UBND TINH CAO BANG ~ CONG HOA XA HQI CHU NGHIA VIET NAM
SOY TE Péc l1ap — Tw do — Hanh phuc

S6: 3081 /SYT-NV Cao Bang, ngay 15 thang 7 ndam 2024
VIV y kién doi vai noi dung
phan anh trén h¢ thong nguoi
dan két noi voi Chinh quyéen

Kinh giri: Nguoi dan c6 phan anh trén hé thong nguoi dan két ndi voi
Chinh quyén tinh Cao Bang (SDT 0828128818)

Ngay 15/7/2024 S Y té nhan duoc kien nghi phan &nh ciia nguoi dan
trén hé thong ket noi Cao Bang veé van dé chuyén mon tai Phong kham San phu
khoa Minh Ha, sau khi xem xét S¢ Y té c0 y kién nhu sau:

~ Theo quy dinh tai Quyét dinh 56 1832/QD-BYT ngay 01/7/2022 ciia B Y
te vé Viéc ban hanh tai liéu chuyén mon “Huwong dan chan dodn va diéu tri mat
so bénh ly huyet hoc”.

Huyét sac to (Hemoglobin - Hb) la thanh phan co ban ctia hong cﬁy, duoc
cau tao boi hai loai chuoi globin la alpha globin va khong alpha globin. ) nguoi
trudng thanh binh thuong, Hb 1a su két hop cua 2 chudi a globin va 2 chuoi
globin.

Bénh do dot bién gen tong hop chudi globin din dén giam hodc mét tong
hop chudi globin dugc goi 1a Thalassemia, thiéu hodc khong c6 chudi a globin
goi 13 Alpha thalassemia, thiéu hoic khong c6 chudi B globin goi 12 Beta
thalassemia.

Bénh ciing c6 thé do gen globin dot bién dé tao ra mot chudi globin ¢ cau
trdc khac goi 1a bénh huyét sac t6 bat thuong, trong d6 HbE va Hb Constant
Spring (HbCs) rat pho bién ¢ Viét Nam. Thalassemia va bénh huyét sic t6 bat
thuong c6 thé phdi hop véi nhau nhu Beta thalassemia/HbE, Alpha
thalassemia/HbCs (HbH HbCs). Gen quy dinh tong hop chudi a globin nam trén
nhiém sic thé (NST) 16, mdi NST c6 gen al globin va gen a2 globin. Gen quy
dinh tong hop chudi khong o globin nam trén NST 11, mdi NST ¢6 mot cym
gen gdm gen B, & va y globin.

Chén dodn ngwoi mang gen:
- Lam sang: Khéng c6 triéu chimg; c6 thé quan hé huyét thong v6i ngudi bénh.
- Xét nghiém:

‘ + T ong phan tich té bao madu ngogi vi: Hb giam nhe hodc binh thudng,
hong cau nhé MCV giam nhugce sic MCH gidm) kich thudc khong déu (RDW >
14%);

+ Stic bén tham thau hong cau: Tang;



+ Test DCIP: Duong tinh trong bénh huyét sic t6 E;

+ Xac dinh thanh phan huyét sac t6: Co Hb bat thuong hodc thay doi
thanh phan Hb;

+ Xdc dinh dot bién gen globin: Phat hién cac d6t bién, kiéu dot bién trén
gen globin;

+ Sinh héa mau: Sét, ferritin huyét thanh binh thudng hoic ting.
Chan doan thé bénh
Alpha thalassemia

- Xét nghiém thanh phan huyét sic t6 c6 Hb Bart’s va/hoic HbH.

- V&/ hoic xét nghiém DNA: Cé dot bién gen alpha globin nhu: --SEA; --
THAI; 03.7; 04.2;...
Beta thalassemia

- Xét nghiém thanh phan huyét sic t6 c6 HbA2 tiang va/ hodc HbF tang.

- Va/hoidc xét nghiém DNA: C6 dot bién gen beta globin nhu: Cd17; Cd
41/42; Cd71/72; Cd95; IVS1-1; IVS1-5; IVS2- 654;...
Bénh huyét sic té bit thwong

- Bénh huyét sic t6 bat thuong (chudi o globin): Xét nghiém thanh phan
huyét sic té co HbCs hay Hb Quong Sze (HbQs), Hb Pakse’,... Va/hodc xet
nghiém DNA: C6 dot bién diém trén gen o globin nhu: codon 142 (T>C);
Codon 125 (T>C), codon 142 (A>T), codon 125 (T>C),...

- Bénh huyét sic t6 bat thuong (chudi B globin): Xét nghiém thanh phan
huyét sic t6 c6 HbS (hdng cau hinh liém) hay HbE, HbC va/ hodc xét nghiém
DNA: C6 dot bién trén gen B globin nhu: Dot bién codon 26 (G>A) tao HbE;
codon 6 (A>T) tao HbS; codon 6 (G>A) tao HbC...

- Phéi hop thalassemia véi bénh huyét sic t6 bat thuong: Khi xét nghiém
c¢6 ca dic diém cua thalassemia va bénh huyét sic té bét thuong. O Viét Nam

thuong gap la beta thalasemia phdi hop v6i huyét sic to E va alpha-thalasemia
phéi hop voi huyét sac té HbCs.

Phong bénh

- Ngudi bénh thalassemia can dugc kham va diéu tri dinh ky dé han ché
cac bién ching ctia bénh.

- Ngwoi bénh va ngwoi mang gen bénh thalassemia cin dwoc tw vin dé
khong sinh ra con bi bénh Thalassemia.

-BOY té da co quy dinh chi tiét phac d6 sang loc trude sinh, xin tham
khao Quyét dinh s6 1807/QD-BYT ngay 21/4/2020.



https://thuvienphapluat.vn/van-ban/the-thao-y-te/quyet-dinh-1807-qd-byt-2020-chuyen-mon-ky-thuat-sang-loc-chan-doan-dieu-tri-truoc-sinh-so-sinh-440595.aspx

Phu luc )
QUI TRINH XET NGHIEM SANG LQC, CHAN POAN THALASSEMIA
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Két ludn tinh trang mang gen bénh thalassemia
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Chan doan xéc dinh

- MCV (mean corpuscular volume): Thé tich trung binh hong cau.

- MCH (mean corpuscular hemoglobin): Luong huyét sic t6 trung binh hong
cau.

- Thanh phan huyét sic tb ¢ nguoi trudng thanh binh thudng:

+ HbA1 (02p2): 96-98%;

+ HbA2 (0207): 0,5- 3,2%;

+ HbF (azy2): < 0,5%.

Theo quy dinh cua Bo Y t€ tai Quyét dinh so 1807/QD-BYT ngay
21/412020 “ve vi¢c ban hanh hwdng dan vé chuyén mon ky thudt trong sang loc
chan doan, diéu tri truoc sinh va so sinh”.
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So dd Sang loc, chan doan trudc sinh bénh tan mau bam sinh Thalassemia
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Theo nhu phan anh cua ba Phong kham San phu khoa Minh Ha can cie két
qua xét nghiém ba mang gen Alpha thalassemia, chong ba mang gen thalassemi,



ba dén kham tai Bénh vién Phy san Trung wong bdc sy két ludn khéng mang gen
thalassemia.

S6 Y té Cao Bing chia s¢ voi nhitng thic méc ciia ba, tuy nhién viéc xét
nghiém sang loc chan doan thalassemia theo cac quy trinh quy dinh tai Quyét
dinh s6 1832/QD-BYT ngay 01/7/2022 va Quyét dinh s6 1807/Qb-BYT ngay
21/4/2020 ctia BO Y té, ba chua cung cip cho S& Y té cac xét nghiém ba duoc
thuc hién tai Phong kham San phu khoa Minh Ha va Bénh vién Phu san Trung
wong nén S¢' Y té chua c6 co s dé giai dap day du nhimg thic mic cua ba.

Trén day 13 ¥ kién ctua SO Y té ddi v6i nodi dung kién nghi phan anh cia
ngudi dan trén hé thong két ndi nguoi dan vé6i chinh quyén tinh Cao Bang./.
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