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Age,y
Study 18-44 45-54 55-64 65-74 275 Overall

General population

Nkomo et al. (2006)° (n 10.7% (31/4,351) 0.4% (3/696) 1.9% (23/1,240) 8.5% (328/3,879) 13.2% (230/1,745) 5.2% (615/11,911)

=11,911)
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FD

Kampmann et al. NA 0% (0/55)

(2002)* (n = 55; 100%

women)

Weidemann et al. NA 2.7% (3/111)

(2009)? (n = 111; 54%

women)

Linhart et al. (2000)° NA 20.0% (6/30)*

(n = 30; 57% women)

Present study 0% (0/46) 12.5% (3/24) 17.6% (3/17) 16.7% (2/12) 100% (2/2) 10.0% (10/100)

Yogasundaram H, Nikhanj A, Chatur S, Qi A, Hagen L, Bailey L, Khan A, Hopkin RJ, Fine NM, Jefferies JL, Oudit GY. Burden of Valvular Heart Disease in Patients with Fabry
Disease. J Am Soc Echocardiogr. 2022 Feb;35(2):236-238. doi: 10.1016/j.ech0.2021.09.013. Epub 2021 Oct 7. PMID: 34627970.



AT, 1. LEKARSKA
' J} FAKULTA
% 5

Y Univerzita Karlova

VSEOBECNA FAKULTNI
NEMOCNICE V PRAZE

Variable Odds Ratio (95% Cl) P Value
eGFR ——

100

i 0.983 (0.971,0.994) .003

90 | |
1
80 !
1
1
70 1
1
60 !
1
50 4 :
1
1

Age — ®m——— 1062 (1.027,1.099) <001

Patients with Disease (%)

TS TR PS PR MS MR AS AR
Valvular Disease

1
1
1
1
{
|
1
|
|
1
1
Overall ¢ 1.022
T

T T T 1
[ None [ Mild O] Moderate Il Severe 059 102 105 108 111

Figure 1 (A) Prevalence of VHD in patients with FD. Five patients initially classified with mild to moderate MR were reanalyzed and
reclassified as mild (two patients) or moderate (three patients), one instance of mild to moderate aortic stenosis (AS) was downgraded
to mild, and one instance of moderate to severe aortic regurgitation (AR) was upgraded to severe. One patient with a bicuspid aortic
valve was excluded from the study. Valve morphology is indicated in Supplemental Table 2. (B) Forest plot of odds ratios for worse
VHD category. Increasing age and worsening estimated glomerular filtration rate (eGFR) were associated with increased odds of
VHD. MR, Mitral regurgitation; MS, mitral stenosis; PR, pulmonic stenosis; PS, pulmonic stenosis; TR, tricuspid regurgitation;
TS, tricuspid stenosis.

Yogasundaram H, Nikhanj A, Chatur S, Qi A, Hagen L, Bailey L, Khan A, Hopkin RJ, Fine NM, Jefferies JL, Oudit GY. Burden of Valvular Heart Disease in Patients with Fabry
Disease. J Am Soc Echocardiogr. 2022 Feb;35(2):236-238. doi: 10.1016/j.echo.2021.09.013. Epub 2021 Oct 7. PMID: 34627970.
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SAM-SYSTOLIC ANTERIOR MOTION

* Mechanismus
* ,drag forces” krevniho toku posouvaji mitralni cipy anteriorne
do LVOT
* Venturiho efekt neni hlavni mechanismus
* Anatomické predispozice
* dlouhé cipy mitralni chlopne
* anteriorni/apikalni dislokace papilarnich svalt
* hypertrofie IVS
* uzkeé LVOT

Tato fotka od autora Neznamy autor s licenci CC BY-SA-NC


https://innovationinfo.org/journal-of-cardiovascular-disease-and-medicine/article/A-Clinically-and-Echocardiographically-Demonstrable-Dynamic-Left-Ventricular-Outflow-Tract-Obstruction
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Adult Echo
55-1

20Hz

1Bem

TIS0.5 MI0A

« Vel 312 cmis
PG 39 mmHg

4000Hz
WF 359Hz

Early systole Mitral leaflet — septal contact
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Nejcastejsi chlopenni vada
u FABRYHO CHOROBY je MITRALNI REGURGITACE ARCHIY 2 1K VEN
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CENTRUM FABRYHO CHOROBY VFN

MVLT (mitral valve leaflets thickness) 55 - MMR nebo SMR

A
c e . e, 120 - patogenni varianta
- o 289 — celkem FD registr
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CENTRUM FABRYHO CHOROBY VFN

MVLT (mitral valve leaflets thickness)

55 - MMR nebo SMR

120 - patogenni varianta

289 — celkem FD registr

* . Percentile
¢ Unique | Min | Max | Mean | StDev| Sum 0.50
0.05 | 0.10 | 0.25 .1 0.750.90 | 0.95
Median
L1
29 |1.50(6.10( 3.47 | 1.09 [159.50|1.83|2.05|2.65| 3.50 (4.10|4.85(5.20
6 8
mm t
o* Percentile
Unique | Min | Max | Mean | StDev| Sum 0.50
0.05 | 0.10 0.25 . |0.75/0.90 | 0.95
Median
° 24 |2.60| 38 |26.61| 6.12 |1330.4|16.95|19.08 | 24 27 31 | 32 |34.65
mm
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AMBULANCE S HCM VFN

MVLT (mitral valve leaflets thickness)

21 - MMR nebo SMR

: .. o' * Percentile
... °os ® ¢ Unique | Min | Max | Mean | StDev | Sum 0.50
° . 0.05 | 0.10 | 0.25 Mad: 0.75 | 0.90 | 0.95
edian
e 13 1.70(4.20| 2.78 |0.640| 50 (2.04 1217 |2.23| 2.85 |3.08|3.48|3.95
1 2 3 4 5
mm
C-SEPT (mm)
[ . Percentile
. o ' Unique | Min | Max | Mean | StDev | Sum 0.50
. ° ? 0.05 0.10 | 0.25 : 0.75 | 0.90 | 0.95
.o’ Median
¢ 13 11 | 33 [19.80| 4.88 | 396 |14.80| 15 [16.75| 19.50 |22.25|24.30|27.30
.

9 15 21 27 33

[RNIRE]
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SROVNANI SAM u FD a HCM

FABRYHO CHOROBA

D:16.0 cm
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CELKOVY POCET pacienti

s Fabryho chorobou a stredné vyznamnou nebo
vyznamnou MR: 55

LVOTO v klidu Yes (5, 9.1%), No (50, 90.9%)

Yes

Mo
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CELKOVY POCET pacientd
s HCM a stredné vyznamnou nebo vyznamnou MR: 21
OBSTRUKCE LVOT v klidu: Yes (17, 81.0%), No (4, 19.0%)

Yes
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SAM u pacientu se stredné vyznamnou a vyznamnou
mitralni regurgitaci

FABRYHO CHOROBA SARKOMERICKA HCM

Yes (6, 10.9%), No (49, 89.1%) Yes (19, 90.5%), No (2, 9.5%)

Yes 6
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* SAM je vyrazné Castéjsi u pacientl se sarkomerickou

hypertrofickou kardiomyopatii nez u pacientu s Fabryho

chorobou
* Patofyziologicka podstata tohoto jevu ma vice pricin

* Z dosud ziskanych dat se domnivame, ze restrikce u stradavé

choroby (FD) je paradoxné ochranou vzniku SAM
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