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Kazuistika — 68 leta zena

OA.:

St.po infekcni hepatitide 1962

St.po tyreoitide 1989 (3 roky kortikoterapie)

St. po apendektomii

St.po tonzilektomii v détstvi

Arterialni hypertenze

RA: matka — CHOPN, otec + v 83 | na rakovinu prostaty
AA : neguje

Abuzy — nekuracka

SPA: ucetni, zije v byte s rodinou (+ pes a papousek)



Kazuistika — 68 leta zena

* poprve vysetrena kardiologem v 6/2012

« v té dobé unava a dusnost NYHA Il, EKG — neg.T v l,aVL, V1-6
* UZ : hypokinéza lateralni steny a prilehlé Casti hrotu , EF LK 50%
« KG 2012 — normalni nalez

* VG — neobvykla trabekulizace LK a difuzné omezené kontrakce, EF
LK 48%

 RTG plic s normalnim nalezem
* LA: Micardis plus 80 /12,5 mg 1-0-0
- pro sklon k hypotenzi a tachykardii tehdy nasazen Procoralan
2X7,5 mg
« Zaver: st.po susp. myokarditide



Kazuistika - EKG

Fitw: 0.07 Sphine - 90 Adspl. ~50 [Ha) 25,00 mimssk.
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Kazuistika — 68 leta zena

* nasledne dosetrovana pro protrahovany kasel se zaverem:
Asthma bronchiale lehké perzistujici
- nove od 2012 Ventolin, Alvesco

* na endokrinologii sledovana pro Hashimotovu thyreoitidu
- nove od 2016 Thyrozol



Kazuistika — 68 leta zena

e« 2016 — 2021 stav stabilni
* subjektivné bez potizi
« EKG a UZ srdce stacionarni



Kazuistika — 68 leta zena

*v 11/2021 synkopa v sede, bez anamnézy kiedi, bez
poruchy sfinkteru, bez retrogradni amnézie

- st. p. 1x synkope, v. s. ortostaticke etiologie v tehotenstvi anamn.
- ortostaticky test negat. (11/21)
- plicni embolie vylouCena, nativni CT mozku v norme

- TILT 3/22 v normé
- pro mirnou dysfunkci LK opakovana koronarografie — normalni 2021

- béhem hospitalizace zachyt paroxyzmu nesetrvalé KT



Kazuistika — 68 leta zena

dle neurolog. vys. 11/21 nelze vyloucit epilepticky zachvat s
poruchou védomi bez motorickych projevu

- dle EEG opakovany vyskyt epileptiformniho grafoelementu
temporalné s jasnou prevahou vpravo, zakladni aktivita je
normalni (11.12/21)

- MR mozku s veku primerenym nalezem
- UZ mozkovych tepen bez prukazu obstrukce

*V 12/2021 nasazen neurologem Levetiracetam 250 ng 1-0-1



Kazuistika — 68 leta zena

* pro zachyt paroxyzmu nesetrvalé KT (9 uderu) a mirnou
dysfunkci LK nejasné etiologie doplnena MR srdce

dle MR srdce 11/21 postkontrastne (LGE) patrna dominantne
subepikardialni opacifikace v oblasti predni stény s
prechodem do septa a spodni stéeny , EF LK 46% , mirne
snizena i systolicka funkce PK - 47%



Kazuistika — 68 leta zena

« pro anamnézu potizi v navaznosti na ockovani proti COVID 19
zvazovana myokarditida, soucasne jiz objednana na geneticke

vysetreni

 doporucen dlouhodoby EKG zaznamnik, preferovala EKG
Holter

* v planu kontrolni MR srdce

 EKG Holter v 8/22 bez zachytu arytmie



Kazuistika — 68 leta zena

v 723 bez obtizi, NYHA |, KP komp

* LA: Concor Cor 2,5 mg %2 -0-0, Tezeo 40/12,5 mg 1-0-0,
Verospiron 25 mg 1-0-0, Relvar inh 1-0-0

 dle UZ srdce EF LK 50% , mirna hypokinéza bocCni stény
« doporucen opet EKG Holter (dlouhodoby zaznamnik nechtela)
a objednana kontrolni MR srdce



Kazuistika — 68 leta zena

o Kontrolni MR srdce 8/23

LK nedilatovana, smirné snizenou EF, abnormalni kinetika
predevsim v oblasti lateralni a inferolateralni steny. V LGE cirkularni
jizevnaté zmeny subepikardialné, nalez je susp. z arytmogenni
kardiomyopatie s predilekénim postizeni LK, v dif. dg. mozna
prodélana myocarditis. V porovnani v MR 2021 je rozsah postizeni
steny LK jizevnatou tkani bez zjevné progrese.



Kazuistika — MR srdce
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EKG Holter 1/24 — 2 behy Sirokokomplexoveho rytmu o 4 -7

komplexech (delsi v trvani 4 vteriny)

|

10 mm/mV 25 mm/s
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Kazustika — 68 leta zena

Primoimplantace ICD 1D v primarni prevenci NSS 9.8.24
- Biotronik Rivacor 3 VR-T

- nastaveni: VVI 40/min, VF od 222/min

- indikace: nedilatovana KMP LV, nsKT, synkopa
Nedilatovana kardiomyopatie levé komory (NDLVC) v.s.

- as%r_lr_lptomatické stran chronické dusnosti, anamn. synkopa, dle EKG Holtera
ns

- pfi elektrofyziologickém vySetreni - pfi PSK vyvolana polymorfni KT (20.5.24)

- mirneé asynchronni kontrakce LK, EF 50%, zachovala systol. fce PK, bez
vyzn. chiopenni vady (TTE 11/21)

- EF 45% chronicky v dok.




Kazuistika — geneticke vysetreni

Vysledek molekularné genetického vySetfeni genu odpovédnych za dédi¢né

kardiomyopatie a arytmogenni syndromy:

« v genu DSP nalezena pravdépodobné patogenni varianta v heterozygotnim stavu. Jedna se o
dosud nepopsanou sekvenéni variantu. Patogenni varianty v genu DSP jsou spojeny s klinick)'m)
projevem arrhytmogenic right ventricular dysplasia 8 (AD dédiCnost), dila@ed carduomyo_pathy with
woolly hair, keratoderma and tooth agenesis (AD dédicnost), dilated cardiomyopathy with woolly
hair and keratoderma (AR dédi¢nost); v ClinGen je s genem DSP uvedeno onemocnéni
arrythmogenic cariomyopathy with woolly hair and keratoderma.

Zavér : Arytmogenni kardiomyopatie u probandky, molekularné genetickym vySetfenim byla

nalezena dosud nepopsana sekvenéni varianta v genu DSP, ktera je hodnocena jako
pravdépodobné patogenni. Pfedpokladame, Ze nalezena varianta ma kauzalni souvislost s

kardiologickym onemocnénim probandky. Dédi¢nost je autosomalné dominantni, tj. s 50%-
nim rizikem pro potomky.

Dop.: kardiologické sledovani.
Genetické vySetfeni obou déti.
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Gén DSP

« Gen DSP koduje protein desmoplakin
- klicova slozkou desmosomu myokardu a epidermalnich bunék

- v myokardu je desmoplakin lokalizovan na interkalarnich discich,
které mechanicky spojuji srdecni bunky, aby fungovaly
v koordinované strukture

- patogenni varianty v genu DSP zpusobuiji jedinecnou formu KMP
charakterizovanou epizodickym zanetem myokardu, fibrézou
a systolickou dysfunkci levé komory, ktera predisponuje k
vysokému vysKytu komorovych arytmii.

- DSP kardigmyopatie by mela byt zvazena v diferencialni diagnoze
pri podezreni na myokarditidu a sarkoidozu

Cor et Vasa Case Reports 2023;6:30-35.
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Figure 7 Examples of cardiac magnetic resonance imaging tissue

characterization features that should raise the ...
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ORIGINAL RESEARCH ARTICLE

Desmoplakin Cardiomyopathy, a Fibrotic and
Inflammatory Form of Cardiomyopathy Distinct
From Typical Dilated or Arrhythmogenic Right
Ventricular Cardiomyopathy

Circulation. 2020;141:1872-1884. DOI:10.1161/CIRCULATIONAHA.119.044934
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Female 69 % 51% 0.01
Age at evaluation, y 36+16 39420 0.24
Desn Proband 41 % 42 % 1.0
I nfla | Mormal ventricular function | 36% (37/103) 60% (47/79) 0.002
From R predominant - 14% (14/103) - 40% (32/79) <0.001
Y predominant 51% (52/103) 0% (0/79) <0.001
Vent Palmoplantar keratoderma 55% (54/98) 2% (1/46) <0.001
or curly hair
Moderatefintense exercise 53% (42/80) M, M
Truncating mutation 98%% 100%a 0.51
TFC definite ARWVC 34% (35/103) 49% (39/79) 0.036
TFC borderline ARWC - 28% (29/103) - 14% (11/79)
TFC possible ARVC 38% (39/103) 3IV% (29/79)
Episodic chest pain 21% A% 0.001
Troponin elevation 15% 009G <0001
T wave inversions V12 15% (15/101) - 13% (10/78) 0.83
T wave inversions V13 89% (8/101) S0% (28/78) =0.001
T wave inversions YV4-\Va 21% (20/98) 22% (17/78) 0.85
Left bundle-branch block 1% (1/96) 0% (O/76) 1.0
Right bundle-branch block 2% (2/96) 1% (1/76) 1.0
Frequent PVCs (=500/24 h) L6E% (32/57) 61% (23/38) 0.82
VW LGE - 40% (23/57) 10% (5/51) <0.001
IVEF, 2% 46+14, n=103 59+8 n=79 <0.001
VT outcome 28% 30% 0.87
P omemdien i armiam naamli sms avs smmamsbasl s maasa o sbamalaesd el sklae

Circulation. 2020;141:1872-1884. DOI:10.1161/CIRCULATIONAHA.119.044934

Femnale 70% 68% 1.00
Age at evaluation, y 36+17 35%15 0.73
Falmoplantar keratoderma 61% (35/57) A6% (19/41) 0.15
or curly hair

Moderate/intense exercise 63% (31/49) 35% (11/31) 0.02
LYV enlargement 29% {17/59) A46% (19/41) 0.09
LV systolic dysfunction 33% (20/61) 4% (31/42) <0.001
L\VEF, % 53+11 38+14 <0.001
RV systolic dysfunction 8% (5/61) 26% (11/42) 0.024
RV focal WA 8% (3/37) 28% (5/18) 010
ECG T wave inversions (V1-V2} 12% (7/59) 19% (8/42) 0.40
ECG T wave inversions {(V1-V3) 5% (3/59) 12% (5/42) 0.27
ECG T wave inversions (V4-\6) 7% (4/55) 39% (16/41) <0.001
Frequent PVCs (=500/24 h) 43% (16/37) 80% (16/20) 0.0
Episodic chest pain 18% 25% 0.46
Troponin elevation 13% 18% 058
vV LGE 43% (15/35) 36% (8/22) 078
R EDV, mL (MRI) 14545 (n=34) 160+46 (n=16) 028
L EDY,. mL (MRI) 155453 (n=35) 166+37 (n=17) 0.46
WT Outcome 18% 43% 0.005
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Moderatefintense exercise 53% (42/80) M, M
Truncating mutation 98%% 100%a 0.51
TFC definite ARWVC 34% (35/103) 49% (39/79) 0.036
TFC borderline ARWC - 28% (29/103) - 14% (11/79)
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VT outcome 28% 30% 0.87
P omemdien i armiam naamli sms avs smmamsbasl s maasa o sbamalaesd el sklae

Qa

Fernale 70% 68% 1.00
Age at evaluation, y 3617 35%15 0.73
Palmoplantar keratoderma 61% (35/57) A6% (19/41) 0.15
or curly hair

Moderate/intense exercise 63% (31/49) 35% (11/31) 0.02
LV enlargement 29% {17/59) A6% (19/41) 0.09
LV systolic dysfunction 33% (20/61) 74% (31/42) <0.001
L\VEF, % 53+11 38+14 <0.001
RV systolic dysfunction 8% (5/61) 269% (11/42) 0.024
RV focal WMA 8% (3/37) 28% (5/18) 0.10
ECG T wave inversions (W1-\2) 12% (7/59) 199 (8/42) 0.40
ECG T wave inversions (Y1-\3) 5% (3/59) 129 (5/42) 0.27
ECG T wave inversions {vVd4-\V6) 7% (4/55) 309% (16/41) <0.001
Frequent PVCs (=500/24 h) 43% (16/37) 280% (16/20) 0.01
Episodic chest pain 18% 25% 0.46
Troponin elevation 13% 18% 0.58
vV LGE 43% (15/35) 36% (8/22) 078
RW EDW, mL (MRI) 145+45 (n=34) 16046 (n=16A) 0.28
L EDY, mL (MRI) 155453 (n=35) 16637 (n=17) 0.46
VT Outcome 18% 43% 0.005




Circulation

ORIGIT

Wy Wil

Fermale 69% 51%a 0.01 —
- Female 70% 68% 1.00

Age at evaluation, y 36+16 39420 0.24 —

Desn Proband 41% 42% 10 - l b Age at evaluation, y 3617 35%15 0.73

| nfl Q| Mormal ventricular function | 36% (37/103) | 60% (47/79) 0.002 ,p z Palmoplantar keratoderma 61% (35/57) 46% (19/41) 0.15

. . or curly hair

RN predominant 14% (14/1032) A40% (32/79) <0001

Fro m P Og Moderatefintense exercise 63% (31/49) 35% (11/31) 0.02
Y predominant 51% (52/103) 0% (0/79) <0001

Ve nt LV enlargement 29% (17/59) 46% (19/41) 0.09
Palmoplantar keratoderma 55% (54/98) 2% (1/46) <0.001
or curly hair LV systolic dysfunction 33% (20/61) 74% (31/42) <0.001
Moderatefintense exercise 53% (42/80) M, Y IVEF, % 53+11 38+14 <0.001
Truncating mutation Q8% 100% 0.51 RV systolic dysfunction 8% (5/61) 26% (11/42) 0.024
TFC definite ARVC 34% (35/103) A489%, (39/79) 0.036 7 V 3
TFC borderline ARVC 289% (29/103) 14% (11/79) _. l \ \ ] -r £ A !
TFC possible ARVC 38% (39/103) 379% (29/79) v 1 1 1 1
Episodic chest pain 21% 4% 0.001 i : : ;
T wave inversions W12 15% (15/101) 13% (10/78) | |
T wave inversions V13 89% (8/101) S0% (28/78) - v Vil b M
T wave inversions YV4-\Va 21% (20/98) 22% (17/78) - ‘ : | _
Right bundle-branch block 2% (2/96) 1% (1/76) 1.0 > ﬂy\,—_ﬁq,_v—-—n-&.\,-——f\@_‘,———d\,_\,-——-
Frequent PVCs (=500/24 h) 56% (22/57) 61% (23/38) 0.83 ﬂ
LV LGE 40% (23/57) 10% (5/51) <0.001 oot s = e 00r s om0 B0 amss
IVEF, %% A6+14, n=103 59+8, n=79 <0001
WT outcome 28% 30% 0.87
P amemiion i i i il sma aea ekl s mma s 8 sl el aeal Al sl skl

Circulation. 2020;141:1872-1884. DOI:10.1161/CIRCULATIONAHA.119.044934




Circulation

D_B.I_G.I.[ Fermale

69 % 51% 0.01 I—
- Female 70% 68% 1.00
Age at evaluation, y 36+16 39420 0.24 —
Desn Proband 41% 42% 10 - l b Age at evaluation, y 3617 35%15 0.73
. . = Palmoplantar keratoderma 61% (35/57) A6% (19/41) 0.15
Mormal ventricular function | 36% (37/103 60% (47/79 0.002 P
Inflal | ( ) | ( ) Ip'c or curly hair
RN predominant 14% (14/1032) A40% (32/79) <0001
FrO m P Dg Moderatefintense exercise 63% (31/49) 35% (11/31) 0.02
Y predominant 51% (52/103) 0% (0/79) <0001
Ve nt LV enlargement 29% (17/59) 46% (19/41) 0.09
Palmoplantar keratoderma 55% (54/98) 2% (1/46) <0.001
or curly hair LV systolic dysfunction 33% (20/61) 74% (31/42) <0.001
Moderatefintense exercise 53% (42/80) M, Y IVEF, % 53+11 38+14 <0.001
Truncating mutation Q8% 100% 0.51 RV systolic dysfunction 8% (5/61) 26% (11/42) 0.024
TFC definite ARWVC 34% (35/103) 49% (39/79) 0.036 RV focal WMA 8% (3/37) 28% (5/18) 010
TFC borderline ARVC 28% (29/103) | 14% (11/79) ECG T wave inversions (V1-V2) 12% (7/59) 19% (8/42) 0.40
TFC possible ARVC 38% (39/103) | 37V% (29/79) ECG T wave inversions (V1-V3) 5% (3/59) 12% (5/42) 0.27
Episadic chest pain 21% 4% ks ECG T wave inversions (V4-V6) 7% (4/55) 39% (16/41) <0.001
Troponin elevation 15% | 0% <0.001 Frequent PVCs (>500/24 h) 43% (16/37) 80% (16/20) 0.01
T i i W12 15% (15/101 13% (10576 0.83
WWAVE [nversiens ¢ ) ¢ ! Episodic chest pain 18% 25% 0.46
T wave inversions V13 89% (8/101) S0% (28/78) <0001 ) i
Troponin elevation 13% 18% 0.58
T wave inversions V4-Ve 21% (20/98) 22% (17/78) 0.85
IV LGE 43% (15/35) 36% (8/22) 07a
Left bundle-branch block 1% (1/96) 0% (O/76) 1.0
RY EDW, mL (MRI) 145+45 (n=34) 160+46 (n=16) 0.28
Right bundle-branch block 2% (2/96) 1% (1/76) 1.0
L EDV, mL (MRI) 155453 (n=35) 166+37 (n=17) 0.46
40% (23/57) 10% (5/51) VT Outcome 18% 43% 0.005

VT outcome

L T L i e T T T T R

Circulation. 2020;141:1872-1884. DOI:10.1161/CIRCULATIONAHA.119.044934

B L I e B



Circulation

D_B.I_G.I.[ Fermale

69 % 51% 0.01 I—
- Female 70% 68% 1.00
Age at evaluation, y 36+16 39420 0.24 —
Desn Proband 41% 42% 10 - l b Age at evaluation, y 3617 35%15 0.73
. . = Palmoplantar keratoderma 61% (35/57) A6% (19/41) 0.15
Mormal ventricular function | 36% (37/103 60% (47/79 0.002 P
I nfla I | ( ) | ( ) Ip'c or curly hair
RN predominant 14% (14/1032) A40% (32/79) <0001
Fro m P Og Moderatefintense exercise 63% (31/49) 35% (11/31) 0.02
Y predominant 51% (52/103) 0% (0/79) <0001
LV enlargement 29% (17/59) A6% (19/41) 0.09
en
Palmoplantar keratoderma 55% (54/98) 2% (1/46) <0.001
or curly hair LV systolic dysfunction 33% (20/61) 74% (31/42) <0.001
Moderatefintense exercise 53% (42/80) M, Y IVEF, % 53+11 38+14 <0.001
Truncating mutation Q8% 100% 0.51 RV systolic dysfunction 8% (5/61) 26% (11/42) 0.024
TFC definite ARWVC 34% (35/103) 49% (39/79) 0.036 RV focal WMA 8% (3/37) 28% (5/18) 010
TFC borderline ARVC 28% (29/103) | 14% (11/79) ECG T wave inversions (V1-V2) 12% (7/59) 19% (8/42) 0.40
TFC possible ARVC 38% (39/103) | 37V% (29/79) ECG T wave inversions (V1-V3) 5% (3/59) 12% (5/42) 0.27
Episadic chest pain 21% 4% ks ECG T wave inversions (V4-V6) 7% (4/55) 39% (16/41) <0.001
Troponin elevation 15% | 0% <0.001 Frequent PVCs (>500/24 h) 43% (16/37) 80% (16/20) 0.01
T i i W12 15% (15/101 13% (10576 0.83
WWAVE [nversiens ¢ ) ¢ ! Episodic chest pain 18% 25% 0.46
T wave inversions V13 89% (8/101) S0% (28/78) <0001 ) i
Troponin elevation 13% 18% 0.58
T wave inversions V4-Ve 21% (20/98) 22% (17/78) 0.85
IV LGE 43% (15/35) 36% (8/22) 07a
Left bundle-branch block 1% (1/96) 0% (O/76) 1.0
RY EDW, mL (MRI) 145+45 (n=34) 160+46 (n=16) 0.28
Right bundle-branch block 2% (2/96) 1% (1/76) 1.0
L EDV, mL (MRI) 155453 (n=35) 166+37 (n=17) 0.46
Frequent PVCs (=500/24 h) 56% (22/57) 61% (23/38) 0.83
| WT Qutcome 18% 43% 0.005

LVEF, %0

46+14, n=103

59%8, n=79

<0.001

L T L i e T T T T R

Circulation. 2020;141:1872-1884. DOI:10.1161/CIRCULATIONAHA.119.044934

B L I e B



Zaver

Klinicka diagnoza DSP kardiomyopatie by se méla opirat o posouzeni funkce LK, komorové
ektopie a pozdniho syceni gadolinia v myokardu LK po genetické diagnoze

DSP kardiomyopatie by méla byt zvazena v dif.dg. akutnich zanétlivych syndromu
myokardu, vCetné myokarditidy a sarkoidozy

Pritomnost jakekoli systolicke dysfunkce LK u DSP kardiomyopatie (ejekcni frakce LK <55
%), zejména pokud je spojena s castymi predCasnymi komorovymi ektopiemi a pozdnim
zesilenim gadolinia LK, naznacuje podstatné riziko zavaznych komorovych arytmii

Klinické vysetreni, 12svodové EKG a TTE - kazdé 1-2 roky nebo dfive, pokud si pacienti
stézuji na nove priznaky.

EKG Holter - kazdé 1-2 roky nebo pfi symptomech
MR srdce - kazdych 2-5 let nebo €astéji u pacientu s progresivnim onemocnénim
Kardiopulmonalni zatézové testovani - kazdé 2-3 roky, pokud nedojde ke zméné priznakd.

Circulation. 2020;141:1872-1884. DOI:10.1161/CIRCULATIONAHA.119.044934



Riziko nahlé srdecni smrti

= Kardiomyopatie

= Arytmogenni syndromy

= Onemocnéni aorty / chlopenni vady
= Dédicné formy hyperlipidemie

Obr. 1 -Typy dédicnych kardiovaskularnich onemocnéni spo-
jenych s nahlou srdecni smrti

Nahla srdecni smrt je dle soucasnych studii prvnim a po-
slednim projevem dédi¢ného onemocnéni az v poloviné
pfipadu a v pripadé kardiomyopatii ¢asto predchazi rozvoji
jednoznadnych strukturélnich zmén srdec¢niho svalu.'

O

)

Obr. 2 - Nejcastéjsi princip dédicnosti kardiovaskularnich onemoc-
néni je autosomalné dominantni, kdy je pfenos vlohy nezavisly na
pohlavi a pfimi pfibuzni maji 50% pravdépodobnost nosicstvi dané
viohy.

Cor Vasa 2023;65:798-805.
Cor Vasa 2023;65:186-235.
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