H cupoAn tnc latpiknc MeEveTikng otnv
LatpodikaoTikn Slepevvnon tou atpvidlou
veavikoU kapdlakol Bavatou

Xapa ZrtnAtontovAou
Kadnyntpia latpodikaotikng kat ToéitkoAoyiog
Koopntopac 2xoAn¢ Emotnuwy Yyeiag EKMA




|aTPOOLKOALOTLKN

e Jkomo¢: O kKAAadoc TNC laTPLKNC IOV UTINPETEL
™ Awkoloouvn

* Avtikeipevo: H dlayvwon tng attiog Kot Twv
ouvBnKwv Tou BavAatou Evoc ATOLLOU

* [lpoUmodson: H ocuvdpoun AAAWV OXETIKWV
emotNUWV (ToéltkoAoyia, MabBoAoyikn
Avatouikn, Boxnuela, Nevetikn, K.a.)



Aldpvidloc Bavatoc

* Kupta attia:: ol Bavartol ano to KapdLoyyELAKO
cvotTnua

* MeyaAUtepo mMocooTo Kapdlakwv davatwy:
odellovtal og otedaviaio vooo, ToAU eUKOAN
Slayvwon

* MKPO IToocooTo aLpvidiwv Kapdilakwv
Jdavatwy o€ ATOUN VEAPNC NALKIAC: TO

LEYOAUTEPO KOOTOC YLOL TNV OLKOYEVELDOL KOl TNV
Kolvwvia



MpLv armo nieptimou 20 xpovia pabape

Mavw amo to 50% twv nepUTtwoewv aldpvidlou
kKapOLakoL Bavatou ota ratdla kot epnouc
£XOUV VEVETLKN Baon

(Sudden Death from Cardiac Causes in Children and
Young Adults, Richard R. Liberthson, M.D.

\\JQO X N.Engl.J.Med.1996, 334(16):1039-1044)




European Heart Journal (2015) 36, 1290-1296

Sudden Cardiac Death
(0-40 years)
Cause identified No cause identified
(~70%) i.e. SADS (~30%)
Coronary Myocarditis Structural Arrhythmogenic Others
Artery Disease (5-10%) Heart Disease Disease
(25%) | |
HCM ARVC Others LQTS CPVT Others

(10-15%) (1-10%) (15-20%)  (10-15%)



2 KOTTOC VEVETLKOU EAEYYXOU OTO
VEKPO

* AkplBnc dlayvwon tng attiag tou Bavatou

* [lpootooia TwV €€ ALPLOTOC CUYYEVWY,
npoAnyn aAlovu aitpvidltov Bavatouv otnv
OLKOYEVELQL

(AnAadn KadovuvTtall oL CUYYEVELC vo Swoouv
VEVETLKO UALKO OUYKPLONG LLE ALUTO TOU VEKPOU)
DX




[eveTikn Baon KapOLAKWY VOO UATWV

Me otoAoyikec BAABEC Xwpic totoAoyikeg BAABEC

* Yrieptpodlkn e JuvOpopo pokpoU QT
Huokapdlonadeta e YUvSpopo Brugada

* Alatatikn puok/Bela o KatexOAQULWVEPYLKN

* AppuBuloyovoc noAupopdn Ko\LakN
duomAaoia- taxukapdia CPTV
Luokopolonabela

deéLac KolAiac ——




Noooc Naéoc




Noooc Naéoc

* Hvoooc petafipaletal e QUTOCWUOTLKO
uTtoAemopevo yovidlo. H yoviblakn Baon tng
vOooou lval n petariaén (Pk2157del2) oto
Xpwpotoowpa 17, oto yovidlo to omolo
KwWOLKOTIOLEL TN dNLovupyla TNG
nAakoodatpivne (MPWTELVN TWV KUTTOPLKWV
OUVOECEWV TWV LUOKAPOLAKWY KUTTOPWV).




Eva «diktuo» Asttoupyko yia 20
Xpovia
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Genotype-Phenotype Assessment

in Autosomal Recessive Arrhythmogenic

Right Ventricular Cardiomyopathy

(Naxos Disease) Caused by a Deletion in Plakoglobin
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Heart Rhythm 2004 May;1(1):3-11.

* Remodeling of myocyte gap junctions in
arrhythmogenic right ventricular cardiomyopathy
due to a deletion in plakoglobin (Naxos disease).

e Kaplan SR*, Gard JJ, Protonotarios N, Tsatsopoulou
A, Spiliopoulou C, Anastasakis A, Squarcioni
CP, McKenna WJ, Thiene G, Basso C, Brousse
N, Fontaine G, Saffitz JE.
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AUOKOALEC...

* MeyaAo KOOTOC
e Avemapknc eknaidbevon twv latpodkaotwyv

e JuvnOwc dtabBeotpa BLoAoyika UALKA O€
dopuoAn (6ev eivat DNA-friendly uAiko)

* AfloAOYyNnonN TWV QITOTEAECUATWY TNC
VEVETLKNC oVvaAUONC

e AVETIOPKNC EKTTOLOEVON TWV OLKOYEVELAKWV
VLOTP WV




Edtaoe o kapoc yia molecular autopsy/ post
mortem genetic testing?
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EOvikO AlKTUO

latpikng AkpBeiac otnv KapbdloAoyia Kot otnv
MpoAnwn tou Neavikou Awdpvidiov Oavatou

2 AntptAiov 2019
KapdloAoyol / latpodikaotec /TeVETIOTEC

KaAn poc entuylo
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