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@ E S C European Heart journal (2022) 00, 1-130

European Society htps://doiorg/10.1093/eurheartj/ehac262
of Cardiology

2022 ESC Guidelines for the m
patients with ventricular arrhy
prevention of sudden cardiac ¢

Developed by the task force for the manage
ventricular arrhythmias and the prevention
death of the European Society of Cardiolog)

Endorsed by the Association for European F
Congenital Cardiology (AEPC)

Zeppenfeld et al. 2022 — ESC Guidlines
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5.2.4. Scenario 4: Sudden death victim

portant to collect all availaB
ities, and family history. 26.56215.262.263

The main role of autopsy in SD is to establish the cause of death.
An expert cardiac pathologist alters the initial diagnosis in 41% of
cases, highlighting the need for expert evaluation.”** *** Inherited
cardiac diseases identified at autopsy include cardiomyopathies
(HCM, DCM, ARVC) and premature CADSX % A toxicology
screen can reveal drug overdose or polypharmacy in 31-56% of
young SD cases.”*"** In autopsy-negative cases with negative toxi-
cology, the term sudden arrhythmic death syndrome (SADS) may be
applied and primary electrical discases are potential
causes. "33 paraining tissue for DNA extraction is important
for post-mortem genetic analysis, where the yield can be as high as
one out of three, 183269270

prior symptoms, comorbid-

Zeppenfeld et al. 2022 — ESC Guidlines

Posmrtné genetické vysetreni u mladych
zemrelych < 50 let

Recommendation Table 6 — Recommendations for
evaluation of sudden death victims

Class*  Level®
Investigation of unexpected SD, especially in case
of suspicion of inherited dis should be made a
public health peiority. %%
In cases of SD, it is recommended to collect a
detaled description of drcumstances of death,
symptoms prior to death, the family history, and
to review prior medical files.”>*
A comprehensive autopsy is recommended,
Ideally, in all cases of unexpected SD, and always in

those <50 years of age '¥1364245267260.270 .
In cases of SCD, &t is recommended to retain

samples suitable for DNA extraction and consult 3

cardiac pathologist when an inherited cause is
suspected or the cause of death

unexplained 434

Toxicology screens are recommended in SO cases
with uncertain cause of death. 7%
For SCD where the cause is known or suspected

to be heritable, genetic testing targeted to the
cause is recommended.*4 264347

Following SADS, post-mortem genetic testing

targeted to primary electrical disease is

r ded when the decedent is young (< 50)
and/or the drcumstances and/or family history
support a primary electrical disease.* 193

When an autopsy diagnoses possible heritable
cardiac disease, it is recommended to refer
first-degree relatives for cardiac assessment in a
specialized clinic*7'*7

mmumasomww

cardiac dis Is susp

referﬂm-dqumbfmmm

in a specialized clinic 22352273

Following SADS, post-mortem genetic testing in

the decedent for additional genes may be

considered.

DNA, deoxyribonucleic acid; SADS, sudden arrhythenic death syndrome: SCD, sudden
crdisc death; SO, sudden death.

O ESC 022

ing is not r dod V4TS

Following SADS, hypothesis-free post-mortem
genetic testing using exome or genome
*Class of recommendaticn,

"Level of evidence.




Neischemicka srdecni zastava
— prezita i neprezita, N: 435
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' Network Zachyt P/LP variant u < 16 let 50%, > 16 let 21%
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Celkovy zachyt P/LP DNA variant 104/435 (24%)
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PFiciny srdeéni zastavy v CR — celkem objasnéno 58%
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Objasnéno 253/435 (58%) pripadd, z toho 155/253 (62%) CMP




Priciny srdecCni zastavy - CMP a ArS

CMP ArS
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Arytmogenni potencial nalezenych DNA variant (pouze probandi)
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TTN - fenotyp muzi a Zeny / srdecni selhani vs.&iné dg. arytmie
(pouze 5 muzu nad 40 let bez SS definovano jako LV EF < 50%)
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Kaskadovy rodinny screening u prezité i
neprezité srdecni zastavy

* Celkem Vysetreno 1115 rodinnych prislusnikd (2,56 na probanda)
* 170/1115 (15%) geneticky pozitivnich

Klinicka diagnoza Geneticky pozitivni (P/LP)




Zavery:

Pric¢ina neischemické srdec¢ni zastavy je rozeznana v 58% pfipadech, 42% zUstava nevyjasnéna

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%)

ARVC dominuije prezité srdeéni zastavé ale v kohorté zemrelych se nevyskytuje v CR (moznost CPR a kvalita ZZS)

LQT2 (CAVE: Zeny), CPVT a SCN5A kanalopatie, a jsou relativné nejmalignéjsi kanalopatie v CR

Gen RYR2 ma nejmalignéjsi potencial pro srdeéni zastavu v CR — pfedevsim déti < 16 let

Nutnost vzajemné spoluprace a komunikace a mezicentrové spoluprace k ziskani vice informaci o ¢eské populaci



Dekuji za pozornost

rare.heart@ikem.cz

alice.krebsova@ikem.cz
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Nalezené geny pri srdecCni zastave ve vztahu k
pohlavi
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