang ludi sang loc trudc sinh
va sd sinh tai 12 tinh thanh dén nim 2010

UBDSGD-TE
— BVTuDi ™0

TTSKSS Khoa San — Nhi

TTTWGD-TE Tuvén truyvén. 1ay miu BV D3 Khoa
Phong Di Truyén
, BVTuDi — :
Bat thuong — Binh thuong
\ \
Chan dodn xdc dinh Theo d&i kham thai

* Cham dut thai ky
* Piéu tri chuyén khoa



DU AN CUA UBDSGD-TE (TCD§

KHHGP) & BVTD

= Huén luyén dao tao cho tuyén tinh

= Si€u 4m do BDPMDG, hinh thdi hoc phat hi€n d1 tat
= Nt ho sinh & KTV: 1dy mau mdu & giot mau kho

= Gi1am sat, lugng gid chuong trinh

= B4do cdo thong tin, ti€n do du 4n va phan hoi

TTSKSS
CCDS-KHGD Tinh/TP

Khoa San — Nhi
BV Pa Khoa

q
h

UBDSGD-TE TW
BV Tu Du

¥
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XAY DUNG MANG LUGI TAM SOAT (1)

TAM SOAT TRUGC SINH
= Phat hién s6m thai bi r6i loan bam sinh, di truyén

s Siéu Am: do PMDG thai 11- 13 tuan,
si€u am hinh thai hoc thai: 18 — 22 tuan

= XN sinh hoa: 3 thang dau, 3 thang gitta (AFP, HCG,
uE3) bing huyét thanh hoac g10t mau kho

= Chan doan xac dinh: Sinh thi€t gai nhau: 11 — 13 tuan,
Choc 6i: 16 — 28 tuan

= XN Tam sodt & chan dodn bénh Thalassaemia

= Diéu tri s6m, hoidc chim dit thai ky
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| XAY DUNG MANG LUGI TAM SOAT (2)

TAM SOAT SO SINH
= Phat hién sém sau sinh cdc rdi loan bam sinh, di truyén
=« Thi€u G6PD
= Nhuoc gidp bam sinh
= Diéu tri kip thdi, phong ngira bién chitng
= Vang da tdn huyét
= Ngu din, chim phdt trién tim than

TU VAN DI TRUYEN TRUGC & SAU SINH PHU HQP
» Gidm gdnh ning vé tAm 1y, kinh t€ cho Gb, XH



CONG TAC TO CHUC MANG LUGI

i SLTS-SLSS

= 2006: Bat dau thiét Iap mang luGi cap TW
UBDSGDTE VN , BVTD , UBDSGD tinh
= 2007: Bat dau thiét Iap mang luGi cap tinh
UBDSGD tinh, BV da khoa tinh, TTCSSKSS tinh
= 2008: Tai lap mang ludi TCDS-KHHGD VN, BVTD,
TCDS - KHHGD tinh, SYT tinh,
CCDS-KHHGD tinh, BV da khoa tinh, TTCSSKSS tinh
= 2009: Thiét 1ap t6 chirc xudng tuyén huyén
CCDS-KHHGD tinh — huyén, BV da khoa tinh — huyén,
TTCSSKSS tinh — huyén
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Hoat Bong TAm Soat — Chan Doan £ 3
tai BV Tu DU

= Tam soat + chan doan TRUGC va SO SINH
= Tuvan di truyén

= Hoan thién hé théng labo, trang thiét bi

= Dao tao nhan luc

XN mau XN 8i Tam soat TS Thalassaemia
3 canbd (181/1.919) Triple test 15 can b
(1.011/12.017) Tam soat SS (96)
5 can bb
(3.154/166.190) SA PMDG
Tam soat TS
Double test

Két qua tinh dén 2006



‘_L NHAN SU PHONG DI TRUYEN

BO phan SLTS-SS: 6 ngudi
1 BS, 2 CNXN, 2 CNSH, 1 KTV
Pao tao vé SLTS, SLSS, sinh hoa di truyén & Uc, Bi
= BO phan di truyén t€ bao: 7 ngudi
3 BS, 2 CNXN, 2 CNSH
Pao tao vé di truyén t€ bao G Bi
= B0 phan di truyén phan tu: 4 nguoi
3 BS, 1 CNSH
Pao tao vé di truyén phan tr § Uc, Nhat



TRANG THIET BI TAI PHONG XET
NGHIEM DI TRUYEN BENH VIEN TU DU

Hé thong xét nghiém ty dong
va ban ty dong phuc vu sang
loc trudc sinh va sau sinh



TRANG THIET BI TAI PHONG XET
N%{IEM DI TRUYEN BENH VIEN TU DU

Hé thong phan tich nhiém sic thé phuc vu chan doan truéc sinh



PHAT TRIEN KY THUAT CAO .

Thuc hién tif ndm 1998 d€n nay va moi nim cip nhat

nhitng phuong phdp mdéi dé€ dua vao ¢ng dung
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SANG LOC — CHAN POAN TRUGC
SINH THUC HIEN TAI BV TU DU

= 9 thang dau nam 2009
- Trung tdm chan dodn trudc sinh thuc hién 47.911 lugt kham
- Sau khi str dung cac phuaong phap sang loc truGc sinh: DPMDG,
sinh hda mau me trong 3 thang dau va 3 thang gilra phat hién
4.298 thai ky nguy co cao.
- C6 2.200 trudng hgp dudc choc Oi.
- Cham dut thai ky:
694 thai DTBS
52 trudng hop réi loan NST

Down (32), Trisomy 18 (9), XO (1), XXX (1) va XXY (9)



At

PHAT HIEN DI TAT G THAI NHI TRUGC SANH 201
Kham thai 80.000-Thai k¥ NCC 5.101-B4t thudng 2.203-
Cham dut thai ky 1.245 trudng hdp

Hé than kinh
Di tat khac trung vwong

455 666
29 % 43 %
_I’l1i1nhau thai -

R&iloan NST ‘
86

5%
H¢ co xuong J
160 bung coc
10% 204

13%



SANG LOC TRUGC SINH BE AN

= Xay dung tri s6 MoM cho quén thé thai phu Viét Nam trén
mau mau kho (1800 mau)

- bang hiéu chinh phan mém tinh nguy cc

- bua vao Ung dung trong nam 2010 thuc hién cho thai phu tuyén

tinh vi dé 18y mau, bao quan va chuyén chd trong diéu kién s6ng
¢ vung xa.
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KET QUA THUC HIEN SLSS O BV

n 12 tinh thanh (2007-2009)
= TOng s6 tré dudc sang loc:

Thi€u men G6PD:

Suy gidp bam sinh:

Bénh vién Tu D{ (2002-2009)
= TOng s6 tré dudc sang loc:
Thi€u men G6PD:
Suy gidp bam sinh:

Téng san thugng than bam sinh:

i TU DU VA BPE AN

44.600
604  (1,35%)
10 (1/4460)

288.328

4109  (1,43%)
53 (1/5440)
5 (5/53218)



SO tré ¢ BV Tu D dudc thuc hién
‘L xét nghiém SLSS theo cac nam

38131

33406 34113 S22 34750
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2003
2004
2005
2006
2007
2008
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o
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20/11/2009



SO treé trong dé an dugc thuc hién
xet nghiém sang loc sa sinh theo cac
!JF- nam

10450

6669
j 1 103 2 186

2007 2008 2009

7 315

W SO tré SLSS W Suy gidp M Thiéu men G6PD




SO tré dugc thuc hién

xet nghiém SLSS theo cac tinh

Viing Tau
Vinh Long
TP.HCM
Tién Giang
Tay Ninh
Long An
Hué

Ddéng Thip
DPéng Nai
balat

Ca Mau

Binh Phuéc

3328

857

2905

2044

851

3587

6880

7715

7445

9037




KHO KHAN

Hoat dong dan so tai tuyén cdng déng chua hiéu qua dé truy tim
cac truéng hdp sang loc mat dau.

MGt sO tinh chua tham gia vao chuang trinh: Ca Mau, bPa Lat.
Xin duyét kinh phi s6m dé cé thé tién hanh thu tuc quyét toan
dung thdi han.



PHUONG HUGNG HOAT PONG
NAM 2010

Tap trung xay dung va phat trién mang IuGi & cdp do huyén, x5

- Vai tro cua Chi cuc dan s6 va mang IuGi cong tac vién dan so

- Xay dung hé thong quan ly mang IuGi va bao cao so6 li€u qua mang, theo
di cac trudng hgp bénh cho SLTS — SLSS (sd do t6 chiic mai tinh)

- Xay dung hé thdng bdo cdo RLDT, DTBS xuét hién hang ndm dé danh gia
hi€u qua chuong trinh

- Lén k€& hoach thuc hién va td chirc mang IuGi cho céc tinh thanh con lai



PHUONG HUGNG HOAT PONG
NAM 2010

Phoi hgp CCDS, BVDK tinh dao tao va lugng gia phucng phap l1ay mau

- Dao tao siéu dm sang loc, chan doan trudc sinh phat hién rdi loan di
truyén, di tit bAm sinh (600-1200)

- Ph&i hgp BV Nhi Ddng 1,2 dao tao chan doan, diéu tri, theo ddi suy giap

bam sinh cho BS bénh vién tuyén tinh (phai cd XN chlc néng gidp) (12-
20)

- T6 chic hgi nghi SLTS-SS va tong két hoat dong dé an hang ndm



PHUONG HUGNG HOAT PONG
NAM 2010

m ' 1Nang sO lugng xét nghiém sang loc trudc sinh va sad sinh
- Téng s6 tré sang loc s sinh ndm 2010 du’ kién: 60.000
- Téng s6 thai phu SLTS theo xét nghiém mau: 1800

= Nang cap trang thiét bi, may moc
- Bé&nh vién Tur Dii: hé th6hg may badm 10 gidy mau mdi, hé thdng
sang loc tu dong cong suat cao.
- Bénh vién DK tinh, BV san: may siéu am du diéu kién dé phuc vu

cho sang loc va chan doan trudc sinh bang siéu am



Nguodn: Carmencita Padilla, Philippine
NEWBORN SCREENING Country Report 2003






Chan thanh cam on




