TAP HUAN QUAN LY SANG LOC MAT BENH MO
CHUWONG TRINH MO’ RONG TAM SOAT, CHAN DOAN,
PIEU TRI TRUYOC SINH VA SO SINH

SANG LOC TRU'OC SINH
BENH TAN MAU BAM SINH THALASSEMIA

Bao cao vién: Lé Phan Twéng Quynh




HEMOGLOBIN

Hemoglobin 1a thanh phan chinh ctia héng cau

Nhan hem

Chubi o

Chudi a

CAu tric xo0én cua
chubi polypeptit

Cau truc hemoglobin ctia ngw®i trwéng thanh (HbA)

Bénh hemoglobin: tan suat ngwdi mang gene xap xi 7%
* Thalassemia
« Bién thé cau trac hemoglobin
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BENH HEMOGLOBIN

Phan bo trén thé gidi
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219 [l Births with a pathological hemoglobin disorder per 1,000 live births.

MARCH OF DIMES GLOBAL REPORT ON BIRTH DEFECTS; 2006



BENH THALASSEMIA

Thalassemia: dac trwng bdi sy gidm hodc khong tong hop
dwoc chubi globin binh thuwdng

Hai loai chinh:
« Alpha thalassemia
* Beta thalassemia



BENH THALASSEMIA

Pic diém phan tor

Beta globin gene cluster
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BENH THALASSEMIA

Thé bénh

Alpha thalassemia

Binh thwéng H Binh thuong
Thé an H Khong c6 triéu chirng
Thé nhe M““ or Mﬂﬂ Khéng ¢ triéu chirng
Bénh HbH H— Thiéu mau vira
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Bénh Hb Bart’s RAt nang, phu thai



BENH THALASSEMIA

Pac diém di truyén alpha thalassemia
Bd, me déu la nguo’l mang gene bénh a* thalassemia (thé an

UNAFFECI'ED GENES

u. n- a-THALASSAEMIA GENE
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FOR EVERY PREGNANCY THE CHANCES ARE:
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25% 50% SILENT CARRIERS 25%
TIE UNAFFECTED OF a-THALASSAEMIA CARRIERS OF
{o*-THAL) a°-THALASSAEMIA




BENH THALASSEMIA

Pac diém di truyén alpha thalassemia
Bb, me déu la nguc‘yi mang gene bénh a® thalassemia (dang trans)
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FOR EVERY PREGNANCY THE CHANCES ARE:

|D w II w

)

TIF 100% CARRIERS OF a®- THALASSAEMIA [trans)

UNAFFECTED GENES




BENH THALASSEMIA

Pac diém di truyén alpha thalassemia
Bd/me la ngwdi mang gene bé&nh af thalassemia (dang cis) va nguoi
con lai mang gene a* thalassemia

1F

FOR EVERY PREGNANCY THE CHANCES ARE:

25% 25% 25% SILENT CARRIERS Of  25% WITH
UNAFFECTED CARRIERS OF a-THALASSAEMIA HbH
TIF a°-THALASSAEMIA (a*~THAL) DISEASE



BENH THALASSEMIA

Pac diém di truyén alpha thalassemia
Bb, me déu la nguc‘yi mang gene bénh a thalassemia (dang cis)
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u. u. HYDROPS FOETALIS

OE OB
FOR EVERY PREGNANCY THE CHANCES ARE:
OoEa oOa — EIES
25% 50% CARRIERS OF 25% HYDROPS
TIF UNAFFECTED a°- THALASSAEMIA (cis) FOETALIS
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BENH THALASSEMIA

Thé bénh

L B-thalassemia thé nhe: Thiéu mau nhe

[3 -thalassemia thé trung gian: Thiéu mau vira,

\ @O muc do
phu thudc truyén mau thay doi
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BENH THALASSEMIA

Pac diém di truyén beta thalassemia
Bd/me 1a ngwdi mang gene bénh B thalassemia

Lk
O W ® W

i 14

TIF



TIF

BENH THALASSEMIA

Pac diém di truyén beta thalassemia
Bd, me déu l1a ngwdi mang gene bénh B thalassemia
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Bien chwng:

- U sét

« Bat thuwdng ndi tiét:
suy tuyén yén, suy
giap, suy tuyén can
giap...

 Nhiém trung

- Bién dang xwong

 LachlIén

« CA&c bénh ly cua tim

BENH THALASSEMIA

Leukoreduction transmitted infections

Viral testing

Supportive therapy Complications
Transfusion t = Transfusion-

Bone expansion

Iron overload (“hair on end")

Deferoxamine
Deferiprone
Deferasirox

Hypopituitarism

Excessive melanin
skin pigmentation

Endocrinopathies f g £
Hormone replacement (“bronze diabetes")
Hypothyroidism
Osteoporosis
Osteoclast replacement Hypoparathyroidism
b Pulmonary hypertension
and embolism
Cardiomyopathy
Venous thrombosis

mampgk::io o Hemosiderosis and
Bon:sr:'a:ow A cirrhosis of liver
Cord blood?

Extramedullary hematopoiesis
Unrelated donor? 24

Nonmyeloablative?
4 : Splenomegaly

Experimental therapy
Erythropoietin
Fetal hemoglobin modifiers

(hydroxyurea, butyrate)
Antioxidants

Future therapy

Gene therapy

Diabetes mellitus

Arthropathy

Delayed puberty and
delayed secondary sexual
characteristics

Testicular or ovarian failure
Osteoporosis

Short stature




BENH THALASSEMIA

> Ganh nang kinh té cho gia dinh va xa hoi

> Thé gi&i: moi nam c6 60.000 — 70.000 tré sinh ra bi bénh
beta thalassemia muc d6 nang

> Viét Nam: m6i nam cé khoang 2.000 tré sinh ra bi bénh

» Ty |é mang gene thalassemia (2021): 13,8%

Sang loc trwwéc sinh thalassemia dong vai tro quan trong

Nguyén Thj Thu Ha (2021), Tap chi Y hoc Viét Nam



SANG LOC TRUO'C SINH

Poi twong sang loc:
 Phu ni® mang thai trong 3 thang dau thai ky

Phwong phap sang loc:

. Xét nghiém tdng phan tich t& bao mau ngoai vi

Panh gia ket qua:

- MCV, MCH

« Néu MCV =85 fL vd MCH =28 pg: nguy co thap

« Néu MCV < 85 fL. va/hodc MCH < 28 pg: nguy co’ cao



SO BDO SANG LOC, CHAN POAN TRUOC SINH
BENH THALASSEMIA

Quyét dinh s6 1807/QD-BYT ngay 21/04/2020,
Hwéng dan vé chuy@n mén ky thuat trong sang loc, chan doan,

diéu tri trwdc sinh va so sinh



Phu nlr mang thai

v

Tdng phan tich t& bao mau ngoai vi (MCV, MCH)

Tdng phan tich té bao méau ngoai vi cho chéng thai phu

v

Nguy co cao

v

CHUYEN | e sTiaaT-

TUYEN

Xét nghiém thanh phan huyét sac té cho thai phu va chdng thai phu

v

Xét nghiém gene globin cho thai phu va chéng thai phu

v
Nguy co cao

Nouy corthép

Xac dinh gene globin cho thai nhi

v v
Thai bi bénh Thai binh thwd'ng hoac
thalassemia nang mang gene bénh
v v
Tw van cham duit Twvan kham thai |
thai ky dinh ky




1 QUAN LY SANG LOC, CHAN POAN TRUOC SINH

{C{)ng tac vién dan so6 va can bé y té tuyen xé}




Cdng tac vién dan so va can bd y té tuyén xa

- Quan ly theo nhém nguy co’
 NhOom nguy co’ cao:
v Tw van, hwéng dan chuyén tuyén
v Theo d&i cap nhat két qua chan doan (mang lwdi theo
ddi/hd so dién t)
v Két qua chan doan la co s& dé chan doan trudc sinh
lan mang thai sau
- Nhém nguy co thap:
v Tw van kham thai dinh ky

- Tong hop so liéu, bao céo dinh ky cho don vi quan |y cap trén



(¥} QUAN LY SANG LOC, CHAN DPOAN TRUOC SINH (P Q

Trung tam Y té tuyén huyén, tuyén tinh
So' Y te, Chi cuc DS-KHHGD

- Quan ly theo nhém nguy co’
- Pao tao, tap huan, giam sat va hé tro kj thuat cho tuyén duwoi
- Pau tw vé nhan luc, trang thiét bi cho cac co sd vy té

- Xay dwng nhiéu hinh thirc tuyén truyén



- Dao tao, tap huan, giam sat va ho tro ky thuat cho tuyén dwoi
- Panh gi4, tdng két cac hoat ddng vé sang loc va chan doan trudc

sinh thalassemia

- Xay dwng ngan hang di liéu vé dét bién gene globin



- Thwe hién cong tac chi dao, diéu phdi va ban hanh cac van ban

hwdng dan thwe hién

- Panh gia hiéu qua cla chwong trinh sang loc va chan doan
trwdc sinh thalassemia

- Xay dwng mang lwdi gitva cac trung tdm sang loc khu vuc dé

hoan thién ngan hang di liéu vé dot bién gene globin
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XIN CHAN THANH CAM ON !



