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MUC TIEU- PHUONG PHAP NGHIEN CUU

Muc tiéu:

Xac dinh ty I1é ngudi dén kham hoéi chén vi bi
thalassemia;

Xac dinh ty 18 nguoi thiéu mau can lam tiép chan doan
thalassemia.

Déi twong nghién ctru:

201 hé so cla cac phu niv c6 thai dén kham héi chan
bénh thalassemia tai trung tam Chan doan trwérc sinh véi
ly do phu thai hoéc gia dinh c6 nguwoi bi thalassemia.

Phwong phap nghién cuu:

nghién ctru hoi ctiru mé té cat ngang



THALASSEMIA LA GI

<« Bénh Thalassemia |& nhom bénh thiéu mau tan mau bam sinh, di truyén lan trén nhiém
sac thé thuong theo quy luat Mendel do dét bién gen globin lam gidm hoac khéng san

xuét globin dé tao thanh hemoglobin, gay ra tinh trang thiéu mau.

<« Bénh c6 2 nhom phd bién Ia a- thalassemia va B-thalassemia tlly theo nguyén nhan dot

bién & gen a-globin hay B-globin.

<« Murc @6 nang nhe tuy theo kiéu dét bién gen

<« La bénh di truyén phd bién nhét thé gidi. Viét Nam nam trong viing co ti 1é méc bénh
cao.
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CO CHE GAY BENH
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DICH TE: Khodng 7% dan sé trén thé gi¢i mang gen
bénh (TIF 2008)

_ Births per 1000 infants with a major haemoglobinopathy
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Christianson, A. et al. BMJ 2004:;329:1115-1117




THALASSEMIA O VIET NAM

~

« 5-10 triéu ngw&i mang gen bénh thalassemia
 >20.000 BN thalassemia can dwoc dieu tri (Chi khoang
50% BN duworc tiep can diéu tr)

« MOi ndm c6 thém khoang 2.000 tré sinh ra bi bénh

« Chat lwong cudc séng cla ngudi bénh rat thap
 Tré sinh ra bi bénh tiép tuc tang

~

- Cham sbc, quan ly tot cho nhirng bénh
nhan da dwoc chan doan

« Giam dan va cham dwt viéc sinh ra tré b
bénh va/hoac mang gen bénh |




SANG LOC THALASSEMIA
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CHAN DOAN SO BO

Tién sir
Ban than
Gia dinh

Lam sang
Xét nghiém
Tong phéan tich TB mau

Sinh héa

Siéu am 6 bung

Thiéu mau t& nhé
+/-
Triéu chirng ro

HC!, Hb !, MCV |, MCH
I, RDW?T

Bil TP T, Bil GT T,
Fe T, Ferritin T

Lach to, gan to

Khéng rd
+/-

Khéng c6 biéu hién

HC 1/T, Hb 1L, MCV {.
MCH {. rRbw 1/t

Binh thuwdng
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CHAN DOAN THE BENH

Xét nghiém
Pién di huyét sac t6
HbF, HbA2 N . g thalassemia
HbF va HbE . B thalassemia/HbE
HbH (p4), HbBart (y4), HbCs, HbQs . o thalassemia

Xac dinh dot bién gen
PCR; Giai trinh tw gen



KET QUA VA BAN LUAN
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< Tudi trung binh cta

cac phu nir co thai
trong nghién ctru nay
1a 29,83 + 3,66 tuoi
<+ Théap nhat 14 17 tudi

% Cao nhat 1a 42 tudi.
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KET QUA VA BAN LUAN

Ly do kham héi chan
» Mot trong nhiing
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»>C0 25,87% truong hop
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chong hodc ¢6 con bi
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chan, mong mudn duoc
Xét nghiém nude 6i chan
doan xem thai co bi
thalassemia khbng ——
Sang loc va chan doan
sém dé chi dinh choc 6i

¥ Gia dinh co nguot b1
thalassemia




KET QUA VA BAN LUAN
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KET QUA VA BAN LUAN
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KET QUA VA
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BAN LUAN
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Yéu t6 bénh
thalassemia:

-Trong s6 201 dbi tuong
nghién ctru ¢o6 té1 73 truong
hop ca hai vo chong mang
gen bénh hoac b1 bénh
thalassemia, nhu vay nguy

co di truyén cho con 13 qua
16n, dac biét 1a con bi cac
thé bénh ning nhu phu thai
hodc B Thalassemia thé
dong hop tir, gay chét thai,
chét so sinh hodc bénh tat
nang né, tién luong x4u cho
con.




KET LUAN

- C6 25,87% trwdng hop phu n dén kham hoi chan
vi biét minh hodc chéng hoac ¢ con bj
thalassemia, mong mudn duwoc xét nghiém nuwdc oi

chan doan xem thai cé bij thalassemia khéng

-C06 37,58% trrdng hop ngudi phu nir mang thai bi
thiéu mau can duogc lam cac xét nghiém dé chan doan
chac chan co bi thalassemia khong, dé cung cap cho san

phu nhiing 161 khuyén di truyén hop 1.



KHUYEN NGHI

Bo Y té da ban hanh Quy trinh xét nghiém sang loc thalassemia
trong Quyét dinh s6 921/QD-BYT ngay 18/3/2014 vé viéc ban hanh
tdi liéu chuyén modn “Hudéng dan chan doan va diéu tri bénh
Hemophilia va bénh thalassemia ”’

[ MCV + DCIP ]
MCWV = S80fL
MCWV = S0OfL
[ ] [ DCIP (o) ] [ ]
DCIP () DCIP &

v
Xét nghiém:
Ferritin huvét thanh

binh thwong hoac tan

[ Pién di huvét sic td ] <:_—Jj [ Binh thuwong ]




SANG LOC THALASSEMIA

Hé thong San
khoa nén
trién khai
sang loc
thuong quy
bénh
thalassemia &

Bé, me nhin khée manh
binh thuwong

phu nir €O
thai gitp cho
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SO PO SANG LOC THALASSEMIA
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Sanglocme:
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