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IG TEAEUTAIEG OEKAETIEG EipaoTE PApP-
TUPEG EVOG OUYKAOVIOTIKOU Ta&IdIou
oTO Medio TwV KANPOVOUIKWY PUO-
Kapdlonabeiwyv, nou E&ekivhoe TO
1990 pe TNV avakdAuywn TG NPWTNG NAaBoAo-
YIKNG METAANAENG TOU yovIdiou TNG UNEPTPO-
@IKNG puokapdiondBeiag. O e&eAigeig oTov
TOMEQ TWV TEXVIKWV AVAAUCNG TNG YEVETIKAG
aA\nAouxiag ektéEguocav Tn duvatdTnTa ava-
KAAUWNG HETAAAGEEWY KAl TWPA PUNoPoULE va
€MTUXOUPE TNV avAAuon TOU YOVISIWUATOG
€VOCG aTOPOU PE pIa povo e&€Taon. Alapopo-
MOINCEIG OE EKATOVTADEG yovidla €xouv ava-
KOAUQOEI Kal n YyeveTikn €&€raon €xel
METAKIVNOET and 1O €NINESO TWV EPEUVNTIKWV
€pyaocTnpiwv oTnv KABNPEPIVA KAIVIKA Npdén.
MapdAANAQ, pe TNV TEXVOAOYIKA enavdcTacn
€XoupEe Tn duvaTtoTnTa va eEeAi§oupe TNV avri-
ANYN pag Kai va KaTavonooupe KAAUTEPa TNV
naBoyEveia TwV HUOKAPOIONABEIWV.

MNa ndvw andé 50 xpdvia, o 6pOG UNEPTPO-
@IKNA puokapdiondBeia (HCM) xpnoiuonolgital
yla va neplypdyel pia diatapaxn Tou JUoKap-
diou nou opideTal and €va au§nuévo nAxog
TOIXWHATOG TNG ApIoTEPNG KolAiag (LV), nou
Oev unopei va anodoBei Ge YN PUCIONOYIKEG
OUVONKEG POPTIONG.

H oikoyevelakn guon TNG vOOOU €XEl ava-
YVwpIoTeEl and TOTE nMou nePIYPAPNKE yida
npwtn @opd. TIG TEAEUTAIEG OEKAETIEG EXEI
aviXveuBei Evag peydlog apiBuég ondaviwy, ai-
TIOAOYIK®V YEVETIKWV NAPAANAY®V, KUPIWG au-
TOOWWUATIKOU €NiKkpaTtouvTog Tunou (AD), ye Tn
MEYAAUTEPN UMOOPAdA va EUPAaviCeTal OE YO-
vidla nou KwdlkonoloUv NPwTEIVEG TOU Kap-
OlaKOU CApKOMEPIOU.

AuTtn n avakdAuyn odnynce o€ JIAPOPES
npoondBeieg va opiotei n HCM anokA&IoTIKA
WG acOEVEIa TOU CapKOUEPiIoU, aANd TO YEYO-
vOG 0TI >50% Twv acBevwv Pe KAIVIKA O1d-
yvwon Ogv  €Xouv gu@avh  napailiayn
ocapKopePIKoU yovidiou Exel 0dNYNCElI OTO va
EMIKPATACEI N HOPPOAOYIKA OpOoAoyia yia Tn
dlaxeipion TNg vOoou.
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O1 paydaieg eEeAielg ota KAIVIKA dlayvwoTIKA
€PYAAEIQ KAl OTOUG YEVETIKOUG EAEYXOUG 0ONyoUV
O€ VEQ NPOCEYYIoN, GTNV Onoia o aivéTunog Tou
aAu&nuEvou NAxXoug ToIXwpaTog Tng LV eival pdévo
TO MPEWTO BAPA NPOG WA AITIOAOYIKNA dIdyvwaon Kal
OTOXEUPEVN Bepaneia.

levenikd aiTia TNG UNEPTPOPIKNG
HuokapdIonadsiag

To NpwTO YyoVvidIo MOU €vVOXOMOINONKE yia TNV
nEOKANcN un cuvopouikou HCM ntav 1o MYH?7,
nou kKwdikonolei TN Bapid aAucida BATa-Juoacivng,
TO KUPIO CUGCTATIKO TOU GAPKOMEPIOU.

MPOCOETEG OIKOYEVEIQKEG PEAETEG EVTOMICAV
NAapaAAayEG Nou NMPOKaAoUv vOCoOo OE yovidia nou
KwOIKOMoIoUV AAAa CUCTATIKA GAPKOPEPIWY, CU-
nepinapBavouévwv MYBPC3 (npwrteivn C nou de-
opevel Tn puoacivn), TNNT2 (tpornovivn T) kal TNNI3
(tponovivn I).

AUTEG oI avaKAAUYEIC KaBiEpwoav oTadiakd TNV
€vvola Tng HCM wg acBEveia Tou CapKOEPIOU Kal
T MEWTA OKTW YOVidIa TOU CAPKOUEPIOU MOU NEPI-
yPAPNoav NOPAPEVOUV EKEIVA E TA IOXUPOTEPQ
OTOIXEIO NABOYEVEIAG Kal avTINPOoWNEUOUV NMAVW
and 10 90% TwV BETIKWV O YOVOTUMO KPOUCUIATWV.

H gupdavion Twv TEXVIK@WV aAMnAouxiag uwnAng
andédoong oTa peéoa Tng dekaeTiag Tou 2000 digu-
KOAUVE NPOCEYYIOEIG UNOWNPIWV YoVISiwV OE |E-
YAAEG OuAdEC acBevwy. AUTEG Ol MPOCEYYIOEIG
odnynocav otnvy avakdAuyn nNapaAAaywv o€ un
OQPKOUEPIKA yoVvidla JE PETPIA €WG IOXUPN OU-
ox€tion pe HCM, cuunepidaupBavopevov JPH2
(junctophilin), CSRP3 (kuoTeivn kal npwTeivn nAoU-
ola o€ yAukivn 3), FHOD3 (top€ag ouoAoyiag 2
@oppuivng nou nepiéxel 3), ANMK3 (AAPa-NPpwTEi-
vikn Kivaon 3), TRIM63 [TpipepEG poTIBO Nou ne-
pIEXEl 63, PE AUTOCWUIKA unoAeindpevn (AR)
kKAnpovouikétntal, PLN (pwo@oAapBdvn) kai
FLNC (piAapivn C).

AiIdyvwon Kal OIKOYEVEIAKOG EAEYXOG

H diadyvwon tng HCM Bagciceral otov evroniopo
augnpévou NAxoug ToU ToIXWATOG TNG LV e onol-
adnnote PEBodo ansikoviong. O paivoTunog OPwWS
TNG vOooU NePINaUBAVEl eniong ivwon Tou Puo-
Kapdiou, HMOPQPOAOYIKEG QVWHOAIEG TNG MITPO-
€I0IKNG OUOCKEUNG, JIATAPAXEG TNG OTEQAVIAIAG
MIKPOKUKAOQOPIAG KAl NAEKTPOKAPOIOYPAPIKEG
QVWAAIEG.
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NOyw TNG SIAPOPETIKNG AITIOAOYIAG TG VOoOU, N
avixveuon au&nu&vou NAXouG TOU TOIXWHATOG TNG
LV nou dev opeileTal o cUVONKEG PopTIONG, Ba
MPEEMEI va ag odNyNGoEl € [Id CUCTNUATIKA avadi-
TNON TNG UMNOKEIJEVNG aITiag.

H eUpeon uiag mbavig naboydvou/naboyo-
VOU NapaA\ayng o€ yovidia nou gival yvwoTo OTi
npokaAouv HCM BeATiwvel Tn SiayvwoTikn BeRal-
otnTa. O YEVETIKOG EAEYXOG CUVIOTATAI GE ONEG TIG
dleBveig odnyieg yia To okond auTo.

H ocuxvoTnTa TOU NPOCUPNTWUATIKOU EAEYXOU
eEaptdral and Tnv nAikia kal Ba npénel va gival
Mo cuxvn (Ewg KABE XpOvo) KaTtd TNV ePnReia kal
TNV NPEWIPN EVANIKN {wn Kal KABe 3-5 xpovia ap-
yOTEPQ, OTNV EVAAIKN CWwnN.

Ala@opikn didyvwon

O1 e101kég kaTnyopieg HCM nou dgv npoka-
AouvTal and KAPOIAKES PMETAANAEEIG CAPKOUEPI-
KOV  yovidiwv — ava@Eépovial  ouxvd G
«(PaIvokonieg» TnG HCM kai nepihapBdvouv did-
POPEG DIATAPAXES ONWG OIATAPAXES ANMOBNKEU-
oNng YAUKOYOVOu, OlaTtapaxeg AUCOCWMIKAG
anoBnKeuong, UITOXOVOPIAKEG KUTTAPOMNABEIEG,
KapdIaKn apuAoEgidwon, dIaTapaxEeG Tou PETARO-
NopoU AiNapwV 0&EwV, VEUPO-KAPSIONPOCWIKA-
oeppatmikd ouvdpopa n RASopathies kai
VEUPOMUIKEG SIATAPAXEG.

MNapd TIg NEPICCOTEPES ANO €&l DEKAETIEG EPEU-
vag, ol unoTtunol TNG JuokapdlondBeiag eEako-
AouBouv va opidovTal and oXeTIKA anAd KAIVIKA
XOAPAKTNPIOTIKA Kal OXI and CUYKEKPIPEVOUG MNa-
©0(pUGCIOAOYIKOUG UNXAaVIoUoUG. 21NV NEPINTWon
™ng HCM, 10 KQBOoPIoTIKO XAPAKTNPIOTIKO €ival n
au&non Tou NAXOUG TOU KOIAIOKOU TOIXWPATOG TNG
LV kai 6x1, 6nwg unodnAWVEI TO GVOud, N OPICTIKN
anodEeIEn TNG UNEPTPOPIAG TwV KAPDIOPUOKUTTA-
pwv. Mpayuatikd, autd onpuaivel 6T N SIAPOPIKN
di1dyvwon tng HCM B6a npégnel va nepiAapBAvel
ANAa KoIVA Kal ondvia YEVETIKA XAPAKTNPICTIKA,
KaBwg Kal eNIKTNTEG IATAPAXEG.

FEVETIKEG DIATAPAXES MOU OXETICOVTAI UE AuEN-
MEVO NAXOG ToIXWPATOG TNG LV nepidapBdvouv n
véoo Anderson Fabry, Tnv napaAayn TTR auu-
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Ao€idoug, To PRKAG2 cuUvdpopo kal Tn vooo
Danon. ‘Evag apiBudg cuvOuaouEVWY XAPAKTN-
PICTIKWV anod TO ICTOPIKO KAl TN PUOIKN €EETAcN
MMOPE( va UNOSNAWVEI UIA CUYKEKPIPEVN AITIONO-
yia, cupnepIAapBavopévwy Twv NEOTUNWY KAN-
POVOWIKOTNTAG, TNG NAIKIAG KATA TNV Mapouaciacn
Kal TWV EEWKAPSIAKWV EKONADCEWV.

H kaBigpwon piag didyvwong €Xel AUECEG
KAIVIKEG €MINTWOEIG, KABWG OPIOPEVEG and
QUTEQ TIG KATACTAGCEIG UNOPOoUV VA AVTIMETWI-
oToUV Pe npooappoopevn Bgpaneia. Ol EIOIKEG
dIAYVWOEIG €XOUV €MNIONG MPOYVWOTIKA onua-
oia. MNa napddeiyua, n apuAogidwon, N VEUPO-
puikn (n.x. ata&ia Tou Friedrich) kal opiouéveg
METABOAIKEG KATAOTACEIG EXOUV XEIPOTEPA AMO-
TEAEOUATA OE OUYKPION LE TO COPKOMEPIKS
HCM.

H diaoctpwpdtwon Kivouvou

O1 Tpéxouceq kateuBuvTnpieg odnyieg ESC
2023, AHA 2024 nporteivouv pia NPOCEYYIoN TOU
KIvOUVOuU aigvidiou BavdTou Katd Tnv onoia Aap-
Bdveral unodwiv n napouacia evog N NEPICOOTEPWV
KAIVIK®OV napayoviwy Kai o calculator tng ESC
2014 oe cuvduaopo Kal e Toug VEOUG aveEdpTn-
Toug OEIKTEG, ONwG N ivwon, To aveUpuCIa KOPU-
®NG KAl N ENNPEACPEVN AEITOUPYIKOTNTA TNG LV.
H p€Bodog autn dev apopd TIG EISIKEG LUOPPEG
(phenocopies).

H npogp@uTteuTiKn didyvwon

2€ éva NAQicIo avanapaywyikng IaTPIKAG, O V-
TOMIoPOG pIag NaBoyovou Napar\ayng ENITPENEI
TOV MPOEUPUTEUTIKO YEVETIKO €Aeyxo (PGT). Z¢e
autn Tn dladikacia, Ta €uBpua dnuioupyouvTal
and in vitro yovipgonoinon kai 6ca dev pEPOuV TNV
nadoyovo napaAAayn €nIAEyovTal yia €MNAKO-
Aoubn gu@UTEUCN Kal EyKUPoOoUvN.

H Bepaneia TnG unePTPOPIKNG
HUoKapdIiondadesiag

Mépa and TG KAACIKEG PEBGOOUG Bepaneiag
MoU XPNOoIPONOIoUCAE EWG TWPA OTNV JIAXEipIon
acBevwyv pe HCM énwg:
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TupBartika Pdappaxka

m B avaotoAeig

m AvacTOAEIG Tou acBecTiou (Bepanapiin)
m Aiconupapion

m AloupnTiKA

Enegpparikég Oepaneieg

m Epguredoipol aniviowTeg

m MuekToun

m Septal ablation

m Ablation KOANIKAG papuapuyng

H 1arpikn akpifeiag

AVaTENAEI Ia VEQ €noxn PE PAPPAKA MouU Mno-
pepBaivouv Pe PeYaAUTEPN AKPIBEIO KAl CUYKE-
KpIUévn oTdOxeuon oTnv naBo@uacioloyia Tng
vOOOU.

O! YIKPOUOPIAKOI AVACTOAEIC AANOCTEPIKAG
KapdIaKNG Yuoacivng €ival ol MpwTeG €IBIKEG YIA
Tn vooo Bepaneieg yia Tnv HCM. Auti n véa Ka-
TNyopia papudkwy avantuxenke pe Baon Tnv
KOAUTEPN PNXAVIOTIKNA Katavonon Twv nado-
yovwv napailaywv otn Bapid aAucida Tng Bnta
puocivng.

KoIva xapakTnpIoTIKA QUTWYV TWV YEVETIKWV Ma-
paAaywv ATav n augnuévn napaywyn duvaung,
n UYPNASTEPN TaXUTNTA AAANAENIdPACNG AKTIVNG-
MUOGivng Kal N JeyaAUTEPN KATAVAAWGON EVEP-
VEIOG, UE UEIWPEVO NOCOOTO KEPAAWY UUOGIVNG
O€ ungp-xaAapn kardoTtaon.

O npwTOG OTNV KaTnyopia napdyovtag, To
mavacamten, au§davel Tov apiBud Twv KEQAAWV
puocivng o€ piIa eEQIPETIKA XaAapn Katdotaon
Kal ENOUEVWG OONYEI OE XAUNASGTEPN CUCTAATIKN
duvaun akTivnG-Juoacivng Kal XapnAOGTEPN KaTa-
VAAWON EVEPYEIAG. € UOVTEAA MOVTIKIWV MOU PE-
pouv MYH6 napaM\ayEg, To mavacamten
€EaoBevnoe Tn paivotunikn avantugn étav xo-
pnynénke vwpig, npiv and Tnv avdantuén 1ng
unepTpogiag Tng LV.

2 € Q0OEVEIG PE CUUNTWHATIKA ANOPPAKTIKN
HCM, uia dokiun ®dong 3 opdonuo (EXPLORER-
HCM) €dei&e 611 To mavacamten BeATIOVEl TNV
IKavOTNTa AoKNONG, TA CUMNTWPATA Kal TIG dia-

Babuioceig LVOT oe cUyKpIon E TO EIKOVIKO PpAp-
pako. Mia JeAETN MoU SNIOCIEUTNKE OTN CUVEXEIQ
(VALOR-HCM) £6€1&e onuavTikKn PEiwon Tou no-
000TOU TwV acOevwyY e EVOEIEN yia Bepaneieg
MEIWONG TOU PECOKOIAIOKOU dlappdypaTog o€
oUYKPION LIE TO EIKOVIKO PAPUAKO.

‘Eva dA\o pdpio avacToAéa KapdIaKNG UG-
vng, 1o aficamten, oAokANpwoe npdoPaTa pia
KAIVIKN peEAeTN Ddong 3 (SEQUOIA-HCM) kai
€0€1E€ onAVTIKO OPENOG.

©¢gpanegieg NOU oTOXeEUOUV TA yovidia

Yndpxel EvTovo evAIAQEPOV Yid T duvaTdTNTA
Oepaneiwv Nou oTOXeEUOUV TO UMOKEIUEVO Ye-
VETIKO EAATTWUA OTIG KAPSIOUUONABEIEG, CUM-
NEPIANAUBAVOUEVWY PNXAVICPWY  YOVIOIAKAG
emdIopOwong peow CRISPR/cas9, diopbwong
paTiopaTog, avTikatdoTaong yovidiwv Kal Pebo-
dwv napeuBoAng RNA nou odnyouv ce yoviSiakn
oiynon.

..- Kal 010 NéANOV

Mapd TI¢ onpavTikKEG NPooddoug oTNV KaTa-
vénon Tou Tpoénou Asiroupyiag Tou DNA, n nAA-
PNG KATavonon TOU MAPAPEVEI €va €PYO OE
€EENEN. O1 KOIVWVIKECG ENMTWOEIG TNG VEAG AUTNG
€noxNg NPoKaAouv diIdpopa cevdpla, HEPIKA al-
01000&a Kal dAAa AiyéTEPO.

To epwTnua nou TiBeTal €ival av pnopoupE va
a&lonoinocoupe autn Tn dUvapun yia TO GUANOYIKO
O@eNOG Tou avBpwnivou €idoug. Ba cupBAAel n
YVWon nou Nnpoo@EPEl N dopn Tou DNA otnv evi-
oxuon Twv aduvauwv h Ba xpnoluonoinBei yia va
OlEUpPUVEI TIC AVIOOTNTEG, €vioXUovTag MEPIO-
o0TEPO GoOUG NON BpickovTal o€ Ioxupn B€on;

Av Kal 0 AvBpwnog cuxvd AEITOUPYEi avTayw-
VIOTIKd, NApAuEvel eniong Badid KOIVWVIKO Ov.
21NV NOPEia TNG IoTOPIAg, TO €i00G PAG KATAPEPE
va enBINoEl JEca and Tn GUANOYIKOTNTA KAl TN
ouvepyaoia. To yéNov Ba dei&el nwg Ba diaxel-
PICTOUNE AUTA TN VEQ NPAYUATIKOTNTA.
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