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NOi Dung

"6ng quan vé bénh Thalassemia
"ai sao chung ta phai kiém soat bénh
"halassemia?

Chién Iugc tam soat truéc sinh bénh
Thalassemia thé nang & Chiangmai.

Vai tro cla bac si san khoa trong chuadng trinh
phong ngtia va kiém soat bénh Thalassemia
3 Thai Lan




| Thalassemia

e Bé&nh ly huyé&t hoc di truyén phé bién nhat

e Bénh ly thi€u mau tan huyét man

e DI truyén theo gen lan trén nhiém sat thé
thuang

e Giam san xuat globin
+~a-thal
+b-thal




Héi chung Thalassemia
nang
Phu nhau thai Hb Bart’s

Poéng hgp tu b-thal

Bénh HbE/b-thal
Bénh HbH




o-Thalassemia:
TU sinh hoc phéan ti dén dau hiéu lam sang

DNA  SICEIICE.

l Suy gidm chtic nang héng ca

L RUt ngan dgi s6ng héng cau

Protein

ol
a-Thalassemia
DAu hiéu lAm sang

Hong Cau

Thiéu mau néng trong tl cung

Cao huyét ap
trong thai ky




B-Thalassemia:
TU sinh hoc phéan ti dén dau hiéu lam sang

DNA SIS,

l Suy giam chtc nang
hong cau

Protein 5| — Giam ddi sdbng hong cau

Y
_-6

Lién quan dén thay doi

B-Thalassemia sinh ly bénh hoc

Hong Cau
Dau hiéu lAm sang

Thi€u mau man Cham phat trién thé chat Tao mau ngoaitdy U st




Bién chting

Sdi mat

Viém mang ngoai tim

Suy tim

U sat

e da

e Cdtim

e Tuyén noi tiét: Pai
thao dudng, Suy

giam hormon sinh
duc

e SO Gan

Giam chat lugng cudc song

Nhiém trung

Tan huyét cap (bénh HbH)
Ha oxy mau

Tao mau ngoai tuy

Tai bién mach mau nao
Loét man tinh

Bénh thi€u mau ty mién

Giam tudi tho




PIEU TRI

e Truyén mau
e Thai sat vd: Desferal, L1

o C
o G
o G

ndng oxy hoéa
nép tuy xuong

nép t€ bao mau cudng ron

e Gen liéu phap




Liéu phap truyén mau




Liéu Phap Thai Sat




Lich st bénh Thalassemia

e 1925 - Bao cdo dau tién vé bénh thi€éu mau
cua Cooley

e 1932 - Ducgc dat tén “Thalassemia”

e 1937 - B&o cdo dau tién cho rang ,
Thalassemia la bénh ly thiéu mau tan huyét
man

e 1959 - Bdao céo dau tién vé cau truc cla
HbH (B,) va Hb Bart’s (y ,)




Piéu tri Thalassemia & Thai Lan

1947 - Tha thuat cat bd lach do cudng lach
1969 - B6 sung axit folic

1980 - Truyén mau

1985 - Liéu phéap thai sat

1988 - Té bao tay xuong

1993 - Té bao gdoc mau cudng ron




Ty 1& méc bénh thalassemia & Thai Lan

Phan loai

a - thalassemia 1
a - thalassemia 2
B - thalassemia

Hb E

Hb Constant Spring




S6 ca bénh Thalassemia m&i moi nam va sé bénh con séng

SO cap cg
chong co
nguy ca SA-ra QA ra
Phan loai moi nam md 5,125 ca/nam

bong hop tu p-thal * 2,500 _:l—nw
Bénh B- thal / Hb E ** 13,000 . 97,500

Phu nhau thai Hb Bart's 5,000 1,250 0

Bénh Hb H *** 8,000 7,000 420,000

Tong cong 48,500 —to—t25— 523,750

Udc tinh trén mot triéu ca sinh mét nam




Lap luan lam sang vé bénhThalasser

Céap vo chong |
c6 nguy co

Quan thé dan so J

| Cham soc tai W

—

Trudc khi*vao vic i

e2n X fnang yo!
el Mang gen\t
A Mang gen\t P :
tien 99 Dau kicurnalassemia
san Syndrome

/\ Cham soc chiia tri \
Thalassemia vz

Cham séc y khoa

y 90s weyo
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Van dé noi tiét
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TAI SAO

Tan suat cao 30-40%
1% ngudi Thai Lan mac bénhThalassemia
Tré so sinh mac bénh 5,125 ca/nam

O mién Bac Thai lan, m&i 1000 thai ky sé c6 6-8
ca Thalassemia thé nang

e Ganh nang cho bénh nhan va gia dinh
e Ganh nang kinh té xa hoi
e Nén dudc kiém soat




Chuong trinh quéc gia p kiém soat bénh
Thalassemia t A

Muc tiéu

1. Gidm ca bénh thalassemia thé ndng mdi qua
chuadng trinh tham van

2. Diéu tri hidu qua dé kéo dai cudc séng cho bénh
nhan

Thoi Gian thuc hién chuong trinh
20 nAm — bat dau 1992 (7" k& hoach phat trién qudc gia
lan tha 7)
— ké&t thuc 2011 (10t k& hoach phat trién quéc
gia lan thi 10)




Muc tiéu chinh cua chuong trinh
ngan nglia va kiém soat la

Giup gia dinh ngdn chdn thalassemia thé ndng




Ngubn nhéan luc

" Bac si: San khoa, Nhi khoa, N3i khoa, Di
truyén..

e Y ta: Phong kham tién san, phong xét nghiém,
phong sanh, phong kham ké hoach héa gia
dinh...

e KV thuat vién y khoa : xét nghiém tam soat
chan doan ..




Chuong trinh quéc gia phong ngtia va kiém soat bénh
Thalassemia thé nang

Gido duc stic khée vé bénh Thalassemia cho nhan vién y té va
cdng dong

Phat hién nguGdi mang gen bénh

Ché&n doan trudc sinh va chdm dut thai ky chon loc

5. @ng gia chuong trinh >




N&i dung ki€n thuic truyén dat

e DAau hiéu lam sang va nguyén nhan gay bénh
e Ngudi mang gen bénh khdéng cé biéu hién triéu chiing
va c6 kiéu hinh binh thudng

e Su khac nhau gitta ngudi mang gen bénh va ngudi
bénh

e Tién trién clia bénh va phudng phap diéu tri

e Anh hudng trén bénh nhan, gia dinh va tién lugng
e Cach thtc truyén bénh

e Cac phuadng phép sang loc va chan doan bénh

e Udc tinh nguy ca cho caé cap vg chong

e Huéng lva chon cho cac cap vg chéng




Cach thuc truyén bénh
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Severe Thalassemia thé ndng & Thai Lan

1.Phu nhau thai bénh Hemoglobin Bart’s

2.D6ng hop ti [-thalassemia

" o~-thal1l x a-thali
Rl a-thall x HbH

0/+ thal x 9+ thal
0+ thal x thal/HbE

0+ thal x Hb EA/EE
0+ thal x thal/HbE



Phu nhau thai bénhHb Bart’s




bO-thalassemia

major




Ti€p can trudc sinh dé phong
ngla va kiém soét

bénhThalassemia thé nang




GEIMRUGERENR

|

Sang loc tién cdu
- Sang loc OFT & HbE
- HbA, & PCR cho a-thal1)

TIEP CAN TRUGC SINH

Xax dinh cac cap vg
chong c6 nguy co

>

!

Chéan doan trudc sinh
Sinh thiét gai nhau , Sinh thiét cuéng ron

!

Cham dit thai ky, néu mac bénh (luc chon)

Kiém soat truéc sinh thalassemia thé niang : Chiang Mai strategy
Prenat Diagn 2000; 20: 229-234




Chién lugc sang loc

PCR cho a-thald Po tinh tham
hong cau

no 1n Dudng tinh

Loai a-thall SEA / Thai deletion

HbH Hb A,

Sang loc HbE

Duadng tinh -

10-20%

20-40%

40-60%

Free from 3, B/E o thal1/HbE

Hb E trait

B/HbE

Pong hgp ti HbE




Chan doan tién san

o Ky thuét xét nghiém
e Phan tich DNA

e HPLC (Phan loai
Hb)




Cac dau higu cla siéu 4m




Ky thuatchanmn doan trusSc sinh

Preimplantation Diagnosis

invitro fertlization 8 cell embryo

biopsy one cell single cell genetic analysis by PCR

———%  birth of unaffeted baby

L cathee
implant embryos found not

S Ullrasound Amniocentesis - II‘ P h é n tl’C h D N A
Flacenta _ gf %'.;.:SF:

_Qroﬁrbells

Utcrus Copyright 1883 deneGare

) Phan loai Hb




Tham van di truyén bénh

Thalassemia




Trién khai chuong trinh tham van
nhu thé nao?

e Van dé gi chung ta can tham van?
e Thdi gian nao la tot nhat?

e Tham van cho tiing ca nhan hay mot

nhém?

e SU dung tai liéu gi dé tham van?




Chuong trinh phong ngtia va kiém soat

iyt

Sang loc nguGi mang gen banh Thalassemia

1l

Phat hién céap vg chdéng c6 nguy co

iyt

Chan doan truéc sinh

Can tham van
hiéu qua




Pic diém cula ngudi lam cdng tac tham van

Cé ky nang tao moi quan hé tét véi bénh nhan va gia dinh ngudi
bénh

Ky nang lang nghe t6t

Ky nang giao ti€p t6t bang I8i ndi, suy nghi, va biét s dung ngén
ngl cd thé

Ky nang dat cau hoi

Biét thong cam Nén la nha y khoa

Ky nang dién giai

d - B Hiéu vé bénh Thalassemia &
Su dung thdong tin chan that

nhiéu khia canh khac nhau
Cung cap du thdong tin cho cac
cap vg chdng




Tham van di truyén

Cung cap thdng tin vé bénh Thalassemia cho cac cép
vg chdng

Pua ra huéng chon lua dé cac cap vo chéng chon ra
hudéng tét nhat

Ho trg vé mat tam ly cho cac cap vo chong

TOn trong su lua chon cua bénh nhan




Ca budc tham van bénh Thalassemia

1. Ché&n doan: ngudi bénh va ngudi mang gen bénh

2. Pua ra nhiing thong tin vé bénh, c6 nhiing khéa hoc
vé bénh, cach thic diéu tri, cach thiic truyén bénh

3. Panh gia nguy co

4. Théng bao vé nguy co
5. Pua ra cach chon lya




Céach chon Iya dé tranh sanh ra tré bi bénh cho céac
cap vg chong mang gen bénh

e DAi v3@i cac cdp vo chdng co6 nguy cg, su lua
chon sé la:

e Khong sanh con

e DuNg ky thuat hé trg sinh san, st dung triing
hoéc tinh triung dugc hién

e Xin con nuoOi
e Chan doan trudc sinh (PND)




Chan doan trudc sinh

. Sinh thiét gai nhau (CVS)

. Choc 01

. Sinh thiét t& bao cudn ron (Cordocentesis)
. Chan doén tién cay phoi (PGD)

. Té bao thai nhi trong tuan hoan mau me
DNA tu do trong huyét thanh me




NGi t6 chtic

. NGi phu hgp = riéng tu

. Chon thai gian phu hgp

. C6 ¢4 hai vg chong

. Khéng tham van truc tiép

. D& hiéu
. Nén can cé hon mdt Ian tham van
. Bimat thong tin



Thdi gian tham van trugc sinh

Trudc khi lam xet nghiém phat hién ngucéi mang gen
bénh (trudc khi mang thai hay l1an kham thai dau tién)

Khi phat hién vg hodc chong mang gen bénh

Khi c& hai vg chong déu mang gen bénh (hai vg

chong déu cé nguy ca)
Khi nhan dudc két qua chan doéan trudc sinh

Sau khi cham dut thai ky




5 N Trude khi lam xét nghiém
N V 4 [ ] N h’th"‘ u’(\j bA h
Chan doan di truyén phét hign ngudi mang gen bér

Muc tiéu:

o H‘ié’u ly do tai sao phailam xét nghiém
tam soat nguGi mang gen bénh
thalassemia

e C6 thé quyét dinh lam xét nghiém cho
ngudi mang gen bénh

e Hiéu k&t qua xét nghiém




Tham van di truyén: Trudc khi lam xét nghiém phat
hien ngudi mang gen bénh

Thong tin

1. Thalassemia la gi?

2. Khda hoc vé nhiing triéu chiing 1am sang va
phuong phap diéu tri bénh Thalassemia

3. Khac nhau gitra ngudi mang gen bénh va
Nngudi mac bénh

4. Ty |& mac bénh thalassemia G Thai Lan

5. Gidi thich su can thiét va nguy cd khi sang
loC




Tham vn di truyén:
Khi phathién ra ngudi m@n bénh

Muc tiéu:
e Hiéu rd k&t qua xét nghiém

e Cung cap day da thong tin
trudc khi lam xét nghiém mau
cho ngudGi mang gen bénh




Tham ¥n di truyén:
Khi phat hién ra ngudi mang gen bénh

Thong tin
1. Phan loai nguGi mang gen bénh
2. Khac nhau gitta ngudi mang gen bénh

va ngudi bénh

3. Giai thich tai sao mang gen bénh

4. Giai thich su can thiét va nguy co khi
lam sang loc

5. Gidi thich nguy cd va su lya chon dé
tranh sinh ra tré bj bénh




Tham van di truyén:
Khi ca hai vg chong c6 nguy cé mac bénh

Muc tiéu:
e Hiéu vé& nguy cd mac bénh Thalassemia

e Nhan dugc day da théng tin dé quyét dinh
trdnh sanh ra tré mac bénh

e Lua chon phudng phap dé tranh sanh ra
tré mac bénh




Tham van di truyén:
Khi phat hién ra ngudi mang gen bénh

Thong tin {' {r

1. Giai thich vé ngudi man 454k JE 4E
gen bénh
Gia thich nguy c6 vd. 25% la
nhu thé nao

3. Giai thich vé bénh Thalassemia trong gia dinh

4. Luc chon chan doan trudc sinh

5. Giai thich vé cac erdc thuc hién, han ché, gia

thanh va nguy co say thai doi véi ting ky thaut
chan doan trudc sinh.




Tham van di truyén:
Sad-khi chan doan tién’san

Muc tiéu:

e Hiéu rd k&t qua xét nghiém

e Chon lya huéng xu tri trong truéng hgp
thai nhi mac bénh

e Hiéu rd kha nang sinh con ¢ nguy ca ton
tai 3 nhiing lan mang thai tiép theo




Tham van di truyén:
Sau chan doan tién san

Thong tin
1. Giai thich k&t qua
2. Trong trudng hgp thai nhi mac bénh:

gidi thich nhiing dac diém lién quan
dén bénh va huéng xu tri

3. Giai thich ting huéng xu tri

4. H6 trg tinh than




Muc tiéu:
e Hiéu rd toan bd hé théng phong ngua

va kiém soat

e Biét hudng chon lua cho thai ky ké
tiép

e HO trg tinh than




Thong tin
1. Gidi thich két qua

2. Giai thich vé hudng lua chon trong
tuong lai (phai dugc danh gia vao
thdi gian va hoan canh phu hgp)

3. HO trg tinh than




Hudng dan chung cho nha tham van di truyén

e Tranh cung cép qua nhiéu théng tin
(Gidi han thdng tin)
e SU dung théng tin can thiét va hiiu ich

e Giao ti€p dan gian dé hiéu

e Tranh giao tiép hay cung cap thong tin
mang tinh de doa

e TOn trong su lva chon cla bénh nhan










1. Nhiing ca bénh mdi téi dang ky tham
gia chuadng trinh
2. Phan tich sé liéu va so sanh vdéi so liéu

mong dagi
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S6 bénh b thal/ Hb E mdi

02 _0_ oiooo[ll_o—ep
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Phu nhau thai Hb Bart’s
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Tinh toan thong tin trong

phong ngtia va kiém soat




Thong Tin dich t€ hoc

Cdc thé Thalassemia % TAan suit gen
o thalassemia — 1 9 0.045
B thalassemia 6 0.030
HbE 10 0.050

Pong hgp tit a thalassemia — 1 (Phiu nhau thai Hb
B thalassemia nang 1 (per 1000 preg.)
HbE/ B thalassemia 3 (moi 1000 thai ky.)




S6 tré c6 thé méc bénh thalassemia déng hgp ti va di

hop tu

Thalassemia

Péng hop ti a thalassemia 1
(Phu nhau thai Hb Bart’s)

moi 10,000 thai ky

28

112

B thalassemia nang

9

36

HbE/  thalassemia

36

144

S6 cap vg chong nguy co 292/10,000 = 2.9%

Phong ngua bénh thalassemia




K&t qua chuong trinh phong ngira bénh
G bénh vién dai hoc Chiangmai

Nam 2003 2004 2005 2006 2007

So trudng hop | 2152 1765 1737 1504 1563

dugc sang loc

So6 ca duadng
tinh

So céap vg

chong cé nguy

(o]0]

# Hb Bart’s

# B thal nang

# HbE/ B thal

Mac bénh




K&t qua chuong trinh phong ngira bénh
G bénh vién dai hoc Chiangmai

Nam

2546

2547

2548

2549

2550

Téng s6 ca

dugc sang loc

2152

1765

1737

1504

1563

So6 ca duong
tinh

S6 cap vo
chong cé nguy
(o]0]

# Hb Bart’'s

10

# b thal major

3

# HbE/ b thal

18

Mac bénh

T V‘JWHE
loc

10

Cap vg chong co
nguy co

UdOdll tiell sdall

M&c bénh

% Mac bénh




SO ca

Tong s6 (| 154/193
chan doan

tién san
Affected

% affected

v'TUr chdi chan dodn tién s3n:
v'MAat so liéu: 18

v'Qua tudi thai 5

v'Bo thai 7

193-154=39

Ty 1€ cidp vd chong c¢6 nguy cd 2.9% (253 cip)
S6 CAR mat thong tin 60 (~ 23.7%)
Hiéu qua phét hién CAR 76.3%




S6 liéu chan dodan tién san cla 7 tinh phia Bac
( nam 2006)

nam Bénh S6 lugng

Sinh thiét té HbBart’s 50

bao cudng .
&n ‘ b thal major 16

Sinh thiét gai HbE/ b thal 71
nhau

AF

Téng sb

Téng s6

_— wWunine
AffeCted = 137/569 L {' ﬂ Finilouiu
=24.1%

BEEE

1wavming 2wauwve 14 uhilse




S6 lugng e MOoi 1000 thai ky
Téng s6 thai ky 49,699 e Nguy cd bi thalassemia: 7.3

Cap vg chéng cé 569 e Cap vo chéng co nguy co: 7.3
nguy cd

% cap vg chong 1.14 o Phan tram cap vo chéng co
nguy co nguy G = 2.9 %

X4c dinh c&p vg chong ¢ nquy co

cao hén mong dagi

CAR 2.9% (~1,440 cap)
S0 ca mat thong tin ~ 872 (60%)




Nhiing nguyén nhan dan dén viéc khéng thé
phat hién bénh

1. Kham thai lan dau tré
2. Ngudi chong khong tham gia chuang trinh
3. Chat lugng xét nghiém

5. VAn dé tham van

7. TU ch@i chan doan tién san




Problem identification

Sang loc

Xét nghiém chan doan

Phat hién nhiing cap vg chéng c6 nguy co

ILEILRE

Chan doan tién san
Cham dut thai ky
Chi phi

Quan ly sé liéu

Két hgp mang lugi

Kién thiic clla nhan vién cham séc y té




Problem solving

e Tham van nhiing xét nghiém sang loc
va chan doan cho cac cap vg chdng cé
nguy cd moét cach hiéu qua

e Tiéu chuan hda xét nghiém sang loc

e Hé thédng kiém tra tliing budc

e Qua trinh tham van di truyén
e Quan ly di liéu
e Kiém tra chat lugng xét nghiém




Quan ly

e MUic do chinh sach (Néu can thiét m& rong
chudng trinh toan quoc)

e Khdi diém thuc hién & ngi c6 du diéu kién

e D{i liéu va thong tin dudc cung cap song song
e Két hgp véi cac chuyén gia

e Hop hang nam

e Quan ly chuong trinh

e Chuong trinh quan ly sé liéu




Két lu

Qua trinh

e Lam viéc theo nhom

e Huan luyén moi mat trong chuong trinh
e Tham van
e Chién lugc sang loc (Phong xét nghiém)
e Kinh nghiém va k¥ thuat chan doan tién san
e Cach xU tri va ky thuat cham dut thai ky

e Hé thdng quan ly so liéu







