BENH CO TIM NHIEM SAT

(Iron — overload cardiomyopathy)

BS BUI NGUYEN TUNG

Vién Tim mach Quoc gia Viét Nam



Dinh nghia

* Dinh nghta: B&nh co tim nhiém sat ( cardiac hemochromatosis
hoac iron — overload cardiomyopathy (I0C)) la tdn thuong co tim
th&r phat do sy tich [Ty sat, hau qua cda qua trinh rdi loan
chuyén hda sat do di truyén hoac do truyén mdu.

* Phan loai:
- Bénh co tim nhiém sat tién phat
- Bénh co tim nhiém sat th& phat

Dimitrios T. Kremastinos. Circulation.Volume: 124, Issue: 20, Pages: 2253-2263



Co ché bénh sinh va phan loai (1)

M6 hinh chuyén héa sat trong co thé

iron

®
- Bat thuong trong tat ca l estnal _ —
- - A 7 < ® epithellum
gial doan chuyén hoa sat
:

Liver
déu cé thé gay nén su qua

tai sat
- Cac co quan bi anh R
huOng (lnhibilk;n
+ (Gan: xo gan of export)

+ Tim: bénh co tim nhiém /
z hoa
sat

+ CAC tuyén noi tiet: suy
giap, suy sinh duc, dai thao
duong




Co ché bénh sinh va phan loai (2)

Bénh co’ tim nhiém sat tién phat

A . K / ~ HFE HFE/ NST 6 Lan -Triéu chrng xuat
- D0 dot bieén cac gen ma hién & 40 — 50 tudi
hoa cac protein chuyén “oicu hien ¢ gan ch
J ’ yéu
hoa ,Sat Juvenile  A-HJV HIV/ NST 1 Lin  -XuAt hién s&m 20-30
- Chiém 1/3 nguyén nhan ttr B-HAMP HAMP/NST 19 Lgn oI
o . A -Biéu hién & tim va
vong ¢ cac bénh nhan nam tuyén noi tiét chd yéu
., ) Qe q o . X z -Ton thwong co quan
o101 tre tuo1 b1 nhi€m sat dich nang né nhét
' A 2 -Suy tim la nguyén
tlen phat nhan t& vong trwéc
30 tudi
TfR2 TfR2/NST 7 Lan -Triéu chirng xuat

hién ltc 40-50 tudi
-Biéu hién & gan chu
yéu

Ferroportin SLC40A1/NST 2 Troi -Triéu chirng xuat
hién 40-50 tudi




Co ché bénh sinh va phan loai (3)
-
Bénh co’ tim nhiém sat thir phét
» Quad tai sat do hoat ddng truyén mau, st dung sat
e Cacbénh ly di truyén phai truyén mau: Thalassemia, hong cau hinh
liém....
* Cdc bénh ly mac phai can truyén mau: réi loan sinh tdy, suy than
man....
e Cacbénh ly khac: xo gan ruwou, bénh mat diéu hoa Friedreich

* |OC la mo6t trong nhirng nguyén nhan chinh gay t&r vong ¢ cac bénh
nhan nay



Co che bénh sinh va phan loai (4)

Nhiém sat thir phat Nhiém sat tién phat

Qué tai sat gay anh hwéng co’ tim

Tao hong cau khong hiéu qua

* NONng d0 sat qua cao sé gy bao
hoa transferrin-> sat tw do ->

khéng cé co ché feed back am | Tryénmauhigulin —>  QUAtdisit  e——  Tanghipthusit
tinh |
e Sat tw do (Fe++) gén vOi kénh Ton thwong gan, hé noi

tiét, hé mién dich

calci type L vao TB co tim-> lam Bao hoa Transferrin Sat khong gan trasferrin
anh hudng qua trinh van chuyén
calci qua mang TB

Gan vao kénh calci type L

e Trong TB co tim: Fe ++ chuyén trén t& bio co tim
Fe+++; tao cac chat OXy hoa-> Bat thuong van chuyén . .
déC TB ol Qua tal sat te bao co' tim
* Lang dong sat & cac co quan |
(gan, hé ndi tiet, mién dich)-> | Fe2* e Fe* (Fenton)

OHe

anh huvong co tim
Rai loan chirc nang co
tim

Bat thuding hoat dong
Giai phong cac chat oxy hoa

kich thich, co bop co tim




Co ché bénh sinh va phan loai (5)
T,
Cac dac diém nhiém sat cla té bao co tim
e TB co tim hap thu sat chAm hon TB gan ->> r6i loan chirc nang tim
thwong xay ra ¢ giai doan mudn cua bénh

e TB co that nhiém sat trudc va nang né nhat -> té bao co nhi -> té bao
cua hé théng dan truyén ( mudn va nhe hon)

» TB vlng gan ngoai mac nhiém sat nhiéu hon TB vung gan ndi mac

e Co hién tugng viém co tim, phoi hop vdi bat thuong gen HLA,
Apolipoproten E lam ton thwong co tim nghiém trong hon

Wood JC.Blood Rev. 2008; 22(suppl 2):S14-S21.



almn sall

T,
Céac dau hiéu lam sang chung

e ‘Tam ching’ nhiém sat:

- X0 gan

- Da mau dong

- bai thao duong

 Cac dau hiéu toan than khac

- Mét moi

- Viém khép

- Suy giam chirc nang sinh duc Bronze skin sign




e Giai doan truoc khi co trieu
chirng lam sang:

- 10C tién phat cé thé khoéng c6
triéu chirng dén nam 20 tudi

- Shizukuda NC 43 BN bi I0OC tién
phat ko trieu chirng vs 23 nguoi
bt

->> KQ: khong co su khac biét vé

kha ndng gang sirc

Published in final edited form as:

Arm J Phys Med Rehabrl 2012 May ; 91(5): 418424, doi:10.1097/PHM.0b013e318246515f1.

Changes in Exercise Capacity of Cardiac Asymptomatic
Hereditary Hemochromatosis Subjects over 5-Year Follow up

Yukitaka Shizukuda, MD, PhD1.5.7, Kevin P. Smith, RN', Dorothy J. Tripodi, RN, Ross
Arena, PhD,PT5, Yu-Ying Yau, RN4, Charles D. Bolan, MD3, Myron A. Waclawiw, PhD?2,
Susan F. Leitman, MD%, and Douglas R. Rosing, MD'

Exercise performance parameters at baseline and 5-year follow up.

Variables HH Control P values
BL 5Y BL 5Y
Exercise time (sec}# 603 £ 135 607 +£208 655 £ 147 699 £ 186 0.092
Peak heart rate (bpm) 173+ 18 166 + 16 172+ 13 167 + 18 0.938
Peak systolic BP (mmHg 179 + 24 181 + 28 166 + 21 170 + 29 0.173
Peak diastolic BP (mmHg) 72+ 16 71+ 12 75+ 9 76 £ 12 0.187
Peak RPP (10°-mmHgbpm) 30.8+49 30.1+53 285+39 282+5.0 | 0206
Heart rate recovery (bpm) 246+7.8 269+89 244 +7.5 25.2+9.1 0.548
Workload, METs 8.5+2.0 85x2.2 92x+1.5 9.3+2.0 0.230
Peak VO» (mLOz-kg_l-mjn_l] 298+7.1 29.8+7.8 322+54 325+7.0 | 0.230
Peak VO»-Normalized (%) 952+ 17.2 ll‘JEr.rlellt).l=i= 103.8 =21.7 114.1 +28.0| 0.173
Ventilatory threshold (mL-kg 'min 1) 200+5.1 23.0+11.5 21.0+51 21.0+43 | 0387
VE/VCO, slope# 23.9+2.1 24.0+22 233+45 238+32 | 0.701
VE max (L-min_]) 98.3+33.7 90.5+29.5 91.5+260 93.7+26.6 | 0.670
Peak RER 1244010 1.10£020 120+0.10 1.17+0.11 | 0.148

Am J Phys Med Rehabil. 2012 May; 91(5): 418-424..



https://www.ncbi.nlm.nih.gov/entrez/eutils/elink.fcgi?dbfrom=pubmed&retmode=ref&cmd=prlinks&id=22311055
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Lam sang

-
Triéu chrng trén hé tim mach

e Giai doan xuat hién triéu chirng:

- Cac triéu chirng suy tim dién hinh (kho thd, & tré tuan hoan ngoai
bién...)

- Xuat hién mudn nhung tién trién rat nhanh, dap &ng kém vdi diéu tri
noi khoa



Xét nghiém sinh hoa mau

Qua tai sat ( theo khuyén cdo clia ACP
2005)

PO bao hoa Trasferrin > 55%

Nong do Ferritin : > 200 ng/ml & nlt gidi
> 300 ng/ml & nam gidi

NOng do sat huyét thanh: chan doan
lwgng sat toan bo co the, nhuwng khong
danh gia dugc tinh trang qua tai sat tai
tim

MOt sO trwong hop tang Ferritin khac:
Nhiém trung, bénh ly ac tinh, bénh gan
ROi loan hap thu, tao héng cau bat thuwong
NT- ProBNP: tang khi co6 suy tim

© 2011, Wiley Periodicals, Inc.
DOI: 10.1111/j.1540-8175.2011.01584.x

Echocardiography

Relation between NT-proBNP Levels, Iron Overload,
and Early Stage of Myocardial Dysfunction in
B-Thalassemia Major Patients

Can Balkan, M.D.,* Selcen Yakar Tuluce, M.D.,7 Gunes Basol, M.D.,{ Kamil Tuluce, M.D.,T Yilmaz Ay, M.D.,*
Deniz Yilmaz Karapinar, M.D.,* Cemil Gurgun, M.D.,{ Oya Bayindir, M.D.,1 and Kaan Kavakli, M.D.*

r -

Background: Heart failure (HF) secondary to myocardial iron loading remains the leading cause of death
in B-thalassemia major (8-TM) patients. The early diagnosis and treatment of HF in these patients
is related to survival. We aimed to evaluate myocardial performance using conventional and tissue
Doppler echocardiography and its relation to plasma NT-proBNP levels and iron overload indices in
B-TM patients with preserved systolic function. Methods: The study population included 49 g-TM
patients (24.0 + 4.2 years) and 48 age-matched healthy controls. Doppler-echocardiographic study was
performed and blood samples for NT-proBNP measurements were drawn on the third day following
blood transfusion. Patients were divided as group-1, without diastolic dysfunction: E/E’ ratio < 9 and
group-2, with suspected diastolic dysfunction: E/E’ ratio > 9. Results: NT-proBNP levels and E/E’ ratio
were increased in patients compared with controls (P < 0.001 and P < 0.001) but did not correlate with
each other. A strong positive correlation was detected between NT-proBNP levels and mean ferritin
levels in B-TM patients (r; = 0.939; P < 0.001). Median NT-proBNP levels were significantly higher
in group-1 in comparison to controls [51.2 (41.51-113.5) vs 30.1 (17.97-68.16) ng/mL, P < 0.01].
NT-proBNP levels were also increased in group-2 in comparison to group-1 but this increase was not
statistically significant. Conclusion: NT-proBNP secretion begins in the early phase of the disease before
the increase in diastolic pressure becomes overt. While there was a strong correlation between the
plasma NT-proBNP levels and iron overload, there was no correlation between NT-proBNP levels and
diastolic dysfunction parameters in patients in the third decade of life. (Echocardiography 2012;29:
318-325)

Key words: NT-proBNP, g-thalassemia, iron, myocardial dysfunction

C6 sw tworng quan manh gitba nong dé NT- ProBNP vé&i tinh
trang qua tai sat

1.Ann Inter Med 2005 Oct 4; 143(7): 517-21
2. Echocardiography 2012 Mar; 29(3): 318-25




». 2005 Oct 4;143(7):517-21.
. 1973 Apr;§5(4):466-8. doi: 10.1136/hrt.35.4.466
A \

Can lam sang

T,
Dién tam do
» Toan bd hé théng dan truyén déu bj anh hwdng ( ndt AV > nut SA)
e Cac bién doi trén ECG :
- QRS dién thé thap & cac chuyén dao trudc tim
- Nhip nhanh nhi ( thuong gap nhat)
- Rung nhi con
- Ngoai tam thu that: day hon, tién trién thanh nhjp nhanh that khi chirc
nang tim giam nhiéu
- Nhip cham: Block nhi that cdc mirc d6 (khi nhiém sat nang)
- Day that, day nhi

Br Heart J. 1973 Apr; 354(8). 466-8



N\ N\

Can lam sang
-

Sieu am tim
* Tham do quan trong trong chan doan va theo ddi diéu tri bénh
* 2 hinh thai (phenotype) cua IOC dua vao SA:
- Co'tim han ché:
+ Gap & giai doan s&m cla bénh, tién trién theo tudi
+ 10% bénh nhan IOC tiép tuc duy tri thé han ché & giai doan cudi
+ Gian nhi trdi, gian that (P), tang 4p DMP
- Co tim gian:
+ giai doan mudn, co tim bj tai cau truc
+ Gian that (T), phan suat tong mau giam

Congest Heart Fail. 2001; 7:312-314.



Sieu am tim
Siéu am danh dau moé co tim (TDI):
Phat hién sdm duoc cac bat thudng chirc nang tdm truong
Co thé dung dé tam sodt I0C trong giai doan sm
Sieéu am 3D (real- time 3D):
Phuwong phap mai cé thé danh gid duoc roi loan chirc nang nhi trai & cac BN chua xuat
hién triéu chirng
Siéu @m Doppler danh dau mo co tim (speckle- tracking):
Panh gia chinh xac hon co bdp tirng vung co tim va rdi loan chirc nang tdm truong
Siéu Am tim gang suec:
Vai tro con nhiéu tranh cai

NC trén BN Thalassemia: stress TDI echo phat hién ra nhirng bat thuong chirc ndng tam
thu & BN 10C khong triéu chirng



Can |lam sang

Chup cdng hwdng tr tim

La phuong phdp tot nhat dé danh gia

X A o P 45 years old male 35 years old fernale 45 years old male
tinh trang tham nhiém sat with idiopathic CM  with sickle cell anemia with HH
S« dung chudi xung T2* ( 1a chudbi xung
rat nhay vdi su cd mat clia sat,
hemoglobin, san pham gidng hda cla sat)
Tinh toan dwoc LVEF

Phat hién cac dau hiéu xo hda, seo co tim
do nhiém sat

Panh gid dwoc tinh trang nhiém sat & gan
. Iron Heart {+) Meart (+)
kem theo Overload Liver (-) Liver (+) Liver (4]

Journal of the American College of Cardiology, 01 Sep 2010, 56(13):1001-1012



Can |lam sang

Chup cdng hudng tr tim

e Thaigian T2* relax la tiéu chuan chéan
dodn tinh trang nhiém sat

 Cut- off: 20 ms

- >20 ms: nhiém sat mirc d6 it hodc lanh
tinh

- 10-20 ms: murc dO nang

- <10 ms: rat nang

e NCcuaKirk P et al: trén 652 BN
thalassemia

- Tilé suy tim trong 1 nam va&i T2* relax <
6ms, 6-10 ms, > 10 ms twong ung la 47%,
21%, 0,2%

Cardiac T2* Magnetic Resonance for Prediction of Cardiac
Complications in Thalassemia Major
P. Kirk, MB, MRCP; M. Roughton, MSc; J.B. Porter, MD, FRCP; J.M. Walker, MD, FRCP;

M.A. Tanner, MB, MRCP; J. Patel, MB; D. Wu, MB: J. Taylor, MB; M.A. Westwood, MD, MRCP;
L.J. Anderson, MD, MRCP; D.J. Pennell, MD, FRCP

Cardiac T2*

Cardiac tissue iron

47.2%

Risk of heart failure?

BN W ——w— o] N W . ——w— w— w— ] w— w— — W - —
I —— W Y W ————w—w— w— vl wwn w—— ww— w— ww— w— w— Y- w— - —

T R R B S R e e e e e e D e e et — —

0.2%

Circulation. 2011:124:2253-2263
Circulation 2009:120:1961-1968



Can |lam sang
-
Cac tham do khac

 Xeét nghiém gene:

- Pé chan doan xac dinh trong 10C tién phat hodc cac bénh mau (beta thalassemia)
- Cac gene trong I0C tién phat: HFE, HJV, HAMP, TfR2, SLC40A1

* Sinh thiét co tim:

- Chi dinh khi triéu chirng tim mach xuat hién dau tién, kém theo cd6 tdng cdc marker chan
dodn nhiém sat

- Nhiém sat giai doan dau cé thé khu trd ->> 4m tinh gia



Chan doan

Lwoec do tiép can, chan doan

- Triéu chirng suy tim khong giai thich bang nguyén
nhan khac

- Dau hiéu lam sang goi y

- Bénh Iy nguy co’ cao qué tai sat

W _ v v v
. L \ - Xét nghiém gene:
_ E(a:r(‘;h dla t|[n mach thwong quy ( - Xét nghiém mau: Chan doan xac dinh IOC | Chup céng hwéng tir tim:
_ Phét’lfils: r%rinl)oan chive nang tim - Qua tai sat: ferritin > ti@n phat hoac bénh mau |- T2*relax <20 ms
: : g 300 ng/ml , bdo hoa bat thwong
transferrin > 55% l

Bénh co’ tim nhiém sat

Thé co’ tim gian: Thé co’ tim han ché:
- LVI‘EF giam ; - LVEF bao ton
- Buong tim gian, tai cau - Gian that phai

s trac - Tang ap bMP



Dieu tri

Nguyén tac diéu tri

Thai sat

Thudc thai sat

Rut mau

Piéu tri suy tim

Diéu tri cac bénh ly gdy 10C thir phat
Piéu chinh ché do an

Liéu phap gene




D

u tri

RUt mau (phlebotomy)

Chi dinh:

La liéu phap hang dau thai sat
Ap dung & cac BN cé Hb > 110 g/I
Choéng chi dinh:

BN thi€éu mau

BN suy tim qua nang

Nguyén ly:

MOoi don vi (400 — 500 ml) mau rat lam gidm 200 -250 mg sat
trong mau

Khi sat trong mau giam -> sat & cac mé sé di chuyén vao
trong mau

Lam gidm tinh trang nhiém sat & co tim ->> cai thién kha
nang co bop, LVEF

Liéu lwgng va cach thirc:

sO [an 1-2 [an/ 1-2 tuan

XN Hb, Hct trwdc moi [an rut: néu Het < 80% Hct Ian rut trwdc
do thi dirng

Muc tiéu: ferritin 50- 100 ng/ml , bao hoa transferrin < 50%
thi giam s6 lan rdt mau

Lwu y: dam bao thé tich dich ngoai bao méi lan rat, tranh tut
ap hoac qua tai dich

Primary Hemochromatosis: Anatomic and Physiologic
Characteristics of the Cardiac Ventricles
and Their Response to Phlebotomy

ALl DABESTANI, MD, JOHN S. CHILD, MD, EBERHARD HENZE, MD,
JOSEPH K. PERLOFF, MD, HANS SCHON, MD, WILLIAM G. FIGUEROA, MD,
HEINRICH R. SCHELBERT, MD, and STEPHANIE THESSOMBOON, RDMS

M-mode and 2-dimensional echocardiography and
gated equilibrium blood pool imaging (rest and ex-
ercise) were used in 10 patients with primary he-
mochromatosis to characterize the spectrum of
pathophysiologic abnormalities of the cardiac
ventricles and to determine the response to chronic
therapeutic phlebotomy. Dilated and restrictive
cardiomyopathic patterns were identified in 1 patient
each, but our data do not permit conclusions on
when in the natural history a given pattern becomes
overt. On entry into study, 3 patients had normal
ventricles and 7 had ventricular abnormalities on
echocardiography and blood pool angiography. In
2 of the latter patients, biventricular dysfunction and
increased left ventricular (LV) mass normalized
after phlebotomy; 1 patient achieved a normal LV

response to exercise, Of the 4 patients with isolated
abnormal LV ejection fraction responses to exercise,
the EF normalized in 2 after phlebotomy. In 1 patient,
isolated right ventricular enlargement and dys-
function (echocardiographic and radionuclide
imaging) normalized after phlebotomy. Thus, pri-
mary hemochromatosis can effect LV and RV size
and function; clinically occult cardiac involvement
can be identified by echocardiography and equi-
librium blood pool imaging; therapeutic phlebotomy
can ameliorate or reverse the deleterious effects of
excess cardiac iron deposition which appears to
exert its harm, at least in part, by a mechanism other
than irreversible connective tissue replacement.

(Am J Cardiol 1984;54:153-159)

Am J Cardiol 1984: 54: 153-159




Dieu tri

Thai sat ( Iron- chelation)

Chi dinh:

Phdi hop hodc khi rat mau bi chdng chi dinh

Nguyén ly:

Thudc gan vao sat trong huyét thanh va & to chire, sau dé dwoc thai ra ngoa
Muc tieu:

Khi ferritin mau dwoi 100 ng/ml

Thudc thai sat: 3 loai dwoc FDA cdng nhan

Desferoxamine

Deferiprone

Deferasirox



Dieu tri

Thai sat ( Iron- chelation)

bjhE=EEr—

Desferoxamine
e Thudc dau tién dwoc dung dé didu tri qua tai sat trong Myocardial iron clearance during reversal of siderotic
beta — thalassemia cardiomyopathy with intravenous desferrioxamine: a

R L i .. . oz . prospective study using T2* cardiovascular magnetic resonance
« Thubc co thoi gian ban thai ngan, va hap thu dwong

udng kém nén chi pht hop truyén tinh mach

o L | e U d U n g Lisa J. Anderson,! Mark A. Westwood,' Summary
< > Sally Holden,” Bernard Davis," Emma ‘ ‘ . ) ) )
_ 20_ 40 m g / kg / n g ay C h 0 tre em Prescott,” Beatrix Wonke,® John Heart failure frorr-1 iron .overlaaé{d causes 71% of deaths in thalassaemia major,
B. Porter,* J. Malcolm Walker® yet reversal of siderotic cardiomyopathy has been reported. In order to
_ _ ~ A _ Vi ~i A and Dudley J. Pennell determine the changes in myocardial iron during treatment, we prospectively
40 50 m g/kg/ngay truye n tro n g 8 10 h VOI ng Lol Io,n 'Cardiovascular Magnetic Resonance Unit, Royal ~ followed thalassaemia patients commencing intravenous desferrioxamine for
- Truyén 5-7 ngay/tuan £, ~ . , . \
y gy , Két qua theo doi MRI cac BN s dung Desferoxamine truyén TM
V4 ' 4 = n \ =D
) " O 7 A AR ’ N\ ’ w X Y&
Cac NC chirng minh: thuoc lam giam 24% nguy co C6 sw phuc hdi thé tich va chirc nang thét trai
" A " A . . > . A SN X . ,
tlen trlen Suy t|m1 glup Cal thlen Va phuc hOI ChuJC T myocardial T2* (51 + 19 to 81 £ 2-8 ms, P = 0-003), liver iron (96 £ 4-3
= " to 2:1%15mg/g, P=0001), LV ejection fraction (52 + 7:1% to
nang tlm 63 + 6:4%, P = 0:03), LV volumes (end diastolic volume index 115 + 17
7 to 96 £ 3 ml, P = 0-03; end systolic volume index 55 + 16 to 36 + 6 ml,
o Tac d ung phU P = 0:01) and LV mass index (106 + 14 to 95 + 13, P = 0:01). Iron cleared
> - ~ < )Y . A = < more slowly from myocardium than liver (5-0 £ 3:3% vs. 39 £ 23% per
= An h h won g von g m aC vVa th dn kl N h nen kh on g d un g month, P = 0-02). These prospective data confirm that siderotic heart failure
7 Received 9 July 2004; accepted for publication  1s often reversible with intravenous iron chelation with desferrioxamine.
q ua 2 y 5 g/ 24h 23 August 2004 Myocardial T2* improves in concert with LV volumes and function during
~ - , < - , < < Correspondence: Professor Dudley J. Pennell recovery, but iron clearance from the heart is considerably slower than from
- Khong s dung kéo dai do tac dung phu va duong MD FRCP FACC FESC, Cardiovasculr b e
< Magnetic Resonance Unit, Royal Brompton
d u ng Hospital Sydney Street, London SW3 6NP UK. Keywords: B thalassaemia, cardiology, chelator, iron overload, magnetic
E-mail: d.pennell@ic.ac.uk resonance imaging.

\ ] British Journal of Haematology, 127, 348-355



Dieu tri

Thai sat ( Iron- chelation)

Deferipron

« Thudc st dung duwdng udng

» Liéu dung:

- Khéi tri 75mg/kg/ngay chia 3 lan

- Liéu toi da 99mg/kg/ngay

« TA&c dung phu: gidm bach cau, dac biét BC da nhan trung tinh
Deferasirox

» Sinh kha dung dwdng udng tot

» Liéu dung:

- Khéi dau 20mg/kg/ngay

- Liéu toi da 40 mg/kg/ngay

Mot so thudc thai sat khac dang nghién clreu: silybin, deferitrin



Dieu tri

Piéu tri suy tim (1)

Triéu chirng suy tim c6 thé tién trién rat nhanh, dac biét & cac BN IOC tién phat thé
Juvenile, gay nén tt vong

BN c6 cac dau hiéu suy tim can dwoc diéu tri v&i phac do suy tim chuan hién nay
Loi tieu, ARNI/ ARB/UCMC, beta blocker, khang aldosterone

Chong déng néu co rung nhi

Mot sO Iwu V:

Cac bénh nhan bi betg- thalassemia va cac bénh mau khac co hiép trong g[én m,ach
mach man tinh do thiéu mau->> viéc str dung ARNI/ARB/UCMC can dung liéu thap
va chinh liéu tang dan

Céc thudc chen kénh calci ( amlodipine, nifedipine) do cé co ché tac dung trén kénh
calci type L ->> c6 thé giam thiéu viéc dwa sat vao trong té bao co’ tim



Dieu tri

Piéu tri suy tim (2)

« Cay CRT & cac BN co6 chi dinh

« CAc trwdng hop suy tim cap co thé s
dung ECMO,LVAD trong thoi gian cho
chirc nang tim cai thién

«  Ghép tim: néu khang trij liéu ndi khoa va
khong dap wng hoac khong co chi dinh
cay CRT

* NC cua Caines 2005:

- 16 BN I0C ( 11 tién phat, 5 tht phat)
duwoc ghép tim

- Két qua:

+ Tilé song 5 nam: 82,5%

+ Ti lé song 10 nam: 40,62%

Cardiac Transplantation in Patients With Iron Overload

Cardiomyopathy

Amitra E. Caines, MD, Jacques Kpodonu, MD, Malek G. Massad, MD, Rabih Chaer, MD, Alexander Evans, MD,

John C. Lee, MD, and Alexander S. Geha, MD, MS

Total number of patients
Mean age (range), years
Sex, M/F
Years transplanted
US transplants, n (%)
Non-US transplants, n (%)
Europe
Canada
Type of disorder, n (%)
Hemochromatosis
Thalassemia major
Diamond-Blackfan anemia
Organ transplanted, n (%)
Heart
Combined heart-liver
Liver, then heart
Actuarial survival, %
1 year
3 year
5 year
10 year
Causes of death (documented for
3 of 4 patients)
Infection
Unknown

16
31 (1463 y)
14/2
1991-1999
6 (38)
10 (62)

J Heart Lung Transplant. 2005 April; 24(4): 466-8



Dieu tri

Cac phwong phéap diéu tri khac

Ché do an:

Khoéng st dung rwou va mot so loai thit dé ( do tdng hap thu sat)

Han ché st dung cac ché pham chira vitamin C bd sung

An nhat néu suy tim

Liéu phap gene:

St dung cac th&r nghiém &c ché gene gay IOC tién phat méi chi thwe nghiém trén
dong vat




Case |lam sang

|OC tieén phat

- BN nam 34 tudi

Nhap vién vi kho tha,phu 2 chi duwdi

Bénh dién bién 1 thing il 402> 510 pmoiL
Kham 1am sang: Ferritn 5604->4942 ng/ml
- trAlleu ?t\ung suy tim cé‘len hinh FT4 133 ool
+ dau hiéu “ bronze skin” (+)
ISH [.64) ulmL

NT-proBNP 422 >312.1 pmol/L
TroponinT 33.4->55.52 ng/L



Pién tam do
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Sieu am tim

» Buong that trai gidn Dd 50mm, chirc ning tdm thu that
tral giam, EF 18%. GLS -3.5%

« That phai gidn, chirc ning tdm thu that phai giam nhiéu
(TAPSE 10.2mm, FAC 20%).
* H6 2 la vira. Ho chu nhe. ALDMP 41 mmHg.



34T, EF: 18 %, Pulmonary pressure 48 mmHg
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Peak Systolic Strain ) | | Peak Systolic Strain

POST _ ANT_SEPT SEPT

"~ Longitudinal strain

-

Click in segment to approve/reject Values are temporary Click in segment to approve/reject Values are temporary

2 GS=-5.9% 107y g Strain

] G peak SL Full (4CH) -3.59 %
G peak SL Full (2CH) 5.93 %
5 pea (/ AX
GS=-4.2% AT I e 17
HR APLAX 167 bpm
G peak SL Full (Avg) -4.22 %
PSD Full 7741 ms

Peak Systolic Strain

INF

~ Longitudinal strain

Click in segment to approve/reject
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Peak Systolic Strain

L/E invert

Click in segment to approve/reject Values are temporary







NH VIEN BACH MAI
‘AM HUYET HOC - TRUYEN MAU
4, Nhii Q, 78 - Giai Phong - Ha Noi
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Haemoglobin Electropho

Name %

Hb A

Hb A2
Age Interval (n) Hb A (%)’
U-baays (47) 4. /<243
7-14 days {(17) 6.8.383
15-46 days (28) 8.1-82.7
45 days to 3 months (32) 37.3-888
3-8 months (29) 87.0-96.7
6-9 months (21) 82 4-988
9-15 months (35) 91.9.98.7
15 months 1o 2 years (22) 84.9.97 8
2-8 years (92) 959979
8-17 years (43) S8.4-98 2
218 years (78) 56.8-97.5

» Dién di huyét sac to: binh
thuong
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Két qua: 46,XY[20]
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Cong thac NST: 46, XY




Piéu tri

Piéu tri suy tim:
Loi tiéu: Furosemid, \erospirone
Uperio, Procoralan, Isosorbide mononitrate

Thai sat; Desfonak O. 59*05 lo/ngay pha truyén
tinh mach sau d6 chuyén duong uong Deferipron
500mg*06 vien/ngay



Dién bién

BN nhap vién diéu tri 2 dot cAch nhau 10 ngay
* Triéu chirng LS c0 cai thién
+ BN bj NTH ngoai vién & Ian nam vién th 2

->> \/&i qué trinh dién bién,dau hiéu lam sang:
Chan doan: Bénh co tim nhiém sat tién phat, thé Juvenile 2?7
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Ket luan

Bénh co tim nhiém sat (I0C) 1a mét bién chirng nguy hiém cua tinh trang qua
tai sat

|IOC tién phat v&i thdi gian U bénh kéo dai va tién trién ddt ngdt, cé thé dan
dén suy giam chirc nang tim nghiém trong

Cac bénh nhan c6 bénh ly can truyén mau nhiéu lan, can danh gia dinh ky va
can than chwc nang tim mach

Chan doan dwa vao xét nghiém ferritin mau, transferrin bao hoa, siéu am tim,
chup MRI tim, xét nghiém gene dé khang dinh trong 10C tién phat

Rt mau, thai sat la cac bién phap co ban dé diéu tri bénh, khi xuat hién suy
tim can dwoc diéu tri chuan, ap dung liéu phap méi nhw CRT, tham chi ghép
tim



Xin tran trong cam on!



