
W~'.f~ f/V'
. ~o.oo._o._~15.0

• Gt.~r?--C;{<4J~ .>'Lu.,.

'. BO YTt CONGHOA xA HOJ CHU NGW VIET
, DQc I~p - TV do - H~nh ph '

S6: Sli IQD-BYT
, ~'d~ _

Ha N9i. ngay )f thdng ~ ndm 2014

QUYET'DJNH
vi vi~c ban hanh tai Ji~u chuyen mdn

, "Huong d~n chAn doan va di~u tr] b~nh Hemophilia va b~nh Thalassemia"

BQ TRt10NG BO Y TE
"- ,.... ..

Can cu Luat Kham benh, chii~.b~nh nam 2009;
Can cu Ngh] dinh 83 63/20 12/ND.-CP .ngay 31 thang 8 nam 2012 cua Chinh

phu quy dinh chirc nang, nhiem vu, quy~'n'h~ va co cAu t8 chirc cua BQ Y t8; .
X6t Bien ban hQP ngay 11 -thang 01 narn 2014 cua HQi dang nghiem thu huang

d~ chAo doan va di~litri benh Hemophilia va benh Thalassemia do Cue Quan Jy
Kham, chtta b~nh chi dao thuc hien,

Theo d~ nghi cua Cue truong Cue Quan ly kharn, chira benh,

QUYETDJNH:

Di~u I,. Ban hanh kern theo Quy~tdinh nay Uti li?u -chuyen man "Huang d~
chAo doan va di~u tri b~nh Hemophilia va b~nh Thalassemia"

Di~u 2. Tai li~u chuyen man man "Huang dk chAo doan va di~u tri h~nh
Hemophilia va b~nh Thalassemia" dtroc ap dung tai cac co so kham b~nh, chtia
benh trong ca mroc ma c6 dti di~u ki~n thirc hi~n.

f)i~u 3. Quyetdinh nay co hieu luc k~ ill ngay ky, ban harm.
f)i~u 4. Cac ong, ba: Chanh Van phong BQ, Cue tnrong Cue Quan ly Kharn,

chtra henh, Chanh thanh tra BQ, T8ng Cue tnrong, Cue tnrong ,V\l truem~ cac
TAng Cue, Cue, Vu thuQc BQ Y tS va Giam d5c Sa Y t8 cac tinh, thanh pho true
thuoc trung uong, Giam d5e cac Benh vien, Vi~n true thuoc BQ Y t~.Thu tnrong
Y t~ cac nganh chiu trach nhiern thi hanh Quyet dinh nay.!.
NO'; nhQn: KT. BO TRUONG
- NJUI Di~u 4; UTRlf~G
- BQ tnrong (d~ bao cao);
- CAeTlur truong;
- C6ng ITDT BQ Y ta; Website C\1CKCB;
- LIIU: VT, KCB .

......,.,.,..,.";_.-.p...., .,.,,,_.__,,,,,;,......~_*_,"""> i:V'r --- -- .•••••'

,.



A. WONG DAN clIAN f>OANVA BIEU TRJ
B~NH HEMOPHILIA

.:!

1. D.,..I CU'ONG
Hemophilia IAmQt b~nh chaymau di truy~n gay ra do giam ho~c bat thirong chirc

nang yau t6 VIIi" (Hemophilia A) ho~c y~u t6 IX (Hemophilia B). Benh g~p 6 kh!p noi

tren th~ gici ven ti l~ 1/10.000 tre trai m&i sinh. Tai Vi~t Nam, llaC tinh cO 6.000 nguai

benh [1].

. Gen quy dinh t6ng hop yeu t6 VIII va IX nim tren nhi~m sic thS gim tinh X, di

truyen l~ vi v~y da s6 nguci b~,;m la nam gioi, con nu giOi 18nguoi mang gen b~nh.

f)~c -diam n6i b,t CUR b~nh Is chay mall lebo cArn 6 bit ki vi tri nao tren co thS

nhirng hay -g@ nhat Ia chay mau khop, ca. Chay mau cc kh6p ill phat nhiBu IAn d§n tOi

bi~n dang kh~, ten ~cr:
Do y~u t6 VIII va IX tham gia con dirong dong mau nQi sjnh nen cac xet nghiem

tham do con dubngdong mau nQi sinh cr-nguOi b~nh Hemophilia bi b~t thuong,

Chay mall crngtrai benh Hemophiliacan du~c di8u tri bing b6 sung cac yau t6

dong mau bi thi~u hut cang som cang t6t dS giam thiSu cac bien chirng Iau dai nhu bi6t

dang khop, teo 00... MQt s5 nguoi benh sau khi duoc di~u tri bkg b6 sung ySu t5 dong

mau b] thi~u hut co th~-xuat hien chAt lie che voi ban chAt Iii khang tha khang y~u t6 dong

mau ~a.nheng tnrong hop nay rAt kho kiam soat chay mau.

Vi~c cham soc nguoi benh Hemophilia cAn S\l' ph6i hop cua nhi~u chuyen khoa,

2. NGuyEN NHAN
Benh Hemophilia gay ra do t6n thuong gen san xuAt y~ll t6 VI1IIIX din t61 giAm

hoac bftt thuong y~u t6 VIIIIIX. Cac gen nay nim tren nhi!m sic tbS X, di truy!n l~

3. CHAN BOAN

3.1. Cbin c10in xac ctinb

a.Lam sang:
- Nguoi b~nh thuong 1s nam gioi; -,,-,-:.':.__~".' ~;,_._
- Da bk tim tir khi can nh6; chay mau lciu eArn, tai phit nhi~ul~. b nl1j~u -"1.tJ:I:

chdn fang,·-mlii, vet thuong, dai mau, Iii ngoAi 1'& mau,~ __~~hay hi 0 -kh~ vi oo,.~ __

tinh chAt I~p lai b mQt 00, mQt khop;
- Chay rnau keo dai btt thuimg sau chin thuong hoJc phlu thujt;
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- BiSn dang khop, (eo co do chay mau nhi8u IAn a khep;

- TiSn sli gia dinh; c6 ngu01 nam gioi lien quan he my bi chay mau lau cb.
b.x« nghijm:
- APIT keo dai;

- Dinh hrong y!u t6 VIll: giam du&i 40% (Hemophilia A);

- Dinh hreng yAu t6 IX: giam duai 40% (Hemophilia B);

- Cac xet nghiem: s6 luong ti~u cAll, PT, TI, fibrinogen, djnh luong yeu t6 yon

Willebrand blnh thtrong.

3.2. Chin 40tin mUc c19
rQ •. :. "." J. t.t-~-· • ~ l..!t..A 1.. I.' +1.' h~ • ,.~~..n ClI vao nong uQ yeu 0 V HUlA Co sa CU&U~"1l u~ c••ta menn J rmrc u~:
- Mire dQ r$1g: < 1%;
- Muc dQ tnmg blah: 1-5%;

- Muc dQ nhe: 5-40%;

3.3. Chin c10an phin bi~t
Phan bi~t Hemophilia A v&i b;nh von Willebrand; Hemophilia vOi cac nguyen

nhin khac gay keo dai APIT.
3.3.1. B;nh van Willebrand: Ciing bieu hi~ cbiy mau va ySu 15 VIII giam, Tuy

nhien:

- Lam sang: GJp a cA hai gioi, biau bien chinh la chsy mau niem IDfC, it gJp cbiy

mau co khop.

- Xet ngh~m:
+ Th01 gian co nUt ti!u cAu: keo dai;
+ Th01 gian mall chay: keo dai;

+ Co cue mau 40ng: co khong hoan tosn;

+ Dinh Iuong ybJ t6 VIII: giam;

+ Dinh hrong y8u t6 vWF:Ag: giam;

+ Dinh hrong y~u t6 vWF:Act: giam;

+ Ngimg ~ tiau cAu vai ristocetin giam, con vOi cae chit kich tap khAc blnh

thuong,

3.3.2. Cae nguyen nhan khae gay OIT keD dQi: ., ." ..,:~~.:.;;;;;:;.:.-;:.:~_::.:: .:.::_ ,
a. Do thiiu hu: cae y€u t6 khdc tham gia con dllimg dong mau 129;sinh:

Th·1. I. :. XI b.t inh- ieu yeu to am s :

+ G~p a ci nam va nfr;

+ Thuong chi chay mAu bAt thuong sau can thi~p,phiu thujt;

""'t'.~- • r-.. . -~. .
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· + Dinh hrong y~ut6 XI giam.'

- ThiSu y~u t6 XII bAm sinh:

+ G~p a .ca Dam va nil;

+ Lam sang khong co bi~u hi~n chay mau bAt thueng;
+ Dinh IUQng yau t6 xn giam.

b. Do co eMt Uc cM: .
- Hemophilia mlc phai:
+ Khong co ti~n sir chay mau bAt thirong tir nho, hay g~p 6 ngtrci gia, phu nil' sau

suili, nguoi co benh Ii kern theo nhir 'b~nh t\r mi~n hoJc ung thu. Thirong xuAt huySt dum
. _da, tu mau trong.co nhieu hon Ii chay mau khop;

·+X6r nghi~m: APTI keo dai, chAt tIc ch8 dong rnau DQi sinh d•.•ong tinh (co phu

thu9C ~i;~tboo gian va nhi~t dQ d6i vci Hemophilia A mlc phai), yeu t6 VITI ho~ IX

giam, co-chit IIC chS VIIIIIX.
- -Kliang th~ khang phospholipid:

.+ Lam sang: Tlnrong co bieu hi~n tic mach (cr nguoo tre), say thai lien tiSp.
+~etnghi~m:
• APTT keo·dai;

_.~ Uc ch~ ~ong mau DQisinh khong phu thuQc thei gian vi nhi~t 4Q: duong tinh;

.• __C6 cac khang tha khang phospholipid dirong tinh nhir: LA, anti - cardiolipin,

anti-~2 glycoprotein ...

3.5. Chin <loan nguyen nhin
Xac dinh co dQt bibt gen y~u 16 VllI/IX vi cac tan thuong di truyen co lien quan,

Cac d¢t bi~n hay g~p Ii: daa doan intron 22, <toodoan intron 1, dQt bi8n di~m ...
3.6. Chin c10U bi~DchUng
a. cJc chi VIIl/1X:
Tim khang dong duerng nQi sinh, dinh tinh va dinh hrong chit tIc cbS y~u t5

VIIIIIX vao cac thai dibn:

+ Sau 10 ngay diau tri dAu tien;
+ M;6i 3 thang (dlnh ki); .

+ Hoac khi th!y lam sang dAp Ung kern voi di6u tri, ket~:~JuQllg.yAu tA ... ,.~ ,,~::
VIIJ/IX thAp hon li~u d! tinh toan truyen vao.

h. Lay nhiim virus qlUl 4uitng trUYln mtiu: _ ;_ .:;.:. :._.~_. . .: , -; -;
Do phai nh~ s6 hrong IOn chS' ph~m mau trong thOi gian dii nen nguOi ~

Hemophilia duoc xSp vao nh6m e6 nguy co cao lAy nhiSm cae ~ lAy qua duemg troyAn



mau. cAn kib tra HBV, HCVt HlV tnroc khi diAu tri. djnh Xi m6i3-6 thang/IAn hoJc khi

cO biSu hi~n lam sang nghi ngo, N~u nhilm cac virus tren cAn djnh JUQDg ban sac virus.
c. Cac biin cltu-nK It; ca xuong khdp:

Sieu am Cat kh6p; chup XQ xuong khop m6i 6-12 thing hote kill co bit tbuOng.
Truong hQ1>~c bi~t co thS chup MRI.

d. Th;'u mdu:
TAng phan tich t€ bao man ngoai vi. djnh ltrqng sit, feritin.

e. Qua tal tuan hoan:
Ki~m tra protid mau 1-21An1tuAnnSu di~u trj bing huy~t nrong va nia lanh .
.(' N,L-";;: - •.
J;' n.!e!1t tn!!!::: .
cAy dich vat thuong khi co vSt thirong ha, cAy mau khi nghi nga co nhiSm trong ...

g. B;in chUng do xuJt Ituyit:
- Sieu am A bung, chup CT A bung khi nghi ngC! co chiy mau; .
- Chup CT SQ nio nSu hi chin thuong (tiu hoJc cO diu hi~u thAn kinh khu trU, nghi

ngc co xu!t huyet naot mang nio ...
h. C4c b;ln chUng khtic: tuy tbu9c v80 tinh trang nguoo ~.
3.7. Chin dOG nguiri mang gen Hemophilia
- Nu gioi, cO quan h~ huy~t tb6ng vOi nguOi ~nh;
- Co the co biSu hi;n chiy man keo dai bAt thucrng: chiy mau mem mac, kinh

nguy~t keo dai, chay mau keo dili sau can thi~p, sau phiu thuft ... ;
- N6ng 49 ySu t6 VIIIIIX.: c6 thS binh thuong hoJc giam;

, - Co bAt thirong gen y!u t6 VIIIIIX hoJc mang nhi6m sic thS X chea gen gAy

Hemophilia;' ,
3.8. chiD doao tnrac sinh thai obi mang gen Hemophilia
DllgC thjrc hi~n tai cac co sa chuyen khoa sill, cO S\l ph6i hop gifta cac chuym

khoa: HuySt hoc, San, Di ~y8n ...
- lJ6i tU'(lng: La nhtrng phu nu mang gen hoJc co kh8 DAngmang gen dang cO thai.
- PhU'dng ph tip: X6t nghi~m ADN hoJc dinh hrong yau t6 vm cua thai nhi.

3.9. Chin doaD trooc cAyphoi

MfiC dicit: DS tao ra nhfrng phoi thai khong mang gen.~,~_IJ.~~EP~.:.~Il:-::::.:::".-;.;.,;.',." ....
- Th1,IC hi~n tai cac co sa chuyen khoa sau, co Sl,l' ph8i hcpgiira.cac chuyen khoa:. ':.; '. .>.

Huy~t hQC, Sin, Di truySn... . '-!',:-: _:.:.... ~.~rl. _._ ,:',:.'=-' .
lJ6i tU'~g: Ph\! nft mang gen Hemophilia va V(f clia ngum.l?~r.Q·a~m~ph,i.U!li .. :.... c., ..
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- Xet nghi~m va hra chon phoi cua ngtrci VCl nguOi b~rJlHemophilia ho~c cua
nguoi phu nu co mang gen Hemophilia de tim ra phoi khong mang gen b~nh r6i ciy vao
tir cung nguai me.

IV. Bl1:U TR.J
4.1. Nguyen tic
- B5 sung y8u t6 VTIIIIX dli dB cArn mau cho nguOi ~nh cang sinn cang tat kID c6

" chay mau,
- Ngu6n yiu t6 VIII: Huyat nrong nrei, huyat tuong nroi dong lanh, tUa lanh, yau t6

VIII co ~c nguAn gAc buyet nrong ngtroi, ySu tA vm cO ~ t8.i t6 bQ'P. yau tA VITI co
~gu6n g5c tit l~~.y~u tA VIII t:ic dungkeo dai., .'

- Ngu6n yiu t6 IX: Huy~t tuong nroi, huySt tuong tuoo dong 1~ huy8t nrong c1U
tach tua, y8u t6 IX cO 4~c ngu6n g6c huySt nrong ngirci, yau t6 IX cO ~c tai tA hop, ySu
t6 IX tic dung keo dai. .

- Lira chon chB phAro y8u t6 c10ng mau tuy thuQe vao muc d9 chay mall, vi tri chay
mall, loai eh8 phfun co sin, uu tien sir dung yall t6 co ~ cho ngiroi ~ chay mau n~g
va chay mau 0 vi tri nguy bi~m.

- N6ng dQ yeu t6 VITIIIX cAn d~t phu thuQc vao vi trf chay mall, mire dQ cb:.\y mau
va rnuc dich diau tri (dB dm mau hay phong chay mau, phong chay mau khi mB... )
nhung t8i thieu la 10% voi chsy mall C(J kh6p va 50% voi chay mall I$lg, 0 vi tri nguy
hi8m (nhir chay mau nao ... ).

4.2. each tinh li~u
. a. Dai vdi Hemophilia A

Yau ta VITI cAn dung (ui) =: (Villccr VIIIb.)% x PCkI)! Z
Chu thlch:

- VllIcc1: La nAng de}yau t6 vrn cAn d~ (%);
- VllIbn: La n6ng de}yeu t6 VIII ngay tnroc khi di!u tri cUa nguOi b~ (%);

- P: La can n~g cua nguoi b~nh (kg).
Thai gian ban huy cua y~u ta vm tir 8 - 12 gia vi v,y tnrimg hW chay mill r$lg,

vi tri nguy hiam cAn b6 sung yau t6 VIII m6i 8 -12 gia.

b. D8i vdi Hemophilia B -oj,: "c, r -'·:.~:-:::f:,:.!.' .•rr .'.'

Y@ut8IXcindung(ui)=(IXcd-IXbn)%xP(kg) .," ;':,." '-"',:;.,,;,= . -..•.

Chu thich::: .n.ct:
", IXcc1:LAn6ng dQy8u tB'IX'cAn d{tt(%); , ... .;.... _

- IXbn: La n6ng de}y8u t6 IX ngay wac khi dieu trj cUangum ,b~ (%);
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- P: La can J$1g cua ngiroi benh (kg).
Then gian ban buy cua y~u t6 IX tir 18-24 gic vi v~y b8 sung yeu t6 IX Cll24 gibll

IAn.
4.3. Kiim 50at chay maD
a. BiJu tri chay mdu som (trong vong 4 gia lei tU-khi co ddu hifu chay mau):
- B6 sung y~u t6 dong mau trong vong 4 gio tir khi co bieu hi~D chay mau se giup

.cArn mau som, tiSt ki~m chi phi, giarn bian chimg Iau dai, Vi~c Day eo the thirc hi~D tai
nhi duoi str hirong din cua trung tam Hemophilia ho~c tai y tS C(J sa.

- Li8u ySu t6 dong mau can d~t va then gian di6u tri can ell vao vi tri va mire dQ
chay mau, duoc chira b baag 1:
Bing 1: N8ng ~9y~u ta dong mau din dlllt, tbOi gian diSu trj vA thai lit;.J.lr iri kti L.6

chay mau sam (trong vang 4 gilt tir khi co diu'hi~D ch2Y mau):
I

Vi tn chiy mau N6ng l1Q' TbOigian I Glii chli

IVIllIIX cAn 4i~u trj .-

c1,t(%)
-

Chay mau thong th..rong

I - Chay mau CC1 (trir CeJ dai ch~u) INSl! sau 3 ngay
- Chay rnau kh~ kilt h ~ b·l

10-20 1-3ngay
ong c uyen ien

- Chay mau chan rang, luoi, moi ~.; ~enkharn VB
- Dtit tay i~u tri ~ b~nh vien.

Chay mau pbu-c tgp: COnnhpp vi?n (fi l1i€u tri npi tru trong vong 48 gi?f, liSu diSu trj tnroc
khi chuyen nguci benh dSn benh vien nhu sau:

I
- Chay mau CeJ dAich~u . .-
- Xu§t huy~t tieu h6a 30-50 1-2 ngay
- f>Ai mau

Cbsy mau nguy hiSm: C6n 4ua ngwi blnh (fin blnh vifn cDngsUm clmg t61.li!u dieu trj
tnrcc khi chuyen nglIai b~nh d~n b~nh vi~n nhir sau:

- Chay mau vung cl, 30- so 1-2li!u, each
nhau-l2 gia' ---- ... --- -- ..

- CMy mau nao, h~ TKTW 50-80 d5i voi --:.:... .• '" ;:. ..,: ::,::"-", .- ..... --
Hemophilia A

-- - -- .-- -

b. BiJu tri chlly mdu mupn (sau 4 gio-ki tUkhi co ddu hi~u chdy maul: .
7



CAn c\i vaov] trf va muc c:tQchay mau, muc 6ich diau tri ma tinh li~u y!u t& VllIIIX
cin b6 sung theo huang din a bang 2.

Bang 2: NAng 49 yiu ta dong mau cin d,t va thOi gian 4iSu tri khi c6 chay mau
mUQD (sau 4 giir k~ tir khi cOdiu hi~u chay mau)

Vi trt chAy Duiu N6ng 40 yeu to vmtIX Thiri gian dieu
dn 4,t (%) trj

Li!u tin cong Li~u duy trl
- ChAy mau rang mi~ng DSn khi ngung. 10-20 10-20

chay mau
- Chay mal] co rnuen (truco' dai ch~uL ..., . .' ,'-, ...- -,..,., -, .. .'-- ". -. D~n khi ngirng

-. - _ •.•.._ •.-- ,- _.:. v". - ~ •.. __ -. ", ..
Chay mau khop -mu~il . :':" "30-40 2~30 chay mau-

- DAimau
- XuAthuyet tieu hOa Den khi ngimg
- Chay mau co dai chju 40-60 30-40 chay mau
- Chay mau sau phuc mac

- Chay mau co Dan khi ng-Lrng
60-80 30-50- Chay mau nlio chay mau

- Phau thu~t trung blnh 40-60 30-40 Dan khi IiSn vet

- Phiu thu~ Ian 60-80 30-50 ~huong I
4.4. i)i~u t .n arOi bAnh khi c6 chit.rc chS

..

..rJ g ~
4.4.1. EJi€u tri chay mdu:

a. Nhiing ngrrOib~nh co chat zfc chi hi~ugia tMp ($10 dun vi Bethesda):
. - 100 don vi yau t& VIII/kg can nJog li~u tAn oong (bolus) sau c16 10 don vi/kglgio

truy~n lien 1:\1c trong-3-5 ngay;

- Co th~ pb&i hop voi:
+ Prednisolon 1 mg/kg/ngay,
+ MG: 400 mglkg/ngay x 5 ngey.
b. Nhiing ngutr; b~nh co cMt lic chi hiiu gia Cao (> 10 dun vi Bethesda): Di!u trj

bing y~u t& thay the khac, cu th~:
- PCC (Phirc hop prothombin co c1Jc), APCC (pbuc hop prothrombin co c1Jc host

boa): 50 - 75 ui/kg, t&i da khong qua 200 uilkglngay ..... " . .' '. .;.... _. :~. :::::.~:;':':'~::'.:'.'" ',.:::
- ytu t& VIla tai ta hop: 90 rncg/kg x 3 li~u, each nhau 2- 4 gi~:-tlAu kbong.ro kat. : •...

qua, ho~c liau. duy nhAt 270 mcg/kg. Neu con chiy"~~?_ .~~u 6 g!q.ti~.;.-;nhic 1,i_?O ..

mcg/kg.
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Luu f. Trong tnrong bQ'P kh6 kib SOM cbey mau cAn diAu chinh Htu hoJc lh4y
Al'l . hI.. bl
uOl oat c e pam .

.I '" 2 1J'~ . h,(' h,I.,..,.. leu trl c lit U'Cc e:

- Trao d6i huyat nrong: Khi co chay mau nguy hiSm tinh mang,
- irc ch~ mifut djch: Hi~u qua chira 1"0 rimg. c6 thS dimg corticoid, cycJophosphamid

..don dQc bo~c ph5i hop vci nhau, hoJc ph6j hop vOi Rituximab. cin tham khAo y ki!n bac
S1chuyen khoa vA liSu hrong va each' dung,

4.5. Di~u tr] b~n cb~ cbay mau sem
. a. Ih~i t;.('P,'lgtip d;mg: .

- Nguai benh Hemophilia mtec tip n{ing: . . _
+ Tho; gian bit l1iu: sau khi c6 chay mau kh6p Ian lin tbir nhAt;
+ Tho; ~an k~t thuc: DSn khi tre dli 15 tubi. __
- Nguifi benh Hemophilia co chiry mdu tai pha: nhiJu :tin tai 1 IcMp h~c ngWi

b?nh mai bi xucit huyit nao,mcmg ndo:

+ Thai gian: 4-8 mAn.
b. iu« /uyrng (arm vi yiu t6 VIIUlX):
- Hemophilia A: 10 ui/kgll~ x 2 IAnltuAn;
- Hemophilia B: 20 uilkgll~ x 1 lfin/tu§n. _ __ ,.. _ __,.,-
Luu y:
- D6i voi tre nh6 c6 thS cdy buAng tiem tinh mach dU'O; da nau kho thi!t l~p dtremg

tiem tlnh mach.
_.-Co fr&S thuc hi~n di~u trj ngoai tni nhung nguOi ~nh va nguoi nha cAn dU'Qc ~p

huAn ciS c6 thS tiem dtrvc thimh thao vAtuan thu dung nguyen t4c.
4.6. f)i~u tr] h~ trV
- Thu6c irc ch~ tieu fibrin: Acid Tranexamic (bi~t dU'Q"CTransamin) 15- 25 mg/kg

cin n?ng m6i 6-8 gio x 5-10 ngsy. Ch5ng chi dinh lchi co dAi mau. Khong k& hQ'P
Transamin v6i PCC va APCC vi nguy co tic mach. .

- Desmopressin: Lam tang nAng dQ yeu t5 VITI cua nguoi benh, chi dinh cho

Hemophilia A rmrc dQ nhe va trung binh. _.:.:~:-.:-...,;".::.....::;!::. ,:" ;;!-;~ -.•.• ;~:r,:~-.:: .

+ Duong dung: truy~n tinh mach, tism dum da ho~c xit ~iii;·!t1 '. '_'~J.".' I,,:. .'.'. _._~ ,_
+ Li~u 0.3·0.4 mcg/kg/ngay.
- Corticoid: .. -~.!.~

+ Chi dinh: Viem khop sau khi d8:ngirng chay mau; _. ,_.
+ Li!u luong: 1 • 2 mg/kg can n~g trong thai gian < 2 tub ..

'.

9



- Giam dau: paraceternol, paracetamol k~t hop codein;

- Chtrom cia, bang CPt nang cao vi tri tAn' thuong, nghi ngei;
- An thAn.
4.7. f>iSu tr] bi~D chlhlg
- Di~u tri thi~u mau: B6 sung s~t, truyen kh6i hAng c§u;
- Di~u tri cac tri~u chimg nhi~m trung neu co bAng khang sinh;
- Di~u tr] viem khop bAng Ytrium 90 tiem trong khop theo phac dB chuyen khoa;
- Di~u tri viem gan B, viem &im c. HIV (n~u c6) theo phac dB;
- Di6u trj cac bi~n chirng khac (neu c6);
-Di6u tn cac b~!'.ndikern (neu c6).,.

'" .''''v.\'AN Dt QUAN LY vA cHAM S6cNCum BtNH '.
- M6i ngiroi benh cAn duoc dang Jd vA qulin H tai. trung tfun Hemophilia, c6 tM

ngtroi benh trong d6 c6 cac thong tin: te~,mA s6, tuAi, chAD doAn,' mire d9. tinh trang chAt·
uc ch~. Nguoi benh cAn mang theo va xuAt trinh the m6i khi d~n benh vj~n ~am vi_clic II
do khac,

o Danh gia va huang din ngtroi b~nh t~p phuc hBi chec nang sau m3i dot chay

mau.

- Danh gia t6ng~the djnh lei v8 chuc nsng co kh6p tal chuyen khoa co X'JO'Ilg khop

vatho~c phuc h6i chirc nang It I$dt 1 IAn/narn.
- Kiem tra sue khoe ring mieng dinh ki m6i 3-6 thang.
- Cac phiu thu~t, thu thu~t co xam IAn nhir nh6 rang, nQi soil lAy khi mau, choc

dich mang ph6i. .. cAn diroc b6 sung ySu t6 dong mau d8 diun bao an toan cho ngiroi b~nh .
. _~ Cae can thi~p ngoai khoa dn diroc tiBn hanh tai co s6 y t~ c6 y~u t6 dong mau,

co labo xet nghiern theo doi duoc il6ng dQ y~u t6 dong mat! vA ehdt tic ch~, co W nr V~T'!

cua bac si chuyen khoa huyet hoc c6 kinh nghiem theo doi nguoi benh Hemophilia.

o Tu vin va nr vin di truyen cho cac thanh vien trong gia dinh nguoi benh
Hemophilia.!.

'-
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IalA f17CiU ~ Ynl

B. m.fONG -DANCIIANDom v.A DrEU TRJ
B~NH THALASSEMI..A.

1.J)~ cTfONG
Huy~t sic t6 (Hemoglobin - Hb) Iii thanh phin 00 ban cua hang cAut diroc cAu tao

boi hai loai chu6i globin Ia alpha globin va khong alpha globin. Ngtroi tnrong thanh binh
'thuong, Hb la S\l' kat hop cua 2 chu6i a globin va 2 chu6i f3globin, .

. Benh do dQt biSn gen t6~g hop chu6i globin dAn dSn giBm: b~~c mAt t6ng hQ'P
chu6i. glQbind!l.q~gQ.L~aJll.aIassemia, thi~u hojc khong co chn6i a globin goi Iii a
Th~iils;emia, thi~u ho~c khong CO'Ch1l8iP globin gel la f3- Thalassemia .

Benh cling cc th8 do gen globin dQt bj~~d~ tao ra IDQt chu6i' globin c6 cAu true
khac goi Iii benh huy~t s~c t6 bAt thtrong, Thalasseniia ~il b~nh -hu~ts~c·bAt thirong co
th~ ph6i hop vci nhau lam mire dQ benh n~g hon nhu'p ~ Thalas~emta ph6i hW voi b;nh
huySt s~c t6 E rAt ph6 bi~n 6 Vi~tNam, -. --

Gen qui dinh tAng hop chu6i alpha globin nim tren NST 16, m6i NST cO gen nl
va gen a2. Gen qui dinh tAng hop chu6i khang alpha globin nim tren NST 1J, m6i NST
co IDQt gen.

Thalassemia Ia mQt trong nhung r6i loan di truySn ph6 bib..f:nhAt.tren th~ gioi, phan
b6 kh~p toan cAu nhtrng co tinh dia du ro r~t: tj l~ cao cr Bia 'Fn:::;g-Hii, Trung Dong,
Chau A, Thai Binh Duong. Tai Vi~t Nam, benh g~p moi vung mi~n~'(] tAt ca cac dan tQc,
tuy nhien cac dan tQc thi~u s5 mian mii co tj l~ b~nh cao bon, mQt .s5 noi tj l~ bi benh va
mang gen b~nh tren 20% dan s6.

2. CHANDOAN
2.1. Lam sang

Thalassemia la benh man tinh, cac trieu chimg xu!t hi~n tir tUt keo dai lien tuc su6t
CU9C dai nguoi benb. Cac hQi chung va tri~u chimg thuong g~p sau:

- HQi chirng thieu mau ID(Ul tinh:
+ M~t moi, chong m~t, ch?m Ian (tre nh6);
-+ Kho tho khi gAng sire, nhip tim nhanh;
+ Da xanh, niem mac nhot.
- HQi chirng tan mau man tinh:
+ Cling mac mit vang, mroc ti!,u s§m mau;
+ Lach to, gan to .:

- Tang sinh my xirong tao mau phan img: Phi d~i cac xirong d9.t lAm bi~n dang dAu.
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m~t nlnr tran do, miii tet, bUJU chAm...
- Qua tai sAt:

+ Da xam den, da khd;
+ T6n thirong cac t6 chirc do qua tii sit: suy tuyan nQi tiSt nhu suy tuySn yen lam

ch~ phat tri~n th~ ch§t, suy tuy~n sinh due lam d~y thi muon, man kinh som ... ; suy tim,

xu gan, suy gan, loang xuong, loet chan tay vo khuAn ...

Thai gian xuAt hien: V oi the n~g, tre co biBu hi~n som khi viii thang tu6i; cac rmrc

119nhe hem thl thoi gian xu~t hi~n cac tri~u chUng muon bon.

2.2. CfD him sang
_, - T6ng phdn tich d bdo -mal! ngoai vi: HAng ciu nho (MeV < 85fL), nhtroc sic

(MCH < 28ug), kich thu6~ khong d~u (RDW >14%)",-da hinh thai nhir hinh bia bill, l1h::h

gio: mroc, co th€ co hAng cAu noli ra mat! ugoai vi; s6 hrong hAng cAu hroi tang.

- - S;;'c bin- tham rhau h6ng cali (Osmotic Fragility - OF): tang.

- Test DCIP (dichlorophenolindophenol): dirong tinh khi co huy~t sAc t6 E.

- Xac dinh thanh pMn huy§t sdc -16: bing di~n di buySt sic 16 hoac s~c IcY long cao

ap (HPLe) th~y co Hb bAt thuong ho~c thay cl6i thanh phin Hb.

- Xac dinh d{5t biin g~n globin bdng kj thu~t PCR, giai trinh tv gen globin : Iii
phirong phap xac dinh cac dQt Q!~n gen globin.

- Sinh hoa mdu:
+ Bilirubin toan ~hAn tin~:\illiubin gian tiap tang, s~ huySt thanh tang, ferritin

tang, LDH tang, kha nang gin s!t toan thS binh thirong, dQ bao hoa transferrin tang,

transferrin binh thirong ho~c giam.

+ Co tha cac chi s6 hermon thay d6i: tuySn yen (LH, GH, ACTH, FSH, ADH, ...),

tuyen sinh due (FSH, Estradiol, progesterol, prolactin, testerol, Gn - RH, IGFI, IGFBP -

3 ... ), tuyen giap (T3, T4, FT3, FT4, TSH) tuy~n c~ giap (pTII, calcitonin), tuy DQi tiat

(Insulin, peptid e). .
+ Co thS thay d6i cac chi 56: GOT, GPT, Photphatase kiam, GGT, Ure, Creatinin,

acid uric, Protein, Albumin, Globulin Canxi, Phosphate, Magne, Vitamin B12, Acid folic,

HbAIC.

Nhil-ngxet nghifm 4i phbng ngirDvaphdt hi~n biln chung:- ..- ----,-- "".,' ~ "",',',' .
- Djnh nhorn mau MABO, Rh (D, C,c, E,e), Mia tnroc ihi~~~~'~A~l~n'dAu ~~ "

Iua chon nhtrng don vi mau phu hop nhom mau nguai b~ s! .~,ch~.d.\lQc khang the bAt.

thuong sau nay...,~, ..

- Test Coomb true tiap, gian ti~p.
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o Sang loc khang th~ bit thirong tnroc m5i Ifut- truy~n mau,
o Dinh danh khang thS b~t thuong (khi sang lee khang thS b~t thirong dirong tinh).

o Do ngtroi b~nh Thalassemia mire d9 nang va trung binh phai phu thuQc truySn
rnau ea dO;, nen co nguy co cao hi lay nhiSm cac b~nh lay truy~n qua duang truyen mau.
Vi V?y phai sang loc HeV, HBV, mv t6i thiAu 3 thang/lfuJ.

o f)~m ban coppy HCV (n€u HeV dirong tinh), HBV (neu HbsAg dirong tinh).
o Dong mau: BQ xet nghiem dong mau huy8t tuong: Fibrinogen, PT, APIT, IT.
- Xet nghiem m9t s6 y6ut6 dong man: Protein C, Protein S, AT III, y6u t6 II, V. VII,

X, D dimer, ... (tiIy theo tinh trang lam sang cua nguro ~ mil c6 nhiing chi dinh cu thB).

- "- .. ~:- --Sfeu.'fun 6 bung: gan, la_ch,}!1~t .
- Sieu fun tinh hoan, buong tnrng, ni cung.

o Chup cong hirong tir gan, tim de danh 'gia mu~dQ-qu8 tai sit t{ligan va tim.

- X-Quang xirong: d~c bi~t cac xirong det (xirong SQ, xtrong stran, khung ch~u, CQt

s6ng th!t lung), xirong him tay. _ .~_
- Di~n tam d6.
o Sieu am tim.

- Do m~t dQ xirong trung trong (c6 xirong diIi, d6t sang thit lung).
2.3. Chin 40an SO' bQ

a. Ngll'iri bfnh:
- Lam sang:

+ HQi chimg thi6u mau, tan mau man tinh;--
, + Co th~ bien dang <tAu,m~t nhtr tran do, mill tet, birou chAm;
. + Da xam, eh~ d~y thi;

+TiSn Sli' gia diDhda co nguClibi Thalassemia h,* s&g avimg co tY &e hiThalaS'iC!lriacao,
- Xii nghifm:'
+ T6ng phan tieh tS bao mau: Hb giam, hang ciu nho nhU'C;JCsic, cO hAng ciu hinh

bia b~, giot mroc;
+ Test DCIP: duong tinh trong benh huyat sic t6 E;

+ Bilirubin toan ph§n tang, bilirubin gian ti8p tang. sit huy!t thanh t!ng, ferritin tang;

+ Sue ben thfun thAu hAng cAu: tang.
b. NgU'iri mang gen:

- Lam sang: khong co cac hQi chirng tren,

- Xii nghiim: . _
+ T6ng phan tich mau: Hb giam nhe ho~c binh thirong, ha~g cAu nb6 nhuoc sic;

., ..•. ,.1_ ••••• IA" ., •.••.••. : ~..•.•••

.~. .' :',: ~ . ;': #.::,::- .: .••.., & •

14



. -' .•.... '.,'''''' .. ~-.. "., ,._-.

+ Test DCIP: duong tinh trong bsnh huy~t sAc t6 E;

+ Sinh hoa mau: Ferritin huy~t thanh binh thuong hoJc tAng;
+ Sue bAn thim th§u hAng cAu: tang,
2.4.Chin d08n de dinh
a. NgJriTi btnh:

l •- Lam stlng: nhuphan chan doan sa b9.
- Xel nghi~m:nhu phAn chAn doan sa bQ va
+ Xac dinh thanh ppAn .huye.t s!.c t6: BAtthirong cac th8nh ph§.n huyBt sic t6;
+ Va hoac X8C dinh c6 d9t bien,gen globin.
b. Nguifi mang gent

-:Xet nghijm: nhir phfut chin do!n sa bQvii
+ Xac.dinh thanh phAn hlly~t sic t6: BAt thuong cac thanh phfut huyat sAct6;
+ Va.bo~c X8C dinh co dQt bien gen globin .

. 2.5. Chin 4cr8n th~.b~nh.

- Alpha Thalassemia:
+ Xet nghiem thanh phk huySt sic t6 coHb Bart's va hoJc HbH;
+ Valho.~c ,,6t nghiem DNA: c6 dQt bibt gen alpha globin nhir: _ SEA; _THAI; ..;.FIL;

_20.5. a3.7. a4.2., , ,..".

- Beta Thalassemia:
+ X6t nghiern thanh ph§n huyet s!c t6 c6 Hb A2 tang va hoJc HbF tang;
+ Valtl~~C xet nghiem DNA: co d9t bien gen beta globin nhu: CD 17; CD 41142;

CD71172; CD95; IVSl-l; IVSl-5; IVS 2- 654; ...

- Binh huyit sifc ta bat thuimg:
. + Btnh huyit siic t6 beit thuang (chuJi alpha globin): khi

Xet nghiem thanh phAn huyet s~c t6 c6 Hb Constant Spring (HbCs) hay Hb Quong

Sze (HbQs), Hb Pakse' ,...

V8Iho~c xet nghiem DNA: co dQt bien diBm tren gen alpha globin nhir: codon 427
(T>C); codon 377 (T>C); codon 142•...

+ B~nh hU}'it s6c t6 beir thuang (chuJi beta globin): khi

X6t nghiern thsnh phdn huyet sAc t6 c6 HbS (h5ng cAu hlnh liAm) hay.Hbfi,
. . .- -.. --- . .

HbC, ...

V8Iho~c xet nghiern DNA: c6 49t bien tren gen beta globin nhu: ~9..~.~i!ncodon

26 (G>A) tao HbE; codon 6 (A>T) tao HbS; codon 6(G>A) teo HbC •..•
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- Ph6i hf'P Thalassemia vqi bfnh huyl! s4c ta b8t thudng: khi xet nghiem c6 cA
d?c dj~m cua Thalassemia va benh huy~t s!9 t8. o Vi~t Narn thireng g~p lA beta va alpha

thalasemia ph8i hop voi huy~t s~c t6 E.

2.6. Chin ctoan mUe ctQb~nh

a. Alpha Thalassemia
- Mfrc lip rat n(ing: m§t cil 4 gen alpha globin gQi 11\b~nh Hb Bart's.

+ Lam sang: phu thai, 100% ch~t tnroc ho~c-ngay sau sinh. BiSu hi~ hi phu thai, vang
. da, thi~u mall, gan to, rau to va rnun. M~ thirong hi ngQ dQc thai nghen khi mang thai.

+ Xet nghiern thanh phAn huy~t sic tA e6 Hb Bart's chiSm ehu yeu, xet nghiem
• J. J. .' -1 - .

DNA co d(>tbien mat 4 gen alpha nhir dong h9'P tt'r SEA, TIIAI, FIL ...
- Mfrc lip trung binh: mAt 3 gem alpha globin (benh Hb H).'

'- - ... -""'" -+ L!in sang: Thi~u mau nhe hc~c vira, bia!.! hi~n tan mau nhe. Thieu mau n~g hem
khi co di~u ki~n tht$llQ'i nhu s6t, co jhai •.

+ Xet nghiem: .Hb gi~ nhl!;-h6ng- eAu_.nh6 nhtroc sic, c6 the thiy thA Heinz;

Thanh phAn huySt sic c6 HbH, Hb Bart's; xet nghiern DNA c6 cac d9t bi~ lam mit 3
gen alpha nhir: __sEAla,3.7; :-:_sEAI a,<4.2; ••• ho~c the ph8i hQ'P _sEAl a c. ....

- Mfrc 49 nhf: mit 2 gen alpha gIobi~'
+ Khong co biAu hi~n lam sang. ..

+ Xet nghiem: Hb binh thuong; hBng cAunh6 nhuoc sic; Thanh phAn huy~ sAc t6
hie rnoi sinh c6 th~ tbiy Hb Bart's ,chi6m 2':-5%, va khi tnrong thanh tY l~ HbA2 trong

gioi han th§p; Xet nghiem DNA-c6-c&~~t.b!!n lam m§t 2 gen alpha nhir: -:-SF.A/_?-a hoJc
a, 3.71a 3.7 ho~c a <4.21a4.2 ••••

- Thi 1m: mAt 1 gen alpha globin,
. + Khong cO bi€u hi~n lam sang.

, .+ Xet nghiem: T6ng phan tich t6 bao mau trong gi6i han binh thuong; Thanh phAn
huyet sAc td hie moi sinh c6 the th§y Hb Bart's chiam 1 - 2%, khi trU'o-ng-th.8nh: thsnh

phAn huy~t sAc t6 khong c6 gi d~c bi~t; Xet nghiem DNA e6 cac d¢t bien lam mAt 1 gen
alpha nhtr: a 3.7/aa; a 4.2/00 ....

b. Beta Thalassemia .
- Mfrc (/9 n(ing: -.. ,. ... "M"-

+ Lam sang: Co diI cac h9i chimg (nhu phAn tren). Tri~u ch~:~~ hi~ s6m (trc
dirci 2 tu6i). Lach thuong to d¢ Ill, IV; _ . ..;- .:'-':.:.: .

+ Xet nghi~m: Hb thtrong dllOi 70gIL; Thanh phAn huy~t sic t6 c6 HbF >50% va
HbA2<4%, bd me c6 HbA2 cao; Xet nghi~m DNA c6 c1Qt biSn lciSu: ~o/po;f/P+. pO/p·.
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- Mire 49 trung binh:
+ Lam sang: Trieu chimg xu!t hi~n khi tre tren 2 tu6L Lach to dQ II, m.
+ Xet nghi~m: Hb trong khoang 80 - 100gIL; Thanh phin huy~t sic t6 c6 HbF tfr

10-50% (c6 thA d~n 100% - trong tnrong hop t6n tai HBF dai ding) va HbA2 > 4%, b6

ho~c me ho~c ci hai Iinguoi mang gen khong dibt hinh (c6 HbA2 a ranh gioi ho~c HbF

tit cao);-Xet nghiem DNA co dQt biSn ki6u: 13°/13; 13+/13+,13+/13°;p+/(a p0).

- M1i'c4? nhf:
+ Khong c6 bi~u hi~n lam sang..
+ Xet nghiem: Tang s5 hrong aC, HC nho, nhiroc sic; ki6u gen P+/P, p+/p+.

,2_.7. Chin 40an bi~n chUng
a. Qua liii s6t: Dua viuj-c;ic xet n~i~J;Jl sau:

.. ., - Sinh hoa mau: Khi danh gia chung tinh trang qua tai sAt neu di,ACi vso chl !:~

Ferritin huySt-thanh

'Ferritin (ng/ml) Muc dQ qua tal siit

_<300 Binh tlnrong

.- 300 - 1000 Nb~

i 1000 - 2500 Trungbinh

~2500 N~g
. Chup cQng huang tfr hat nhio gan (MRI): dAnh gii tinh trang nhiem sat ~ gan

Sat trong gan (LiC) Muc dQ qua tal sat

(mg sitlg gan khe)

<2 Binh thuong

2-7 Nb~
7 -15 Tnmgbinb

~ 15
..• -, N~g..

(LIe: Liver Iron concentration - Nong d(J sat trong gan)

- Chup cQng hirong tfr hat nhio tim (MRI): danh gia tinh trang nhi~m sit ~i tim

MRlT2* (ms) Muc d9 qua ti~sat

>20 Binh thuong

15 - 20 Nh~
.. , .

.

10 - 15 Trung 6irih -- .-

< 10 NJng
..

- ~ . ,
(1'2*: ky thuat chup cQng huang tfr danh gIi tinh trang ~iem sit ~ tim. Ms: mlli -',--'.

second - mili giay, don vi tinh cua T2*).
Ii

..-..-..,.-~



b. Suy luyln npi tilt: Dua vao ldm sang va xet nghi~m.
- Dai thao duang: Cfui'theo doi dinh leY6 thangllfuI.
Voi nguoi b~nh dii hi dai thao duang thi cAn xet nghiern dinh leY hang thang dS

danh gia hi~u qua di~u trio
- Tuyin yen: c~n thee d5i dinh leY6 tlllingllfuI.
- Tuyin sinh due: cAn theo doi dinh leYhang nam, hit diu khi tre duoc 13 tu6i d5i

veri nfr va. 14 tu6i d6i voi nam.

- Tuyin giap, tuyin cdn giap: cAn thee doi dinh leY hang DIDn, bit ddu khi ngtroi
benh duocl S tu6i.

c. TJn thuang gan: dua vao lam sang va. xet nghiem.
_ -Xet nghiem chuc nAng garrfdinlrky m6i IAn vaovi;n ho~~t6i thiSu 3 thang/lfuI).

- HBV, HeV m6i IAn'vao '~i~~'h~~~ t6i thiSu 3 thang/l~' - lip dung cho nhtrng
nguoi b~nh cb phai truyen mau, -

- Dinh lU9'Og HBV, HCV nao ,,6t nghiem sang loc dirong tinh.
d. Tim thuang XU'O'ng: Dtravao 1a."l1sang va xet nghiem.
- Chup XQ xuong: d~c bi~t xirong det (xuong SQ, xirong siren, khuog ch~u. cQt

s6ng thit lung), xirong baa tay (d6i voi tre dtrCri 12 tuBi d€ danh gia t5c d¢ tnrong thanh)
- Do m~t dQ xirong trung ucmg: c6 xuang dui, d6t s5ng thAt hmg,
cdn theo doi va aan;; gia lai afnh IcYhang nam
e. TJn thuang tim mach: dua vao him sang va xet nghi~m... ---- .. .- ..~.. ' .

- Do dien tam db;
- Sieu am tim.
Cdn theo doi va ilanb, gia lai dinh IcYhang ndm, deSi v61 truang hap da co biJn

chung thi phai kham va Jam xet nghiem theo chi dink
f.R6i /09;1 dong dm.mtiu: Dua vao ldm sangva xe; nghi¢m

Khi c6 biSu hi~n lam sang nghi nga c6 r6i loan dong drn mau
2.8. Ch~n c10an phat hi~n ng&ririmang gen ho,e b] b~nh trong gia dinh nguiri

b~nh Thalassemia
Khi da chArt doan xac dinh duQ'c ngtroi benh Thalassemia v6i cac ~ di~m t6n

thirong gen cu thS thi cAn ti~p tuc chADdoan cho nhfrng~.vl~:~l!g_&i~_:d~ nguOi ..
benh do nhkI d~ han ch~ sinh ra dua tre hi Thalassemia.

2.9 chin d02n trU'uc sinh

Thuc hien tai cac co sa chuyen khoa san, huy~t hQCva c6 nr vAn chuyen gia ell
truyen.

. •• r:;'"L "C' I
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Do Thalassemia III b~nh di truy!n 1~, gen nim tren nhiem sic th~ thirong, nb hai
ngiroi cUng co dQt bi~n gen Thalassemia d] hop tir k~t hon veTinhau thi rn9i IAnsinh c6
25% khA nang con sinh ra bi benh, 50% khi nang con sinh ra mang gen benh, 25% kha
nang con sinh ra khong co gen benh. Vi v~y, nhOng c~p vq ch6ng cling mang gen ho~c bl
benh Thalassemia dn thi8t phai dUIlCttr vAnva lam xet nghiem chin doan tnroc sinh dS
tranh sinh ra nhilng dua con bi benh Thalassemia.

Xet nghiem ADN dS chAo doan tinh trang mang gen ~nh ~ thai.
Cac phuong phap chan doan woe sinh g6m:
- Chin doan bao thai:
+ Sinh thic!t gai rau khi thai dll~C 8 - 12 tu§n;
+ Choc hut dich 5i khi thai duc;rc16 - 18 mAn.

C.I. • .! .., 'A' A' • b- • ~:.- han doan tnroc cay phoi: xet nglllyln valVa c!';.y~phm !rh':'!!3 rnang ~en enn ce
cAyvao ID cung ngiroi me,

2.10. Chin ctoan phan bi~t
a. Thiiu mdu thilu stit: dn phdn bi~t viTi Thalassemia mrrC dp nhe
- Ti~n su ban than va gia dinh khong thieu rnau.
- Lam sang: Co nguyen nhan tllleu sit do mit mau ho~c giam cung cApsit (cbS dQAn

thi!u s~t ho~ nguOi ~ giam hip thu do cAtd~ daday, IDQt) hay do tang nhu cAu v5
sk ..

- X6t nghiem:
+ Sinh hoa mau co sit giam, ferritin giam, transferrin tAng, khi Ding gin sit

toan thS tang, dQ bao hoa transferrin giam, bilirubin binh thuong;
+ Thanh phAn huyet sic ta binh thuang.

b. Thj!u mdu tan mau t~ miin:
- TiSn Sll ban than vA gia dinh khong thiSu mau.
- Urn sang:
+ Benh di6n biBn cAptinh;
+ Khong hi biSn dang xuong diu, mJt.
- Xet nghiem:

+ H6ng cAu binh thuong ho~c to; ... ,,~ ...•., ""'" "", ... ". ,.".,,- '.'
+ Sinh hoa mau c6 sAthuySt thanh tang, ferritin blnh tbuCmg hoJc ~g; .. .: .."
+ Thanh phin huy~t sAc t6 binh thuong; .. ::., .:.-..:: "
+ Nghi~m phap Coornb tnrc tiSp hoJclva gian ti~ duong tinh. ... .... ,
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Luu y: Trong Thalassemia, nhilng ngirci truyen mau nhi~u IAn ciing co th6 co k~t

qua Coomb gian ti~p dirong tinh (do sinh khang th6 b~t thirong).

III. ersu TRJ
3.1. f)i~u trj co biD:

Bao g6m truyen kh5i cAu va thii sit.
T' .: I. s , ~ Ja. ,c ruyen I(hOI hong cau:

- B~t ciAutruyen khi:

+ Hb <70gfL trong hai IAnxet nghiem each nhau tren 2 tuAn.
+ Hb >70gIL nhimg co cac biSn chimg nhu: ch~ phat tri6n, lach to nhi~u, bien

dang xirong •.sinh mau ngoai tuy .

.:N6ng dQ huy~t-sic t5 cAn·ci~tdtrgc sau !nly~n: 95 .-.105g1L.
--Kh~engc'tch ~~c £tQt truyen mau: Mue ciQn~g 2 - 5 tu!nJciqt; rmrc dQ trung binh

1 - 3 thangldQ't·(D~ han chS tinh trang huy!t sic t6 giam xu6ng qua thAp).
_. Luu j khi truyill khai h6ng du:

- Xet nghiem khang nguyen h6ng cAu: t5i thi6u IS. cac M ABO, Rh(D),
Rh(G,c;E,e), Mia-tnroc lfuI truyen mau ci§.utien;

- Xet nghiem sang loc khang th6 bdt thuong tnroc m6i c.1qttruyen mau;

- N~u nguoi benh c6 khang th6 bit thuong dirong tinh, can thuc hi~n viec chon

mau phn hop, t6t nh~t 1Ahoa hop phenotype;
...__~en truyen kb6i h6ng cAu IQcbach cAuho~c ngheo bach cAu;

- Nen~yen kh5i cAu nroi (moo ciiSucbS trong vong 2' mAn).

b. Thid slit
'-Tieu chuAri b~t c.1§.udung thu6c thai sit: khi co mQt ho~c nhieu tieu chuAn sau:

'" Ngucibenh cia:nl$l ~ 10 don vi kh6i hAng cAu;
- Ferritin.huyet .thanh ~ 500ng/mI va ngiroi b~nh co nguy co tling tich lily s!t nhir

tiSp tuc phai truyen mau ... ; Con khi Ferritin huyet thanh ~ 800nglmI thi nhAt thiet phai

di~u tri thai s~t;
- Xet nghiem MRI gan - tim co bAng chtrng qua ill sit (LIC ~ 5mg /g).
Tieu chuAn ngimg c.1i~utri thai'sAt: Khi ferritin < 300 nglmL ho~c LIC < 3mg /g.

Cac thu5e thai sk :..:....__.:
(1) Deferrioxamin (ten khac h\ deferoxamine): .. . .

Li€u luang: Tre em 20 - 40 mg/kg/ngay; :.. , .

Nguoi IOn: 40 - 60 mg/kg/ngay.
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Cach dung: tiem daoi da ho~c tnly~n tinh mach lien tuc 8 - 12 gia/ngay, 5-6
ngay/tuAn. Tnrong hQ'PquA ill sAtn~g thl dung lien tuc cAmAn.

ThtPJ trong:
- Khong nen dung cho tre dam 3 tu6i (do cO nguy co lam ch~ plW tri€n h~ xirong),

nguoi benh dang cO biBu hi~n nhiSm trung, ngiroi ~nh dang bj viem gan cAp ho~c suy gan;
- V6i phu nft co thai, cO th8 sa dung thu5e trong 3 thang gif.ta va cu5i chu kY thai,

. khong dung trong 3 thang dAu.
(2) Deferipron: Sir dung thu6e nsy khi thuBe Deferrioxamin ldiong hi~u qua.

LiJu /U(TTlg: 75mglkglngay.
"-" h -. ~ •. ~. ~ / '\Ale aung: uong, crna J iaiit.ugay.
Than trong: khong dung eho phu nil' co thai, khong dung cho tre dum 6 tu5i. Nen

can nh~c khi sir dung cho tre dam 10 tu6i (do chira co dfr 1i~u nghien cfru v~ anh huang
cua thude).

Tac dung phu: Co thS g?p cac trieu chimg nhir dau khop, giam bach cAuh{lt trung
tinh, non; thay d6i vi giac, chan an, tan thuong gan ...

• K~t h9"P 2 thu6c thai sit Deferricxamin va DeCeripron:
Chi dinh: Khi dung li~u phap 1 thude khong hi~u qua hojc khi nguoi b~nh cO tinh

trang nhi~m sit trong tim n~g ho~e di co bian chirng tim mach.
(3) Deferasirox: N~u co tha thi nen lua chon dieu tri ngay tit dAu.
ui« luong: Trung binh: 20mg - 30mglkg/ngay;
Cdch dung: udng 1 IAn!ngay, tnroc an 30 phut,

. Thdn trong: khong dung cho phu nit co thai.ngtroi b~nh bi suy thfn. Khong nen sfr

dung cho tre duoi 2 tu6i (vi chua dli co s6 dit li~u ve ct9 an tosn).
Tdc dung phu: C6 thS g~p cac tri~u chimg dau bung, bu6n non, non, tieu chay, co

thAt(thuong k60 dai < 1 tuAn), phat ban, tang creatinin.
3.2. Ghep t~bao g6c dAng JOfi
La phirong phap dieu tri tri~t d8, co hi~u qua cao.
Chi d~ ghep tS bao g6c: Thalassemia thS nang, dtr6i 16 tuAi. chua c6 qua t8i sit

rmrc dQnang va co nguoi cho ta bso g6c phu hQ'PHLA.
3.3 DiSu trj h~ trQ' = .:..~ ... :, ~~l ;-;;: -~!'

a. Cdtltich: ve nguyen tic III khdng khuyen viec citlaqh,.o4 gAng tri~holn cing
lau cang t6t vi sau cit lach nguoi benh co nguy cO' huy~t kl;l~~nJU8m~. .i , . ~ .•: .: ::.: j.

Chi can nhclc cd! lach trong cac truang h(7JJ sau: .. r:
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- Khi ngiroi benh tang nhu eAu truyen mau > 200 mlIkglnam d~ gift Hb dat >
90gt1.sau truy~n (khong kern cac nguyen nhan khac co thS him giAm Hb);

- Tang tinh trang qua sAt (rnac du ngtroi benh v!n dang thai sAt theo phac dB);

- Lach qua to gay can tro sinh hoat hang ngay ho~c gay dau cho ngiroi b~nh;

- Giam bach du ho~c ti~u cAu do cirong lach.

Luu y: ,
- .Khong Den cit lach cho tre duai 5 tu8i;

- ~gu9i b~nh nen dUc;Yetiern phong cac vic xin phong viem ph6i, viem rnang DaO. "
I1.ni woe khi cit lach it nhAt 3 tuAn;

,.- Ngiroi b~nh c6 nguYJ~C1Dhi~m trung cao nhAt trong then gian 1 - 4 nam ngay sau
cit' iaeh.' - ' ,- ',,'

-b. Thu6c tang Iflo HbF(a21y2)
-Ml,lc dich: Thudc lam tang t8ng hop ehu8i 'Y dA kSt hop voi chuc3i a dir thira tao

thanh HbF, hi~u qua IAgiam bot hrong chu6i a dir thira trong Beta Thalassemia, lam tang

'~h~t hrong hang e~u. ,
Thu6c tang too HbF: Hydroxyure: 10-20m~g!ngay; Erythropoietin 10000UIltuAn.

Chi' dinh: beta Thalassemia mire dQtrung binh.

Danh gia hi~uqua: hi~u qua t5t kID Hb tang them lOgIL sau 6 thang,
3.4. I>j~u tri biSn chung: La mQt phin rAt quan trQng as nang cao tuai thQ va

ch§t hrQ'Dg cuqc sang cua nguCti b~nh
- Hien nay, hAu het nguoi benh Thalassemia dau c6 fir mQt dan nhiSu bi~n chirng,

ph6 bien lit suy cac tuy~n n9i ti6t, viem gan (C, B), suy gan, t5n thuong xuong, suy tim, ...

Vi v~y ngiroi b~nh cAn duoc ki~m tra dinh li', toan di~ d€ phat hi~n som cac bian chirng

. va duoc diSu tri kip thai, d~y tfu tbeo dling phac d6.
- Di~u tri suy tuy~n n9i ti~t bing Ii~u phap b5 sung hormon.

- Diau tri suy gan, viem gan do nhiam HBV, HCV theo dUng phac dA dJc hi~.
- Di8u tri bi8n chimg xuong khop bing thu6c b5 sung canci, vitamin D,

bisphosphonate (theo phac dA di~u tr] ch5ng loang xuong),

- Di8u tri suy tim, tang ap hrc dQng mach ph8i, r5i 10{lIl nhip ... theo phac d6 dJ.c hi~.

- Diau tri r6i loan dong mau my tbeo timg giai doan Y_l:diSn :bi~ .cu tbS:lDa sfr
dung phac dA phu hop. :::~::; ~_!''''_ ,;" ,,' .,. ;,:,
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3.5.chi 49 in uang
Trinh qua t8.i sit bkg khong u6ng cac thu8c co chira sAt, han ch6 An·cac thee An

co nhi~u sAt.Nen co ch~ dQ an can bAnggiau dinh duong, nhieu rau qua tam de bd sung
acid folic, b6 sung canci, kern va vitamin D, vitamin E.

VI. PRONG B~NH
- Nguei b~nh Thalassemia cfut du~c kham va diau tri dinh leY d~ han ch~ cac bi~n

.,chfrng.

- cAn nr vin cho nhtmg ngucri c6 nguy C(1 cao nhir : anh, chi, em, con ngtroi b~nh,
nhirng nguoi sbng a vung co tY l~ ngiroi bi b~nh cao nen chu dQng lam xet nghiem sang
, A: .• " \.. ' .. t...'" t.....t .•. , ,
19C ce uiIQ'C puat men, cnan •..•can S~.

- Tu v;k hon nhan: cac doi trai gai nen ki~m tra xet nghiem b~nh Thalassemia
truce khi k~t bon. N6u ca hai nguoi d!u mang gen benh Thalassemia k~t hon voi nhau,
nen diroc nr vAn tnroc khi du dinh co thai. N8u ca vg va chAng cung mang gen b~nh
Thalassemia va da cO thai thi nen duoc kham va chin doan woe sinh taicac C(1 sa y t6
chuyen khoaJ.
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PhI} luc 1

Ql!I TRiNH xET NGmtM SANG LQC THALASSEMIA

1.CO' sO'y tS co may xet nghi~m tang phan tich ti bao mau tJ! dQ!!g

DCIP+

MCV+ DCIP

MCV<80fL
DCIP (-)

MCV> 80iL
DCIP (-)

Xet nghiem:
ferritin buyet thanh
binh thuong ho~c tAng

Binh thu<mg

2. CO' So' Y tS khong co may xet nghj~m tAng phin deb tS bao maD tt! 49Dg

OF+DCIP

OF(+)
DCIP (-)

OF (-)
DCIP (-)

Xet nghiem: ferritin huySt
thanh : blnh thuong ho~ tAng

Di~ di huy& sic W ~_,{,cBiJih !bubo. J
MCV (mean corpuscular volume): Th! tich trung blnh hAng cAu
DCIP (dichlorophenolindophenol): xet nghi~m phst hi~nHbE
OF (Osmotic Fragility): Sue b!n thAm thAu hAng cAu
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Phu luc 2

QUI TRiNH xET NGmtM eHAN DoAN xAe f>JNH

Di~n di huy~t sic t6 DNA: cac c.1c)tbi~D gen alpha globin ph6
biSn (ao) (SEA; THAI; FIL; 3.7; 4.2)

~ ~
HbAva HbAv! Cac Hb bAt thirongHbA2 <3,5% HbA2>3,5%

~. ,-

DNA: cae dc)tbi~n f3

1 ,,- ..........•.. __.-:;n~assemiagen (+). . , --

'\/! ~-
---

aGrhaJ a°thaJ aDntal ao.:nw /
am tinh HbE

dtrong tinh dirong tfnh 8m tinh HbF IHbH

jHhBa!'t's
HbCs

'\../7 \/ '"7 <» HbQs'r V
Hb Pakseao.rnalassemia it kha nang / r

mAt 2 gen bj aOUtaI + f3 f3 ThaI
...

"__ SEAl co _3.7(_3.7 Thalassemia ThaI
__ THAll co _u/_u

~ ~FILl _U/_3.7- 00 -
-

.Nh$n c1jnh'k~t qua:'''-' '"... -

E>i?n di huy2t s4c t6: binh thuong co HbAl (a2J32) 96-98%; HbA2 (a2~) 0,5-
3,5% va HbF (a2 12) <0,5%

N~u k€t qua di~n di huyat slic t6 co:

- Hb A2 > 3,5% : Beta thalassemia

- HbF > 1%: Beta thalassemia

- HbH va ho~c Hb bares: Alpha thalassemia __

- HbE: benh huyet sic t6 E (la m¢t dang dQt bi!n tren beta globin gen) _~

-HbF va ho~c Hb A2 tang + HbE: Beta thalassemiaIHuy!t sic t6 E -
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Trong truO'ng hfIP nghi ngi1:

- K~t qua di~n di huyet s~c t6 binh thuong va Mev <80fL: cAn lam xet nghiem
sinh hQC phan nr d~ xac dinh dQtbi~n gen globin

- Ket qua di~n di huyet sic t6 blnh thuong, Mev <80fL, ferritin huyet thanh
thAp nhung trong gia dlnh c6 nguoi mang gen b~nh thalassemia: c6 th~ di~u tri thu
bing b6 sung sAt trong thoi gian t6i da 3 thang, sau d6 lam l~i xet nghiern nSu MeV <
80fL thl cAn lam lai di~n di huyet sic t6 vA ho~c xet nghiem DNA dAxac dinh.

Bing tblob pbio Rb l:t ogllOi blnh ihtrerng theo de lrra tuBi

I Luatu6i HbA (a2/~2) HbA]a2/o2) (%) HbF (a21y2) (%)
{%)

..--.. .------- _ ..... __ ...._--
Sa sinh 20-40 0,03 - 0,6 60 - 80

.
.2 thang 40-70 0,9 - 1,6 30-60

."

4 thang 80-9~-i_"_. 1,8,,-2,9 10-20

6 thang 93 - 97 '" 2,0 -'-3,0 1,0 - 5,0

1 tu6i 97 I 2,0-3,0 0,4-2,0G >5tu6i . 97
I

Z,O - 3,0 0,4 -2,0

_. Nguoi tnrong thanh 96-98 0,5- 3,5 <1%

KT. BQ TRlfONG
~~;;:, TRlf<1NG

, . :~..;..
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