Sang loc va chan doan trugc sinh
bénh thalassemia thalassemia

Nguyén Khac Han Hoan
Phong Di truyén - Bénh vién TU DO




Bénh thalassemia

RGi loan sdn xuat chudi globln dé tong hop
Hemoglobin = Thiéu mau tan huyét

Dot bién gen globin
Chd yéu la gen alpha va / hoac beta globin

Di truyén lan, theo quy luat Mendel

ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN
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5 gen globin - Globin gene loci
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Alpha thalassemia: kiéu gen - kiéu hinh

(aa/aa) Nguoi binh thuong

thai chét luu

cho thé hé sau

trong tu cung
Hb Bart’s
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. PHONG DI TRUYEN

ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG




Beta thalassemia: ki

?

&u gen - kiéu hinh

5’

B/B Nguoi binh thuong

B/BM Dot bi€n 1 gen

Khong biéu hién l1am sang
Thi€u mau nhe

Hong cau nhd va nhugc sdc
MCH < 28 pg, MCV < 80fL

TRUYEN BENH CHO THE HE SAU

BM/BM Pot bién 2 gen

Thi€u mau nang

Khéi bénh sGm

Diéu tri phtic tap & ton kém:
truyén mdu, cat lach, thai sit,

ghép tuy
TU VONG KHI CON TRE

-28
d17AsT  Cd4142-TCTT
Cd7172+A -
Cd26G>A . Cac dot bién
IVS1- Cd95>+A  |vs2.654 gen beta
1G>T '
3 thalassemia
pho bién & Viét
Exon1 IVS-1 Exon 2 IVS-2 Exon 3 Nam

@; ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
#  PHONG DI TRUYEN



ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN



Thalassemia - Kiéu Di Truyén

Ngudi mang 1 gene bénh:

=  Thi€u mau: hong cau nhd, nhugc sic
MCV < 80fL, MCH < 28pg
khong bi€u hién 1am sang

khong can diéu tri
= C6 thé c6 con bj thalassemia ndng

néu 1dy ngusi mang 1 gene bénh N M

N M
0@ 7@ G

N : normal — M : mutated | 9
N/M : mang gene bénh, nhung

M/M

khong bénh
N/N : ngugi binh thuong
M/M : biéu hién bénh

ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCT
; PHONG DI TRUYEN




Phan b6 thalassemia

Tan suat
cao O cac
vung sot

Hién
bénh luu
hanh
khap noi
do di dan

réet > ¢
Chong sot
rét

269 triéu
nguai
mang mot
gen
bénh
(carriers)

160.000
sg sinh

mac bénh

moi nam,

hau hét &
vung
bong
NEl WA
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5,1 triéu
nguci mang
gen bénh
1700 tré
sa sinh
mOi nam

bénh

WHO 1983: thalassemia la vin dé sic khée nghiém trong cia thé gidi

Nguén: WHO (1983) Community control of hereditary anaemias. Bulletin of the World Health Organization, 61: 63-80;
Hoan NKH (2005) Thalassaemia and a model of prevention in Vietnam. Master thesis. Sydney Uni.

ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG

PHONG DI TRUYEN



Mot nha ba con cung bénh thalassemia
(Nguén: Bio Lao Pdng sé 161 ngay 23/6/2002 cua t/g Nguyén Thinh)

“Chau Nguyén Triéu Huan 15 tudi, con
clia 6ng Tho va ba Nong, viia trdi qua
dgt truyén mau thi 3 tf dau nam, tai
Bénh vién Pa khoa tinh Gia Lai.

Stic khée clia chau rat suy kiét, da xanh
nhgt, bung dng, chan tay teo top.

Can bénh thalassemia da cuing lic
tdn cong cd 3 trong 4 difa con cla ong.

C6 chi Quynh Nhu phat bénh nam 1980,
lGc méi 1 tudi. Ti€p d€n Huan va Chuong,
em trai 11 tudi.

Bénh vién tuyé&n tinh chi c6 thé kéo dai su
song bing cach truyén mau va cat lach dé
nGi rong khodng cach cac dgt tan huyét,
cting nhu dé tranh v& lach khi n6 qua to”.

> Thalassemia
@ GGGCAG
s —

PHONG DI TRUYEN

Nature Reviews | Genetics




Phong ngua bénh thalassemia

= Phong ngtra cac trudng hgp mac bénh méi
< Sang loc va chan doan TRUGC HON NHAN
Iran, Sardinia, Sip
< Sang loc va chan doan TRUGC SINH

Y, Hy Lap, Anh, Uc, Chau MYV, Singapore,
Thai Lan, Malaysia, Trung Quoc, Dai Loan

= Bénh vién T Da: Tir 12/2006, trién khai sang
loc va chan doan truéc sinh bénh thalassemia.

. f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
=252 PHONG DI TRUYEN




Po6i tugng sdng loc

= Tat cd thai phy kham tai BVTD
dong y tham gia SLTS va CDTS

= Cac truong hgp da co tién st gia
dinh mac bénh thalassemia

- J) ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN




Cac cong thic tam soat hién nay

WHO MCH < 28pg hoac MCV < 80 fL

Shine va Lal (MCVZ2x MCH):100 Do nhay > 92,5%
< 1530 hudng chan doan thalassaemia
> 1530 khéng huéng thalassaemia

Mentzer MCV:RBC
< 13 huéng chan doan thalassaemia
> 13 huéng chan doan thi€u mau thiéu st

England va Fraser | DF = MCV - RBC - (5 x HGB : 100) - 3,4
< 0 hudéng chan doan thalassaemia

> 0 hudng chan doan thi€u mau thiéu sit
Khong ap dung cho ngudi mang thai hoac MCV> 80 fL

Pearson MCV < 79fL

Phan tich Hb va sit trong mau dé phan biét thi€u mau
thi€u sit va thalassaemia thé an

.f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG

%2 PHONG DI TRUYEN



Sang loc tinh trang mang gen thalassemia

% Xac dinh thi€u mau nhugcc sac: XN huyét do (may Cell
Dyn 3200 — Abbott)

< Loai trt do thi€u sat: XN Ferritin (mdy Cobat — Roche)

% Dinh huéng loai bénh thalassemia: DBién di hemoglobin
(may Variant | HPLC — BioRad)

Sang loc duong tinh khi
MCV < 80fl hodc MCH < 28pg
Ferritin binh thuong

Ti I&é hemoglobin bat thudng, hodc c6 su hién
dién cta loai hemoglobin bat thudng

> Chuyén TU VAN va CHAN POAN TRUGC SINH

ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN



Luu do sang loc va chan dodan

THAI PHU

1an kham thai dau tién

Y

CAP VG CHONG

da biét mang gen bénh

Phan tich s3t trong mau

mang gen bénh

SANG LOC ME am tinh .
Bénh s, Cong thiic mau
+ duong tinh
SANG LOC CHA am tinh - .
Bénh sti, Cong thiic mau NGUNG
SANG LQC
+ duong tinh
CAP VO CHONG Am tinh
Phan tich sat trong mau
Phan tich haemoglobin
duong tinh - i
CHAM DUT
) I THAI KY
TU VAN Thai bi bénh
S R N s

CHAN ;
POAN Y

Bénh s, Cong thiic mau TRUOC Thai ~

—p % ’ >
Phan tich haemoglobin SINH binh thuong; THEO DOI

VA DUOGNG THAI

-~

SAU SINH:
chan doan kiém tra




Sang loc bang xét nghiém huyét do

TEST RESULT ABN NORMALS UNITS
RBC 6.03 ( 4.2 - 6.1 ) M/uL
"HGB 9.4 ( 12- - 18 ) g/dL
HCT ' 31.3 e B — Dl ) %
MCV 1.9 ( 80 - 99 ) fL
MCH 15.5 ( 27 .= 31 ) Pg
MCHC 29.9 ( 33 - 37 ) . g/dL
CHCM 32.3 ( 33 37 ) g/dL
CH 16.7 ( | )  Pg
RDW | 18.5 ( 11.5 14.5 ) %
HDW 3.72° . ( 2.2 - - 3.2 ) g/dL
PLT 384 ( 130 - 400 ) K/uL
MPV 8. b ({ 7.2 = 1l1l.1 ) fL
WBC 8.65 ( 5.2 - 12.4 ) K/uL
$SNEUT 34.9 ( 40 = ¢4 ) %
$LYMPH 50.4 (19 —- 48 ) %
$MONO 6.5

seos 2.8 | Thi€u mau nhugc sac

$LUC 4.77 ( O - 4 )

; ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN



YEU CAU

§

KET QUA

F2reiHine
BL: #b Ferritine : ng/mi
 Nam : 25-300 ng/ml )
( NG : 16-160 ng/ml
F 8.0% - A2 1.6% < . N N . . R
= : Sang loc tiép bang Ferritin va
; A t 80,4 .
swrry TR NS dién di Hb
i u ¢ buo didn s
1 i X . . <
! ! - Nghi ngo mang gen alpha
) \ — thalassemia
i 1
] [
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q \ ANALYTE 1D % TIME ARES
F 8.0 1.208 186776
| J‘“‘ e p2 4.8 1.37 113592
g - it , P3 3.3 1.88 76865
e = Ao 82.3 «2.56 1928325
R T T T A2 1.6 3.66 33867




Chan doan truéc sinh fim dét bién gen

Chi thuc hién khi sang loc duong tinh

= Bénh pham
“*Mau ngoai vi (3 mL)
< T& bao dich 6i (10 mL) I
“*Mb gai nhau (4 mg) ] UJ l ]

= Ky thuat
% SuU dung cac ky thuat dya trén phuong phap PCR
alpha thalassemia: gap-PCR, MLPA, enzyme giGi han

beta thalassemia: multiplex ARMS-PCR, gidi trinh tv DNA,
MLPA

} ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN




Quy trinh chan dodn dua trén PCR

khuéch dai
0000 ping PCR

tach DNA
00000

s
TB méau / DNA cla Poan DNA dugc
TB Oi b6 gene khuéch dai ~1 ty lan

banh dau,
Dién di




Mot s6 thiét bi si dung trong chan dodn gen

-‘F:?f :T- y
May ly tam May dinh lugng DNA  May luan nhiét

Tu cay CO2 May chup hinh Hé thong dién di mao quénva  Pipette

e 9 . N
Gel gidi trinh tv DNA
@ ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG

PHONG DI TRUYEN



Két qua sdang loc & chan doan trudc sinh
nam 2008

ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN



Két qua sdng loc trudc sinh

S6 thai phu dugc sang loc bang XN huyét do: 11.356 ngudi
Trong do,
SO tridng hop bi thiéu mau nhugce sac phat hién: 3.642 ngudi
(32,1%)
S6 trudng hop chan doan tim dot bién thalassemia: 316 trudng hop
Trong do,
S6 truong hop trudng hop thai dugc chan doan TS: 78 thai
(24,7 %)

i

-
s w8
(fef ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
3% PHONG DI TRUYEN



Mot s6 ddc diém coa 316 truéng hdp chan dodn

PAC PIEM TAN SO Ti LE (%)
Loai mau Mau 238 75,3
(n=316) Dich 6i 78 24,7
Gidi tinh* Nam 113 47,5
(n=238) N 125 52,5
Dan toc* Kinh 222 93,2
(n =238) Hoa 10 4,2
Kho-me 1 0,4
Mudong 1 0,4
Nung 1 0,4
Tay 3 1,3

* Khong xét yéu to6 gidi tinh va dan toc doi vdi thai.

—

.f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG

\“xze £  PHONG DI TRUYEN



Loai gen khdo sat trén 316 truéng hop chan doan

PAC PIEM TANSO (n)  TiLE (%)
Tim dot bién ALPHA thalassemia 200 63,3
Tim dot bién BETA thalassemia 68 21,5
Tim ALPHA + BETA thalassemia 48 15,2
Tong s6 316 100

s L

s W

;@f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
=252 PHONG DI TRUYEN



Kiéu gen cOa 316 d6i tugng chan dodan

KIEU GEN TONG SO  NGUOI LON THAI

T.50 (%) T.50 (%) T.50 (%)

Khong phat hiendot 65 20,6 39 12,3 22 7,0
bién

Mang 1 hodc nhiéudot 251 79,4 197 62,3 56 17,7

bién
T5ng sO 316 100 236 74,7 /8 24,7

ST Ty
s K
(@f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
“a¥%%  PHONG DI TRUYEN



Tan s6 va ti lé coa cac dot bién dugc phat hién

POT BIEN PHAT HIEN TANSO  TiLE (%)
Tong s6 dot bién phat hién duoc 295 100
Beta thalassemia (n = 88 ~ 29,8 %) 88 29,8
Alpha thalassemia (n = 207 ~70,2%) 207 70,2
_-SEA 163 78,7
-a3.7 20 9,7
a0 (Hb Constant Spring) 13 6,3
-04.2 8 3,9
--DUTCH 2 deletion* 2 1,0
~THAI* 1 0,5

* cac dot bién mat doan gen alpha thalassemia chua dugc cong bé 6 ngudi Viét
Nam, dugc phat hién bang ky thuat MLPA.
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-
s w8
(fef ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
3% PHONG DI TRUYEN



MLPA: Phan tich dinh lugng gen alpha globin phat hién dot bién
Alpha thalassemia, tuong Ging véi kiéu gen dot bi€n Thai/N

THAI deletion

a
A 4

@ ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN



MLPA: Phat hién dot bién ALPHA thalassemia cho thay thai c6 kiéu

gen dot bién SEA/DUCTH?2
- tién lugng bénh Hb Bart’s (phu thai va nhau).

2

1.5

Ratio
'—\

0.5
0
apyiew Location
SEA delétioh
< >
= < D 2 deletion R
| ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG

®¥2  PHONG DI TRUYEN




Tan s6 va ti 1é cOa cac dot bién BETA THALASSEMIA

POT BIEN BETA THALASSEMIA (n = 88) TAN SO Ti LE (%)
Cd 26 GAG>AAG (HbE) 43 48,9
CD17 AAGTAG 13 14,8
CD4142 -TCTT 11 12,5
CD95 +A 7 8,0
CD7172 +A 6 6,8
CD26G>T * 3 3,4
POLY A Tail AATAAA > AACAAA * 2 2,3
28 ASG 2 2,3
IVS2-654 C>T 1 1,1

* cac dot bién beta thalassemia chua dugc cong b6 & ngusi Viét Nam truGe day,
dugc phat hién bang ky thuat gidi trinh tv DNA.

s e
(@f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
“a¥%%  PHONG DI TRUYEN



Gidi trinh ty DNA gen beta globin. MGu 08.37 bi dot bién
tai poly A tail (AATAAA >AACAAA) gay kiéu hinh beta

2.0

thalassemia.
Base MNumber 1560 1370 1580 1590
Codon MNumber 20 E21 522 523 524 525 L52Ze 5:=z7 EZB 529 53] 531 533
Beference AA Translation L 3 I Tl I L =] M E E H L
GenomeDMNA HEEB- NGOO00O07.txt jOC ITS AZC ATC ToE ATT CTE CCT AAT AAR ALDL CAT TT.A
08.37BR3.A10 08080109ME cC ITE AGC ATC Tz ATT CTE CCT AAY AAR AAR CAT TTH
Differences 2
Consensus -2 TTE AGZ ATC TEE ATT CTiE CCT AAE Anp ApR CAT TTH
Congensus AA Translation L 3 I T I L B I E E H L
1] [ L |
1098431, 2.98 05.37BR3.A10_03080109MS {(Reverse)
35
- 130 120
B c T & afvy |a & & & A& L o8 - T T & T T T
25é

1.3 4

MNMuorascancs

1.0

05

0.0 4 I T T Y A N | O N O
I I I I I I I I I I I I I

10z00 10330 10400 10450 10500 10550 0500 10630 10701 10730 10800 10830 10900 104850
Data Foints

s 3
(@; ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
=252 PHONG DI TRUYEN



PHAAN TICH TRINH TOI GEN (SEQUENCING)

26 TTACTG T CTG TGGGGINAGE TG AAG TGG ATG AAGTIGCTCGINACE CCCTEGGC2GC T
0 70 80 90 100 110 120

A>T G>A

Al . l
W |

Bénh nhan 1: mang 2 gen bénh Codon 17 A > T & Codon 26 G > A

CHOUTT TGO CACACTG /GTG6 AGCTGT ACTGTG 4 & A0 NINNNCC TNG A NCNN -~ A5 NINTNC GGl
41 420 430 440 450 460 470

+A

Bénh nhan 2: mang 1 gien bénh Codon 95 +A




G2

Phan bé kiéu gen cba 251 dbi tudng mang gen dot bién

KIEU GEN TONG SO NGUOI LON THAI
Tsd | Tile (%) | T.sb | Tileé (%) | Tsbé | Tilé (%)
Alpha thalassemia
--SEA/N, --THAI/N 119 47,4 101 51,3 18 33,3
-a3.7/N; -a4.2/N; HBCS/N; -04.2/-a3.7 25 10,0 20 10,2 5 9,4
Bénh HbH: --SEA/-0.3.7; --SEA/-04.2; --SEA/0 5a; 14 5,6 11 5,6 3 5,6
--DUTCH2/-04.2
Bénh Hb Bart’s: --SEA/--SEA; --SEA/--DUCHT2 13 0 0 0 13 24,1
Beta thalassemia
HbE/N 30 12,0 27 13,7 3 5,6
Beta/N 33 13,1 28 14,2 5 9,3
HbE/HbE 1 0,4 | 0,5 0 0
Beta thalassemia ning: HbE/Beta; Beta/Beta 8 3,2 6 3 2 3,7
Alpha va beta thalassemia
--SEA/Beta 1 0,4 | 0,5 0 0
--SEA/HbE 6 2.4 2 1,0 4 7,4
-a3.7/Beta 1 0,4 0 0 1 1,9
Tong sb 251 100 197 100 54 100

\G




Kha ndng phat hién thalassemia cua cac
cong thuc sang loc

CHIi SO SANG LOC TAN SO Ti LE (%)

MCH (n =177)

Duong tinh < 28 pg 174 98,3
Am tinh >= 28 pg 3 1,7
MCV (n = 175)

Duong tinh < 80fL 163 93,1
Am tinh >= 80fL 12 6,9
SHINE & LAL* (n = 180)

Duong tinh <1530 154 85,6
Am tinh >= 1530 26 14,4

* Cong thdc Shine & Lal:  MCV2 x MCH : 100

=

s K

(l'(ef ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
3% PHONG DI TRUYEN




Cac truéng hgp sang loc bo sot

3 ngudi mang gen 12 ngudi mang gen
c6 MCH > 28pg c6 MCV > 80fL
Dot bién gen 2 6
Alpha globin -a3.7/N, -04.2/N -a3.7/N, -04.2/N,
HbCS/N
Dot bién gen 1 3/12
Beta globin Codon 26 GAG>TAG HbE

o

s 3

(@f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
“a¥%%  PHONG DI TRUYEN



Mot truong hgp Alpha thalassaemia
e L Oy

¢ o ¢ BT

g ® e

Phu nhau va Phu nhau va Phu nhau va
thai, 20 tuan thai, 30 tuan thai, 26 tuan

(- /- -) (- /- -) (- /- -)

Huyét do me khi kham thai c6 MCV & MCH giam
>Sang loc v chong nghi ngo alpha thalassaemia
->Chan doan xac dinh 1a alpha thalassaemia

- Kha nang phd nhau thai lap lai la 25%

s L

s 3

;@f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
#  PHONG DI TRUYEN



Mot truong hgp Alpha thalassaemia

Sang, 36t O Hién, 40t
- /o) (oo/at -)
Vinh, 9t Van, 4t
(- -/owar) Thi€u mau ning, (- -/- a)

= Kha nang con bi thi€u mau nang lap lai la 25%
= 50% kha nang con mang gen bénh nhu cha me

o ol

o N

;@; ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
#  PHONG DI TRUYEN



Mot truong hgp Beta thalassaemia

Qudc, 34t O Anh, 32t
(BM/B) (B/BM)
v
Pl
Chét nam 9 tuoi Thai 18 tuan
(BM/BM) (BM/B)

= Thai 18 tuan dudc chan doan truéc sinh xac dinh chi
mang mot gen beta thalassaemia = khong phai truyén
mau = theo doi dudng thai

f ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN




B2 PHONG DI TRUYEN - [KET QUA ALL]

Mau két qua
(43 Fle Window Help Adobe PDF q

83 ¥ TE TPHCM TR i}
| BENH VIEN TU DO M sb XN: THAL-DS153C

Loai mau: Irich bi

PHONG DI TRUYEN Nady nhén més 26/12/2008

KET QUA KHAO SAT POT BIEN GEN GLOBIN

Hotén: (THAD VU THI HOA Mgy sinh: 1973 Cidd tinh: N
Piachi: 25/17 Khu phi Thing Loi 2 - TT D An - Binh Duong

Ly do xétnghifm: Tha / Chame mang gen thalassaemia

Mot gidt thiéu Fhong kham that - Bénh wién Tir Di

PHUCUNG PHAP
Fhuong phép & truyén phin t sau déy dwoc o dung d€ khao sé dit hién gen:
- Phuong phép GAP-PCR (khan sat d6t bidn --SEA, -a3.7, -24.2).
KET QUA
B tim thiy HAIT dét bién sau day:
* Piing hop tir dit hién mét doan South East Asian alpha zero thalassaemia (-8 EA/--SEA)

PE NGHI

Tu win wit bac & chuyén khoa vé két qua chin dodn

TFHCM, ngay 31 thang 12 nim 2003
Trwing Phong Mot thue lnén

ATGGTGCATCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGGTGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAG
PHONG DI TRUYEN



SOY TE TP HO CHI MINH
EENH VIEN TU DU

PHONG DI TRUYEN

HONG CAU

Himg cdu ko meot keal 1% boe mav co tonk phdn chig
wew ka phan #r hoemeglebin con gol la huyét sac fe. Mai
& bao hiéng cav chira kheang 3040 méw phan i may.

HUYET SAC TO

Huyét sac 16 la thank phan chi yéw lam che mdy oo
may 46 va co val fre séng con. CAw tae oo mai phan i
huyét sac 16 gém coc chedl glsbin va thé nemse co khd
namg gam vol oy tal phél 48 van chuyén dén cac oo
guan trong oo the, Méu khong co §0 axy ofn fhués thi koot
domg cba coc oo guan fromg oo theé se rdl lean.

Lo pho bién mbdt & ngua trudmg thank ka huyét sdc e
& |Hba) co chia bl leal chedi o (alphal ghobin wa g betal

ghobin. 56 lheomg chudi o va B globin ma maot ngue oo the
100 ro oy oo wao sy dée khién coa gen globin ma nguo
o thira hudng duce i cha va me.

ey gk vise lasesme thé heme

H.-éu. cim

GEN GLOEIN

Binh thuomg rmoi ngusl co 4 gen o globin jesie) v 2
gem B globen |g/pl thea hwdng 10 méi cha hoac me bai gen
awa mot gen B W 54 gen noy o hé se sdn xwdt 40 56
womg chudd o va B globin 42 tao nen cac heyét sac v binh
thuromg lam cho hdng odw khee manh.

Twy nhien mat 56 ngun khong duot theo huong 80 56
lromg gen awva fbink thuomg nem khong sdm owar d0 heomg
hwyet sdc 1 bink thuomg, lom cho hdng cdu bi bat thueomg,

Mau to roi

THALASSAEMIA

Thalessoemia «con goi b bemb thiéy maw meéa bisn
hoac thiew maov 21a Trumg Hal. Tholasoemsa (g sw ket hop
cia hai tr Hy Lap: ‘thalassa’ nghia la bién va "anaemia’
nghiio ba thesw maw_

mgay noy benh lvw hanh khap thé gionva dac beer phi
bién &'Wiet Hom, cOc quoc gia Tomg veng B0ng Hiom A B
Tremg Hil, Treng Bong va &n Bo.

Thalassoernin xdy ra do dat bién & gen globim, lam
qgidrn hoac khong sdn xwar phan #F huyét sdc 19 ben frong
héng cou. Co hai loo beénh tholossoemsn chinh 1o o-
thalassaemla va B-thalassasmia

Alpha Thalassemia

Benh o-thalossoems do dot bién gen = glebm gay ro
i do nang cla rai loan hry theec vao 54 omyg gen by dot

bién frong corthé nhu sou:

Co dw 4 gen Hguca binh thucmg

.-J."-I
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Dt Gidn | gen a-Thalaszaemia Cong Mhe: hdv
nhur khong Bidw heen en lam sang va ot
ngh em heyet hoc

D4t Bifn 2 gen a-Thalassaemia Zero Nhe: chi thiéy
maw nhe khi xef mghiem hwyet oo nhumg
== / [® = ihong anh hudng dén sink hoat.

Ggt Bifn 7 gen Eenh Huyét S&c To H: biéw hien lom
sang <o thé thigu mdu tr mhe 4én nang

phaa frwgén maw.

HJ"—II

Elot Bidn 4 gen Eanh Huyet S4c To Bart: tho by phe

; wa chét wong 1 cung.

E&ta Thalasa-emia

Eénh B-thalassaemia do &6t bién gen B globm gay ra.
i do nang cba réd boan oy thwe vao 54 luong (gen bi dot
bién rong cothé nhu saw: &em f80 maf seo)
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Cs dis 2 gen ML binh thuomg.
F s B

Dt bign I gem

—

B-thalamaasmia nha- han nhar khang
biéu hien lam samg, chi thiés mau nhe ren
B met nghiem huyés hoc

E-thalassaemia wira hodc nang
thigw mar vira hoo: nang beéu hisn som
/P phai treyen madw oo g ouyen.

it bign 1 gen

Bac diém 4l truyen

Benh thalossoemia uce di rrgen o0 3 cha me xwdng

thé he con col théng que suerthoo hudeg coc gen globin g
Leém lhew gor ledl Men-Oen.

Truomg hop chi cha ho&c me mang gen dot bien
(ky hleu mau xanh| aku hinh san

/@\ P

i midd 1an mang tal, cap v chdng noy se ¢ kha naong
50% sink cor binh thuorg, va 50% ink con meng gen der
beém mbwr chame.

Truomg bop cd chs va me déu mang gen dot blen
ciung loal ky hi&u mau zanhj nhw hinh 3au:

Ji 5

N NN

Il lan mamg Hai, 0ap v chéeg may 58 o kha nang
25% sinh cov bmb thuomg, 50% snh con maong gen dor
beém mbwr cha hooc me, wa 25% mang ci hal dot bien
cia cha vame Tré thia hodmg ca ho dot ben wrcha we

me 32 o0 bEw hien benh tholassemia vwa heoc nang, cdn
phai digw i

Cac daw higu lam =ang coa benh

Ee&ah @ thalazsaemla

* Héw chi mang gen dot bign #i co the chi bi thids maw
nkie va 1khi can phal digv

* Wéw od hal gen B globin bi 4ot bign thi thuemg oo finh
ang thiéw maw woa $én rat nghsem rong, cdn phal Twyén
may thesmg oryes va fiéw 1 lgn fuc. Cac méw chimg
THLAOM 03T RER 50T oA Volg & — & mang ddu dos nhe
Thiéw mau mirc do vio hodc nghsém frong
*onh xao, Jowamg, lach to
wet mil, cham charmn, Méng an
»uomg phi S wa dé gay
Red lpam fang frudmg
D& mac bevh nkigm Tong
¢ bopam mod 6t nhurcham day thi, s8e 4
loan tryém giap

+ Zwyfm, khe tha
+ Bat theomg o gon wa mat
Besh a thalazsaemla

+ + + 4+ + + +

=]
3

* Thé huyét 58z 16 H thuong gay thide maw nke hom,
mile &8 thiéw maw raf thay &6 oy img rguos, 1 mhe dén
nang phai frrgén rraw.

* Thé huyét sdc 16 Bart la nghsemn trong nhdr lom pho
thai, nkaw va chéttmong ar cung heoc chét som sou smh.
The nay doc beer phé bién cor mude Bang Hom A nhe Vist
Harn, Thad Lan, Fhl ppines.

i tri

Phivcmg phap &S i chi wéu la mryén mau, $iée mHd
st dong frong cothé, cbtlad, ghep tiy.

Phicw gt cdrlach grop kéo glan dho gion gela cic dot
Tuyen mau.

Hav qud cba wec Tuyém nadu thuomyg =uyen la @ fong
chit 54 rong co thé va lang dong bt thusmg vao fim, gan,
tuy khién cho cac oo quan nay b sy, Sy o wa nbilém

Mau to roi

Chdm doan dyo wao nén sir benh coa bam than va g
dinh, tham kbam cac mew chomg, vaxer ngkien chidn doan

nbwr hwyet 46, pheét mav ngoal W, dén di huye sac 16, xet
nghsem sat trang mdw wa khao saf DMA im dof bsdn gen.

R e

PHONG HGUA EEHH LA QGUAH TRONS HHAT
Tam zost phat kien benh 30m Khi manyg thai

Benh co hié phong nyoa bdng cic xet nghsm tim sodt
wi chidn dodr gen dot bién Tong thol ky mang thai.

Coc cop vrchdng nen thue Blen wet nghien hoydt da
&% tirm soat tnh frang mang gen do bién.

Héu ra vy wn ching 8&n mang gen dat hiéa thi thai ra
ngwy o 25% b mac bénh & hé narg. Treomg bop nay cdn
A chan 08N truos Sinh BAng cACh chec ol hoac
sink thigt gal nhaw vatim dot Blén gen.

Al cdn dumc tdm seat va phong ngoa

Tt i coc cop v chéng chuedr bi oo thai hoac dang
mong thoo

Doc biet cdc gia diny da co ngem benh thalazzoemia

-.“rn?n e iovan va chan ﬁunn Ly Inh framg cin thal.

E
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TUVANVA CHANBOAN O BAU

Benh wign Tor Do thuc hign khae saf toar dien gen
glzban wa chan doan cdc det bién gay benh thalassasmia.

B¢ Suor frvan, 1am sodtva char doan xn lBn ke
Phong Kham Thal - Eenh vien Tr DA hoac
Paong D1 trayén - E&nh vien Tor D

Khu D, Léiu 3

204 Cong Suynh, Guan 1, TP HG Chi M

Bien thoal: 08 - 38379 5117 heac 5404 2329 - 239

www tudu.com.vn
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Két luan

Bénh alpha thalassemia pho bi€n gdp 3 lan bénh beta thalassemia.
= Dot bién alpha + beta thalassemia cling ton tai trén 1 cd thé

= S dung XN huyét do v6i chi s6 MCH < 28pg hodc MCV < 80fL c6
c6 thé sang loc dén 98,3% cdc truong hgp mang gen bénh.

= Phat hién 18 thai c6 kiéu gen tién lugng thi€u mau ndng sau sinh
trong nam 2008

= Budc dau dugc trién khai thanh cong sang loc va chan doan trudc
sinh bénh thalassemia tai BV Tu Da.

= Tich hgp chuong trinh SLTS va CDTS bénh thalassemia vao hé
thong cham s6c stic khde sinh sdn sé rat hiéu qud trong phong
chéng thalassemia.
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