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ESC Guidelines

17

specialists

Cardiomyopathy

Patient
support

Genetika soucasti
mezioborového tymu

» Cardiologist with

cardiomyopathy expertise

+ Paediatric cardiologist with

cardiomyopathy expertise

+ Specialist nurse
« Cardiac genetic

counsellor

* Heart failure team

* Arrhythmia team

* Cardiac imaging team

* Interventional cardiologist team
* Cardiologist with expertise

in sports cardiology

« Family/carer(s)
* Psychologist
* Patient associations

- Geneticist + Pathologist

= Other: cardiac surgeon, primary care

physician, paediatrician, internist,
nephrologist, neurologist,
dermatologist, endocrinologist,
ophthalmologist, pharmacist,
rheumatologist etc.
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™ M [ ] mmk Figure 5 Multidisciplinary care of cardiomyopathies. *The list presented is not exhaustive and represents examples of specialties that often interact in the

care of cardiomyopathy patients.
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Strat,ifikacve rizika
na zaklade ARRHYTHMOGENIC

fenotypu/genotypu CARDIOMYOPATHY
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Kolik pacientu s KMP ma jasny geneticky nalez
(4444) probandi v CR dle dostupnych informaci geneticky vySetieno)

Data z predbé&zné databaze PS kardiogenetiky pfi SLG CSL JEP  |[Level Count %
MYBPC3 320 27.4
TTN 266 22.7
MYH7 172 14,7
PKP2 57 4.9
LMNA 36 3.1
TNNT2 35 2.9
44% DSP 29 2.5
31% FLNC 29 2.5
20% TNNI3 27 2.3
RBM20 17 1.5
LP/P VUS NS SCN5A 17 1.5
TPM1 16 1.4
2333, European Total 1169
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Objasnéno 253/435 (58%) pripadd, z toho 155/253 (62%) CMP
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Celkovy zachyt P/LP DNA variant 104/435 (24%)
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Nalezené geny pri srdecCni zastave ve vztahu k
pohlavi
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Echo prinos ke stratifikaci

rizik

a uARVC ?!

Mechanical dispersion

’ =  Time to peak strain
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CENTRAL ILLUSTRATION Risk Stratification in Arrhythmogenic Cardiomyopathy
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Negative Predictive Value 0.98,
95% Confidence Interval 0.86-1.00

Kirkels, F.P. et al. J Am Coll Cardiol Img. 2021;14(5):900-10.
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Odds Ratio 1.3,
95% Confidence Interval 1.1-1.5 per 10 ms o
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. , The HCM Risk-SCD score provides patients without prior aborted SCD/sustained VA who have a diagnosis of Hypertrophic
5 G e n et I C k a Cardiomyopathy with individualized estimates of their risk for developing Sudden Cardiac Death (SCD) in the 5-year period
. following their initial clinical assessment. These predictions are based on the previously published risk model from O'Mahony et
al.

stratifikace e eCDRUL
riZika u Family History of SCD:
KMP/HCM (e

Unexplained Syncope:

yes || No » Neplati pro stradave formy kardiomyopatie
(GLA, GAA, PRKAG1)

NSVT on Ambulatory Monitoring:

yes No

Age (years):
0 |

Maximal Wall Thickness (mm):

0 |

Left Atrial Diameter (mm):

0 |

Maximal LVOT Gradient (mmHg):
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Zavery:

Geneticka stratifikace u KMP se zdafi u cca %1 vSech neischemickych KMP

Genetika pfispéje k odhadu rizika srde¢ni zastavy u dalSiho zlomku genotypové pozitivni pacientt

Rozeznana pfiCina prezité i neprezité srde€ni zastavy je kardiomyopatie, nejvice DCM/ACM

TTN predstavuje nejCastéji nalézany gen u KMP a jeho arytmogenni potencial je cca — 4-5%
FLNC a RBM20 — trunkuijici varianty jsou pficinou srdeCni zastavy — neni ,risk score®, ale nutno vzit v ivahu

ARVC dominuje preZité srdeéni zastavé ale v kohorté zemfelych se nevyskytuje v CR (moznost CPR a kvalita ZZS)

PKP2 ma jinak velmi malou penetranci u pfibuznych probandu, CA jesté pred rozvojem morfologickych
znamek ARVC

Nutnost vzajemné spoluprace a komunikace a mezicentrové spoluprace k ziskani vice informaci o ¢eské populaci
(narodni databaze pacientu)



Mezicentrova spoluprace, narodni registr?

MDT UK
Rrala rare.heart@ikem.cz
MDT alice.krebsova@ikem.cz
Ceské MDT
Budéjovice FN HK
Centralni
geneticka

MDT FN MDT MU

Olomouc data béze Brno

v MDT FN MDT EN

:.'?---'._.mi %LED?HT— Plzen Ostrava
oM Helerence

' -
ogn’ Network



mailto:rare.heart@ikem.cz

Dokumenty ke staZeni

Letik pro kardiology a praktické lékafe
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Letdk pro urgentni mediciny

DOPORULENY POSTUP ¥ PRIPADE PODEZAENI WA NANLOU SHOECH
SRS INOIAC! SENETICKERD VYSETREM

Letdk pro pozistalé MMR

y souhlas pro pozlistalé

Zidanka k laboratornimu genetickému
vyletfeni

[3) Arytmogenni kardiomyopatie (ACM)

[-j Hypertroficki kardiomyopatie (HCM)

Letdk pro soudni lékafe
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porutené diagnostické kategorie pro
Indikaci post mortem genetického vyletfeni

Zisady odbéru biologického materidly pro
genetickou analyzu

Doporuleny postup pro soudni lékalstvi

() oilatazni kardiomyopatie (DCM)

[3) syndrom diouhého QT intervalu (LQTS)

eventivni vySetiend Onds Pro odborniky

0 onemocnéni Kontakt

Kontakt

Centrilni e-mail scd@ikem.cz

Napiite pfimo nadi koordinitoree
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Dekuji za pozornost

rare.heart@ikem.cz

alice.krebsova@ikem.cz
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