Genetickeé vysetreni u pacientu
po srdecni zastave s nutnou
kardiopulmonalni resuscitaci

(KPR)
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Priciny KPR u prezivsich
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Soubor pacientu (84, 4 déti)

Q AC 13/84 (15%)
d DCM 4/84 (8%)
d HCM 2/84 (2%)
Q LaT 21/84 (25%)
(J Brugada 7/84 (8%)
d CPVT 1/84 (1%)
d

iVF 36/84 (43%)
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Metody

J Klinicko-genetické poradenstvi

1 Kaskadovy rodinny screening

J Molekularnégenetické vysetieni

Kardiogeneticky panel (228 genti)
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Vysledky

J Kaskadovy rodinny screening

= 56/84 prisli > 1 pribuznych na vysetreni

= 26/56 (46%) méli znamky konkrétniho dédi¢ného
onemocnéni

» Primarni prevence SCD a individualizovana péce
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Vystupy NGS (class 4-5)

O AC 11/13 (84%) — PKP2
Qd DCM 3/4 (CAVE: LMNA/C)
Q HCM 1/2 (50%) - TPM1

Q LqQT 13/21 (62%) — KCNH2
(J Brugada 2/7 (SCN5A)

d CPVT 1/1 (RYR2)

O iVF 17/36 (47%) — dg.

AC/CPVT, LQT, BS, apod.
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IVF? — mlady fotbalista
1, LSV [RSE SA

AC, PKP2 (c.1689-1G>C, class 4)
1 | » MRdilatace pravé komory (srdce sportovce?)
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IVF? — Zena, 64 let, na vylete
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> LQT2, KCNH2 (c.1600C>T, p. Arg534Cys, class 5) W
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LQT? — 18 let, zena, KPR na

maturitnim plese
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»  Varianty v TMEMA43 (AC), nebo RYR 2 (CPVT) ?




Cardiac Arrest Survivor

Baseline Investigations:
Electrocardiogram

Coronary Angiography or

d Nutné podrobné Cordo T g
vysetreni po
K P R Unexplained Cardiac Arrest

M

Diagnosed

High Lead

D Ka S ka’ d ovy, L Signal averaged )
rOd i n ny’ l /-_ Diagnosis (=50%) .

T, Structural+ss: \\.

‘ ECGs:

° - - .
Sc ree n I n Advanced Imaging: oronary Z??sm
Cardiac MRI MYE;EII“;CI‘EIS
V4 \ CT or PET»- ) iy
vhodny =
Sarcoidosis
e . Y Electricals=+:
| Provocative Testing: Long_QT
Exercise test Short QT
Sodium channel blocker Brugada
d Opatrnost v v
Epinephrine: « ) ERS

hodnoceni

l - ‘\ SCIVF _ /
Vy'St u p ﬁ N G S ! ( Genetic Testing: }

Arrhythmia or
L Cardiomyopathy panel
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Dekuji za pozornost!
alice.krebsova@ikem.cz
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