)

A depenninaibHast TMArHOCTUKA
NpH KapiAomeraium.

MuoxkapauThl 1 KAPAMOMHUOIIATHH.

JlomeHT I[.OﬁprHI/IHa H.B.

Psizanb, 2019r.



Kapawomerars
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Jtanbl andpdepeHunanbHOU
AWarHOCTUKU KapauoMeranuu Kak

CUHOPOMaA

2 OTAI 3anogo3puTb
3aboneBaHue
/onpeaennTtb
HanpaBneHue (NyTH)
ANAarHOCTUKN

3 3TAI NnoCcTaBUTb
HO30M0rMYecKun AMarHo3
U getanuanpoBaTb ero



R
r' “I'm NNDC
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KIETKW (e npsamon,
npoekuusx) C ONMpeaAerieHne

KapauoTopakarnb
. 3XO—KF(Y3I/I—:M



[lepkyccua cepaua

OTHoCcUTENLHAaA TYNOCThL cepaua

KOHTYpLI
OTHOCUTENLHOW
TYNOCTU cepaua
COOTBETCTBYIOT

UCTUHHLIM

rpaHuLam cepaua

12



HopmanbHbIe pa3dmepbl cepaua

» Kapano-topakanbHbI UHOEKC

C, cm

Nnpekc =
(A+B), cm

HopmanbHoe 3Ha4vyeHne = 2

Ha nHgekc BnusieT NpocTpaHCTBEHHOE noroXeHune cepaua. B

4YaCTHOCTMU, «nexadyee» cepaue y 60rnbHbIX C OKUPEHNEM
nenaeT HEBO3MOXXHbIM NPMMEHEHNe 3TOro MeToaa




(
s
!

[lceBOooOKapaONOME

3Amo COCMOos
eblesisoum
deuom ]
omades

* CUHOPOM MPSAMOF CLu—

* Bbinom 8 nneepasibHYK -

* Bbicokoe cmo:mub (acyum, 3
2ernamomMezarsnusi) = 3

e HeOocmamo4HbiU edox npu
rnpoeedeHUU peHmaeHozpaguu




HopMmajbHbBIC pasMephl cepaia

* Pasmepsnl JIZK
— KoHeuHo-auacroiauvyeckuu pasmep (KIAP) x1o 5,5 cm
— Koneuno — cucroanyeckuu pazmep (KCP) go 3,7 cm
— Pa3smep IIK 1o 3,0 cm
— Jlmametp JIII 10 4,0 cm
— JluameTtp aoprsl 10 3,7 cM
— T3CJIZK u MIKII no 1,1 ¢







Odunatauua non
KrianaHHou naTtonormu v

IX cepaua
HEA0CTAaTOYHOCTb, aOf
peryprutauuen, [
Or) -

DKeHUs MMOKapaa — MmonaTum
anKkoronbHas Ka
Kapnmommoﬁe?'rﬂf'ﬁek DCTHE
nanonarmnyeckasa gunaraumoHHasd
TaxMMHOyLMpOBaHHHAA Ka
ceppue, nocriepogoBasd (nepu
T.O.)

_ T0|<C|/NeC|<oea
MomuonaTns u..

(cTeHOo3 yCcTbsa aopThil,
apTpuanbHasa rmnepTeH3nd, CTEHO3 NEBOrO a-v OTBEPCTUA WU.T.

a.)



A KapanoMmno




Odpyrue npuYUuHbLI

2 W N VI

10)]
n
CuHpgpom MapdaHa
HepBHO-MbILE Y
OxupeHwue.
"CnopTUE
Onyxo A cep .
XpOHUYeCKNU BbINOTHC

KOHCTPUKTUBHbLIN n?
Bone3Hu KpoBu (aHeMuu, 03bl).

OucTtpodpmna mmokapaa npu ypemMmumu.

e




[ unepreH3uun aprepuaibHbIE

1 3ram:
pPa3BHBaeTCd KOHINEHTPUYECKAs rHnepTpopusi

2 Jram:
PA3BUBACTCHA IKCHECHTPUYECKUHN THUIepTpopus

3 sTam:
yBeJIMUEHHE BCEX OTAEJI0B cepana




UBC

Cuctonunyeckas

KopoHapHas
naTonorug

NHdpapkT
Munokapaa

CteHokapau
S

ONCYHKLMA

NHBanungHoOCTb

7

7 N

XCH

N /

[nactonunyeckasd

HalrnpAaxeHus

ONCAYHKLMA

CmepTb

[Mpn OxoKI-obcnegoBaHnn BUAHbLI 30HbI aCUHEPTUN (TMMOKUHE3NN,
aKMHE3NWN, OUCKNHE3NU, TMNEPKNHESNN)

Ecnun 9Tn 30HbI HE BUAHBI, NOKa3aHo rnpoBeaeHne ctpecc-OxXoKl



MunokapauThl

e Myokapaut — 23TO BOCnanutenbHoe 3abonesaHue
MUOKapaa, NpuBOASILLME K pPasBUTUIO  XPOHUYECKOW
cepaeyHon HepoctatodHoctn (XCH) wn/mnn BHE3anHOM
cepaeyHoun cmeptun (BCC)

e [lo paHHbIM ayToncuM vy, B Bo3pacte 20-51 rop,
MWUOKapAUT 6bln ycTaHoBneH B 4-12% cny4yaesB y nuu,
yMepLUnX BHe3amnHo.

® B cepusax KIIMHUYECKUX cny4daeB 6blN0 BbISIBNEHO, YTO
[aHHasi naTosiorms 3aHMMaeT TpeTbe MeCTo, KakK
NpuynHa BCC nocne rmnepTpodnyecKkon
KapavoMmonaTum u niueMmdeckon 6onesHn cepaua



OTUONIOMUS

¢ Hanbonee 4yactom NPUYMHON MUOKAPAUTA SBASIOTCS
, KOTOopble  MpuMBOASAT K  MEepBUYHOMY
NOBPEXAEHNIO MUOKApAa, YTO B CBOIO oyepedb BeAeT K
ayTOMMMYHOMY MMWOKapAWanbHOMY MOBPEXAEHUNIO, WU
3aTteM passutuio AKMIT.

e OaQHaKo, KpoMe BUPYCOB 3TMOJSIOMMYECKUMU (aKToOpaMu
pa3BuTna  3aboneBaHnst  MOryt CraTtb
, Pa3nnyHble PaKTopbl U MeanaTopsbl, K
KOTOPbIM MUOKap UMEET rmnepyyBCTBUTENIbHOCTb.



ITHOJIOI NS

: aleHOBUPYChI, BUpPYChl Kokcaku B, rpunma,
uHPpexuuonHoro renarura, BU4Y-1, naparpunna, ECHO,
KOPH, UHPEKIIUOHHOT0 MOHOHYKJI€03a, IMTOMEraJIOBHUPYChI

: iuTepuiHas danmLIa, MUKOOAKTEPHUH,
MHUKOILJIA3Mbl, CTPENTOKOKKH, MEHUHTOKOKKH,
CTAPUIOKOKKH, TOHOKOKKH, JIETHOHEJJIbI, KIOCTPUIAMM M AP.
: CBIITHOM TU(], KY-JIHUXOPAAKA
JENTOCIUPO3, CUPUIUC,
Ooppeauno3 (0os1e3nb Jlarima).

: ACMEePruiI€3, AKTHHOMHUKO3, KAHU/103,
KOKIUAOMHUKO3, KPUIITOKOKKO03, THCTOIJIA3MO3.

: TpunaHocomo3s (0oJ1e3nb Illaraca),
TOKCOILIA3M03, aMEé0uas.

: IIACTOCOMO3, CHHAPOM «O0JIyKIaro1en
JUYUHKW» (reJIbMHUHTO3)



ITHOJIOTUS (IIPOJIOJLKCHIUC)

Bo3aeiicTBHE JIEeKAPCTBEHHBIX NMpenaparoB (CyJab(GoHUIaAMUIbI,
ne@dajJoCnOPUHbI, AMTOKCHH, J00yTAMUH, TPUIUKIAYECKHE
AHTUICNPECCAHTHI U JIP.), CLIBOPOTOYHAS 00JIC3Hb.

CucremMubie 3200JICBAHAA COCTMHUTEIHLHON TKAHM.
TpancnuianTanusa OpraHoB U TKAHEH.

HapkoTuku (0COOCHHO KOKAWH).
YpemMuueckue COCTOSTHUA.
Tupeoroxcukos.

AJIKOTO0JIb U JP.

I MraHTOKJIEeTOYHBIN MUOKAPIAMT.

Nauonaruyeckuii MUOKaApAUT AOpamoBa - Duajiepa
boJse3snb KaBacaku.

JlydyeBasi Tepanus.



KJIACCUDUKAIIUS

* UHdekunoHHbIEC 1 HHPEKIMOHHO-TOKCUICCKHUE
* Aluiepruyeckue (MMMYHOJIOTHYECKHE).
* Tokcuueckue.

* /ipyrue.

e Ocrpsblili MUOKAPAUT (MeHee 6 Hej)
e [logocTpbid MHOKAPIUT (OT 6 Hex 10 6 Mec)
e XpoHHYeCKHMI MUOKAPAUT (0oJiee 6 mec)



KITACCUOUKAILIMS (mpoaoskeHue)

e OuaroBbiii MMOKAPIMT.
e Inppy3HbIn MUOKAPIMT.

e JIerkas popma.
e Cpennersikéiast popma.
e Tsakenan gpopma.



KinHnyeckass KaApTUHA

* boJb B rpyaHoi kierke- 60%
e Oapimika — 47,3%
e Cepaueouenune- 47,3%

e [IepeGou B padorTe cepana, roJIOBOKPYKeHUS U
o0OMopokH - 38% uan BCC

* OT€KH HAa HOrax, 0014 B MIpaBoM noapeodepbe
-28%



JIABOPATOPHBIE JAHHDBIE

HecniemupunuHbI

JICMKOIMUTO3, CABUI JICHKOIMTAPHOU (DOPMYJIbI
BJIeBO M yBeJnuenue COI

IHoBblmneHue akKTUBHOCTH KDPK- MB, JI/II,
TPOHOHUH I m T

OcTpodazoBblie nokasarejau (pudOpuHoreH, C-
PeaKTUBHbIN 0€JIOK, CEPOMYKOU/, 02- U Y-
[J1I00YJIMHBbI)

I1OBBIIICHHBIN TUTP AHTUMHOKAPANAIBHBIX
AHTHUTEJI



JKI" U/ UJIN XOJITEP

'Pa3jinyHbIec HAPYIICHUA CEPACYHOIO
puT™MAa

eHapyuieHuss mpoBOAUMOCTH
IEKTPUUECKOTr0 HMNYJIbCA 10
POBOAAINCH CHUCTEME Cepala

*M3MeHEeHUSI KOHEYHOM YaCTH
KeJYT0YKOBOI0 KOMILJIEKCA (MHBEPCHUS

3. T)
e[lceBioMH(papKTHbIC U3MCHECHUS



IXOKAPIANOI' PADUS

He3HauYuTeabHOoe YBeanueHnue KCP u K/IP JIZK
YMEHbIIIeHHe (hpakuuu BbIOpoca

JOKAJJIBHBIC HAPYIHICHUHA COKPATHUMOCTH B BH/IC
OTAC/IBHBIX YYACTKOB 'MIIOKNHC3UHA

[P MUOIIEPUKAP/IUTE Celapanus JUCTKOB
[epUuKaApAa U He0OJIbIII0Ee KOJMYECTBO KUTKOCTH

B 15% ciyuaeB - IpucTeHOYHbIE TPOMOBI



buoncua muokapoa (IMb)

» [loka3zaHus K SGHAOMHOKAPAUAJIBHOU OMONICUH

* PA3BUTHE THKEIBIX UJIH YIPOKAIOLIUX
HAPYUICHU PUTMA, 0COOCHHO IPOrPeCcCUPYIOIIast
KT nim nosHast 0J10Kkaaa;

* CYLIECTBEHHOE CHUKEeHUE (hpaKiuuu BbIOpoca U
HAJIHYME KIMHAYECKUX NMPU3HAKOB 3aCTOMHOM
CepACYHOU HETOCTATOYHOCTH, HECMOTPS HA
IMPOBOAUMYI0 AICKBATHYIO TCPAINHUIO;

* UCKJIIOUEHHE APYIUX MOPaKeHU MUOKapaa,
TPeOYIOIIUX crnenupuuecKoro JedeHus



buoncua muokapoa

e [loxa3zaHus K SJHAOMHOKAPAUAJIBHOU OMONICUH

* pa3BUTHE THKEIBIX UJIH YIPOKAIOIMIUX
HAPYUICHUH PUTMA, 0COOCHHO NMPOrpecCUupyroimas
KT nin nmoyiHas 0Ji0Kajna;

* CYLIECTBEHHOE CHUKEeHUE (ppaKIMu BbIOpOCca 1
HAJINYHAE KINHUYICCKUX MPU3HAKOB 3ACTOMHOM
CepAeYHON HEIOCTATOYHOCTH, HECMOTPS HA
IPOBOAMMYI0 AICKBATHYIO TePaNMIO;

* HCKJIIOYCHHE APYIUX MOPAXKEHUUA MUOKAP/IA,
TPeOYIIIHUX crnenupuuecKoro JedeHus



buoncusa muokapoa ( IM)

e TpeOyer 4YeTKOro CcoOJIKOICHUA IpaBUJI ee
npoBeaeHus (OMoncusi MUHUMYM M3 3 Y4aCTKOB
mo 1-2 mMM) BO3MOXKHO JA00UTHLCHA NPHUEMJIEMOH
YyBCTBHUTEJIBHOCTH MeToga — 50-79%.

e Ha 1mdaHHBIM MOMEHT, TNPH MCCJIACAOBAHUU
Ouonraros IPUHSATO [10JIb30BATHCH
Jla/racCKUMH KpUTEPUAMHA
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HectabunbHan
remoguHaMuKa

CrabunbHasn
remoavHaMuKa

HectabunbHan
remoavHaMuKa

CrabunbHasn
reMmoauHaMuKa

HectabunbHan
remoguMHaMuKa

HectabunbHan
remoauHamMmuKa




AJIKOTr0JIbHASE MUOKAPAHOAUCTPODU

Pa3BuBaercss y HEKOTOPBIX JIMI, 3JI0YNOTPEOJAIOIINX AJKOI0JeM B TeYeHHe
MHOT'UX JieT (00b14HO He MeHee 10 JieT). IIpsiMoi KOppeJsiUU ¢ 1030H AJIKOT0JIA 1
BHMJ/IOM NPUEMYIIIECTBEHHO YIOTPeO/IsieMbIX HAIIUTKOB HET.

Cpenun mopakeHuii BHYTPEHHHX OPraHOB Yy AJIKOTOJIMKOB CepAeYyHasi MaToJIOrus
CTOMT MO YacTOTe Ha 3 MecTe IOCjae AJKOrOJbHBLIX 3a00J1€BAHHI IMEYEeHU U
MOMKEJTYI0UYHOH KeJie3bl U YACTO ¢ HUMU COYETAETCS.

KilMHHYeCKH  aJIKOTO0JIbHOE  NOpPa)kKeHWe  CepAla HANOMHAHET  TedYeHue
uauonaruyeckom JAKMII, kpome Toro wummerwrcss 'CTHUIMbI aJKOroJuka'':
OYyTJIOBATOE JIMIIO0 C NMOKPACHeBHIed KoOked M '"HOCOM NbAHULBI', HAOyXHIHMe
BE€HbI, MEJIKHE TEJCAHIMOIKTA3UU, TPEMOpP PYK, Iy0, f3bIKa, KOHTPAKTYPbI
JronourpeHa - yKopouyeHue 1 CMOPUIIMBAHME AllOHEBPO3a JIAJOHEHd C YJIbHAPHOU
KOHTPAKTYpPO# NAJIbIEB.

Ha JKI' yacTo BcTpeuaercsi yIJIMHEHHE JIeKTPUYECKON cucTobl (MHTepBad QT
Oosiee 0.42 ¢), 4YTO peaAKO OOHAPY:KMBAETCH Yy HEAJKOIOJHMKOB. Y/IJIMHEHUE
uHTepBajga QT MoxkeT NMPUBOAUTH K OCTPHIM HAPYUIEHHEM PUTMA M BHE3aITHOH
CMEPTH JIULI, 3JI0yIIOTPEOJIII0IUX AJTKOT0JIEM.




I emoxpomaro3

IB KJIaccCHYeCKHX CJay4Yasix OOHAPYKHUBAKOTCH NMUTMEHTALUS KOKH,
("Opon3oBbIi" caxapHblil JUa0eT), rermaToMerajimus.
| 'emocuaepun 20-25% 00J1bHBIX TeMOXPOMATO30M OTKJIAABIBACTCH B

cepalie.

|IPuOpo3HbIE HM3MEHEHHSI CepAeYHOM MbIIIILI H3-32 OTJIOKEHHH
reMoCHAepPMHA Yalle BCero NPpUBOAAT K KAPAMOMeEraJiuu, apUTMUAM,
HAPYUICHUI0 COKPATUTEJIBHON (PYHKIMM JIEBOI0 IKEJYI0UYKa C
nociaeaywmum pazpurueM XCH, HO MHOrIa BO3MOXHO pPa3BUTHE
PECTPUKTUBHbIX M3MEHEHHMH 0€3 TUJIaTaluH JIeBOI'0 JKeJTyI0YKaA.

«-‘:-v-



R
AMMJIONI03 cepaua

ITUNIMYHO TMOpakKeHHe cepana npu [EePBUYHOM aAMUJIOMI03E,
KaApAUONATHYCCKOMN (popme HACJICACTBEHHOI'0 CeMEeHOro
AMUJIOU1032 M IIPU CTAPYECKOM aMUJIOHMI03¢€.

IIlpy nepBHYHOM aMMJIOMAO3e cepaue mopaxaerca y 75-85%
00JILHBIX: HAapacTaeT KapaAuoMerajus, pepaKkrepHas K JeYCHHUIO,
NPOrpeccupyer cepaeyHass HeJOCTATOYHOCTD.

IN3-3a TOro, 4ro aMWJIOHJ OTKJIAJALIBAETCH IOA JHAOKAPAOM, B
HHTHME KOPOHAPHBIX apTepuil, KIMHUYECKAs] KAPTHHA aMHUJIOM/1032
cepala MOKeT MPOTEKATh MO MACKOM APYruX 3a00/1eBaHM M.




vy .

B
AMMJIONI03 cepaua

IB psime ciiydaeB HAPYIIAETCH He CTOJbKO COKPATHTEIbHAS
(pyHKIMA JIEBOT'0 KEJTYI09KA, CKOJIBLKO ero
auacrojanyeckass (QyHKOusi, M TOrIa KJIMHHYECKAas
KAPTHUHA HAIIOMUHAET PECTPMKTUBHYI0 KAPAMOMMONIATHIO.

|OTII0KEeHMEe aMUJIOMAA B NpeAcepaAusiX MOKET BbI3bIBATH
CIaBJICHUEC BE€H M Pa3BUTHE CHHAPOMA BEpPXHeEH I10JI0U
BEHbI, B KJlallaHAX cCepAla - pa3jid4YHbi¢ NOPOKH, a B
KOPOHAPHBIX apTepMsAX - PasBUTHE OCTPOro HH@apKra
MHOKapAa. Bo3MoOKeH KOHCTPUKTUBHBIN MEPUKAPAUT H3-
32 aMUJIOHU/1032 MMEepPUKapaa.




«Pioneer — a person who goes before, «lMoHep — 3TO YenoBek, KOTOPbIN MAET

preparing the way for others, as, an Briepen 1 yKasblBaeT MyTb APYruM, Kak
earley settler or scientist doing original NepBOOTKPbIBATENb UIIN YYEHbIN,
work>... BbIMNONHSIOWMNN HOBAaTOPCKYIO paboTy»

Webster’s Dictionary
Webster’s Dictionary

«Uber linksseitige muskulose
conusstenosen»

«0O NneBOCTOPOHHEM MbILLEYHOM
CTeHO3e KOHYyCa»

Schminke A., 1902



Knaccudukaumsa 6onesHemn cepaua:

bosie3Hn Hen3BeCTHOM 3TUOJIOMUM:

1. 'mnepTpoduuyeckas kapamoMmmonaTus
2. OvnatauMoHHasa KapavoMuonaTus
3. PecTpuKTUBHas KapavomMuonaTus

«lMpepnonaraembie aTuonornueckue pakTopbl — HapyLIeHUs
3Mb6puoreHesa MMokKkapaa, NnepBuUHbIe HapyweHns MeTtabonusma
Muokapaa (3H3MMonaTus ), HapyweHUsa HeMporyMmopasibHou
perynsumm (runepakTMuBHOCTb CUMNaToOaApPEHasIOBOU CUCTEMbI). B
NnoJsib3y reHeTUu4YecKon obycsoB/IeHHOCTU 3abo1eBaHns roBOPAT
AaHHble 06 ayTOCOMHO-AOMWHAHTHOM TUIE HacJieAoBaHUSA, CBA3b C
aHTureHom HLA-D4».

Goodwin JF, 1972, BO3, 1982



142
142.0
142 1
142.2
142.5
142.6
142.7
142.9
143*
143.0*
143.1*
143.2*
143.8"

MKb-10 BO3

Kapanomuonatna

AunataynoHHan KapanomMuonaTua

ObcTpyKTMBHAA runepTpoduyeckan KapanomuonaTna

Apyraa runeprpoduueckan KapanomMuonaTna

Apyrana pecTpMKTMBHAA KapanomMUonaTna

AnKoronkHaa KapamoM1uonaTua

Kapaunomuonatna, odycnoeneHHas Bo3aeiCTBUEM NeKapCTBEeHHbIX CPEACTB U APYrNX BHELWHUX (PakTo
Kapanomnuonatua HeyToOUHeHHanA

Kapguomuonatna npu doneaHax, kKnaccupuUMpoBaHHbIX B Apyrux pybpukax

Kapanomuonatna npn MHPQEKUMOHHBIX U NapasuTapHblX DoneaHAx, KNacCcuPUUMPOBAHHLIX B APYTUX Py
Kapanomuonatua npn metabonnyecknx HapyLUeHnax

Kap,u,norm-wnanm npu pSCCTpOﬁCTBBX MUTaHWA

Kapauomuonatua npu gpyrux bonesHax, kKnaccuuuMpoBaHHbIX B Apyrux pybpukax




Kapanomuonatuum

JTO reteporelt
MMWO
Me

nuccp IKLINE
ero runepTtpodnv
BCJieaAcTtBue pa3ii

Ynucrie reHeTUN4eCKumnX

-

- - P -



Knaccudpukauma kapanommonatum AHA, 2006

Kapp,uomuonamu
[lepBUYHbIE
: ' BTopuyHble
BocnanutenbHas
['KMI ALK —  OKMI
HekoMmnakTHBM Crpecc-mHayunpoBaHHas
muokpan JDK JIMKOreHo3 PecTpukTuBHas (tako-tsubo)
HerunepTpoduyeckas
K ik [lepunapTtanbHas
MwuTtoxoHapuanb oL
Hble KMI1, uHayuMpoBaHHble
bl Taxukapaueeun

__ KMI1y neten matepu
KoTopbiX 005nbHbI U3 CL

aerrilatenes TNONNA- 112- 109N7T7 1914



Knaccudgpukauma KMl ESC, 2007

Heknaccudwu
Unpyemble
CeMelHble/reHeTu4Yyeckue

o

Heun3secTHbIN

aedgekT

HeceMelHble/HereHeTu4ecKkmne

[pyrvue noaTunb [pyrvue noaTunei

reHa



Cardiomyopathies: is it time for a
molecular classification?”

Gaetano Thiene®*, Domenico Corrado®, Cristina Basso®

2 Institute of Pathological Anatomy, University of Padua Medical School, Via A. Gabelli, 61, 35121 Padua, Italy
> Division of Cardiology, University of Padua Medical School, Padua, Italy

Cardiomyopathies: is it time for a molecular classification? 1775

Table 6 A genomic/post-genomic classification of inherited cardiomyopathies

Cytoskeletal cardiomyopathy ("'cytoskeletalopathy'’) Dilated cardiomyopathy, Arrhthmogenic right ventricular cardiomyopathy,
Cardiocutaneous syndromes

Sarcomeric cardiomyopathy (" 'sarcomyopathy’’) Hypertrophic and restrictive cardiomyopathy

lon channel cardiomyopathy ('"channelopathy’’) Long and short QT syndromes, Brugada syndrome, catecholaminergic
polymorphic VT

KapamoMuonaTtum: Hactasio BpeMsa Ans
reHeTnyeckou knaccnpumkaymmn?

Eur Heart J. 2004 Oct;25(20):1772-5.



Dilated cardiomyopathy: more genes means
more phenotypes

Karl Josef Osterziel* and Andreas Perrot

Restrictive cardiomyopathy

o

s

Muscular dystrophy

Lipodystrophy

o TNNC1
and other ‘m TNNT2 Hypertrophic

TPM1 cardiomyopathy

CRP3
Left ventricular G4.5 MYH7
non-compaction LDB3 MYBPC3
TTN
SUR2A/ABCC9 ACTC
Arrhythmias SCN5A
J Am Coll

Cardiol, 2004,
Dilated cardiomyopathy 44:2041-2043




Kapanomuonatui
an,pcucp >
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* MNopaxeHun
PA3JINYHbIX TKaHEeU ¢

e OYHKUMOHArNbHbLI
e ATUONOIrNYECKYHo Npu 1
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Kapanomuonatum

an,pcucbu ALk MOGE(S)
mMoaynei

— BOBIEYEHUE E
— reHeTMKa U HacrenoBe

— 3TUonorus | P
— (PpyHKUMOHANbHbLIN CTA aAUMNEeHT
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NanonaTnyeckasa aAvnatauMoHHas
KapaunoMumonaTus

XpoHunyeckoe
3abosieBaHme MblLUbl
cepaua,
XapaKTepuayoLeecs
annataumen JIXK um
HapyLLUEHNEM ero
CUCTOJTINYECKOU

PYyHKLMN




3abonesaemoctb [1IKMI1 B

3dBUCUMOCTMU OT MNOJia

O Men

B Women

Proportion of patients according to gender (%)

<20 21-40 41-60 >60 1994- 1997- 2000- 2003- 2006-
1996 1999 2002 2005 2008

ESC Congress, 2009



Knuuuka AKMIN

® Cepae4Has acTMa

e OpbllLKa Npy pU3NYECKON
Harpyske, a 3aTeM 1 B NOKOE

e Kaweneb

® bonun B rpyaHOUN K/eTKe

® [lepebon B paboTte cepaLa
® AKpoLMaHoO3, LUnaHo3 ry6
- BeHHbIV NMynbC

e OTekun



PeHTreHorpadusa

¢ |llapoBuaHoe
CEPALE
¢ KapamomMmeranus

® 3aKpYyrneHHOCTb
BEPXYLLKU

® Crna>eHHoCTb
Tanum JIK

® BbINyKNOCTb AYru
JIXK

® BeHO3HbIV 3acTON B
nerknx
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' T cAME SELEZ ELIMINA #B-REP D-REP M-REP
A o z%sc per uscire dal menu

¢ [lnnatauuns
NosIoCcTen cepaua

® Inddy3Has

TMMNOKUHE3UA
CTEHOK

® /IcTOHUYEeHue CTeHOK

® CHmxeHne OB
(<40%) no
Sympson

e KnanaHHble
peryprutauum >2+

¢ TpoMb03 nonocreu

Topol @@ﬂ Hﬂ]@ of Cardiovascular Medicine. 2nd
ed., Lippinc illiarhs & Wilkins, Philadelphia 2002 ISBN
0-7817-3225-5



QPyHOoamMeHTanbHas
uenb nevyeHus AKMI1 -
YMEeHbLUEeHUe
CUMIMTOMOB cepaAe4YHOMU
HeJOCTAaTOYHOCTU N
CHMXeHUue pUckKa
CMeDTWN»



Hanmonansusie pekomenganuu BHOK 1 OCCH
1o quarHocTuke u neyeHnro XCH (Tpernit nepecmortp)

[penapatbl aAna neyenus XCH

-

OCHOBHbIE LOMNONHUTENDbHBIE

WX 3pPeKT Ha KNUHUKY, JOpeKTUBHOCTL 1 He30-
KM 1 nporxo3 1oka3aH MaCcHOCTb NCCNEfI0BaHbI,
1 COMHEHWN He Bbi3blBaeT HO TpebyIoT yTOUHEeH!A

1. Uerubutoper ANO 1. CTaTWHbI
2. APA (Tonbko npu UBC)

3. B-AB 2. AHTUKOArynaHTbl

' (npn mepuaTenbHo

4. AHTaroHuCTbI apuTMui)
allb0CTepoHa

5. lnypeTuku
6. [nuKo3uabl
7. w-3 [THXK

® ©
LS

YDOBH N 00KA3daHHOCTU




Xupyprua AKMIN

¢ OCHOBHOM LIE€/bI0 XNPYPrnyeckoro
BMELLATENbCTBa SABNSETCS
yMeHblleHne obbeMa JTXK
KNnanaHHOW peryprutaumnm

¢ OnepaTMBHOE BMeLUaTeNbCTBO
NpoAnIeBaeT CPOK XKU3HU
nauueHToB, yMeHbLuaeT K XCH,
CHMXXaeT puck BCC




% (LIVRES DE MORTE)

—

120 . ' !

B

FE (%) 244 + 556 42 45 + 4,57 0,0001
FencS (%) 12,3 + 3.63 20,80 * 2,65 0,000133
DS VE (mm) 71,0 + 5,18 54,55 + 5,34 4,25

DD VE (mm) 80,7 + 7.74 69.55 + 6,91 0,00191
VDf (ml) 359,66 + 74,11 254,70 + 59,10 0,001975
VSF (ml) 90,22 + 40,4 108,28 + 28,95 0.33695



JreKkTpodnsnonornyecKkme
MeToAbl Jfie4yeHus




IKC/PCT

* [lpaBoxenynouvkoBass OKC nokasaHa npu bpagukapanun. Porsb
B nedeHun XCH He yctaHoBneHa (I, A)

* buBeHTpukyngapHaa IKC ncnonbayetcs y naumeHToB 3-4 OK
NYHA co cHmxeHHon ®B n aunccuHxpoHmen (QRS>120ms) onga
YMEHbLLUEHUA CUMOTOMOB 1 rocnutanusauun (I, A) a Takke gng
yMeHbLUeHnda cmepTHocTH (I, B)

lelfiglNiogiflz Plfzlejflosis zlle] Fraziizni of CHE - 2005




UKL

* KLl npoBoauntcsa nauneHtam ¢ ®B 30-35%, He paHee 40 gHewn
nocrne nepeHeceHHoro IM Ha dooHe npuema VNAI®, BPA, bb,
aHTaroHMCTOB anbAoCcTepoHa ¢ uenbio ymeHbleHua BCC (I, A)

e[t @ifIN B)fzlejelosfs elgle] Frezitriz it of CHF - 2005 , :




BHYTpucepae4HbI HAacoC

Impella 2.5 & 5.0: Peripheral Implantation

Blood outlet
area in aorta

Cannula

Blood inlet
area in ventricle

Catheter




TpancmiiaHTanusga cepana

Onepanus TpaHCIIAHTALMK Cep/illa - CPEJICTBO BHIOOPA B JICUCHUU
TepMuHaIbHON pedpakrepHor XCH. OgHako Kakue-1100 KOHTPOJIUPYEMBbIE
MCCJICAOBAHUS T10 OLICHKE d(P(MEKTUBHOCTH TPAHCILJIAHTALIMH CepiLia
OTCYTCTBYIOT.

BMecte ¢ TeM sMIyupu4eCcKUe HAOIMOACHUS HOATBEPKAAI0T KINHUYECKYIO
3()(HEKTUBHOCTH ¥ XOPOIIHM IMTPOrHO3 MPU IIPABWILHOM BBIOOPE MTOKa3aHUH K
ONEPATUBHOMY JICUCHHUIO.

BbDKMBAaeMOCTb MaLMEHTOB NocC/ie TPaHCMJIaHTauMmM cepaua

Series \ Overall mortality Fontan mortality

Hasan et al. [44] 4/9 (43%) 141 (100%)
Carrel et al. [45] 0 0

Macé et al. [46] 0 0

Speziali et al. [48] 1/14 (7%) Not specified
Lamour et al. [6] 9/24 (38%) 4/8 (50%)
Pigula et al. [8] 4/8 (50%) 1/1 (100%)
Chen et al. [47] (includes all ages) 37/106 (35%) long-term 11/29 (38%)

A.-R. Hosseinpour et al. / European Journal of Cardio-thoracic Surgery 30 512 (2006) 508—514



CTpaTermm neyeH1s TEpMUHaIbHOM
XCH B CIIIA (1174 manuenTa)

JlekapCcTBeHHa#s B nucre AnbTepHaTMBHa
Tepanus oXXuaaHusA f1 XMpyprus
588 418 200
50% 36% 22%

Mahon NG et al. J Card Fail 2004; 10:273-278.

KonuyecTBO TpaHcnnaHTauumuv cepaua B
MUpe C KaxabIM rogomM HEeyKNOHHO
CHuXaeTtcs. PaspabaTtbiBaloTcAA HOBbIE
MeTOoAbl anbTepPHATUBHOU XNUPYPrumn u
HVCKVCCTBEHHOro nNneBoro Xenvaoodka»



[ KM

STO HacneacTBeHHo — 0bycnoBneHHoEe
(QyTOCOMHO — IOMUHAHTHOE) 3aboneBaHme,
XapaKTepusytoLeecss aCCMMeTPUYHOU
rmnepTpoduen NEBOro Xenyaouka, B
pe3y/bTaTe KOTOPOU MOXKET BO3HUKATb
obCcTpyKuns ero BbixoaHoro otaena (BOJTXK)




ASYMMETRICAL HYPERTROPHY OF THE HEART IN YOUNG
ADULTS

uYy

DONALD TEARE

From the Dopivtamns of - Poibodog . S5 Gonrge’s Hopagd

Faoniey fataciix 1, 193

“ Tunmsours of thd ature out of all peo-
portion to their unc ause of clinical heart
discase.™ This oper ona eare rs in Direases of the
Heart (Friedberg, 19 cases that have been
seen in the bast six yc.us N & serwes of 10,00

Py x5 1, ) 413
bad ; 1)p Y & o m dulty
unles t Lme TeaUoN To Ntglss 10 ! wnlc: oF o iffercnDal diagnosis,
pasticularty of u)'\dllwﬁs that may respond to ¢ udx i sargery. T ol asynmmetrical
h\pmn,prn or m hrB< up hcrr.uddcn death and
indeed cardin g KOHWMMC

Primary tumours of the heart {all into three categories.

yocardiem,

simpler to refer to the eight tumors  Jocosisan
under discussion as hamartomata o vi

() Rare wnyxomata and: Sarcomals, oocurmng maraly e later file wnd producing a variety of
5y mp{mvo anel Nu\\‘\ou\
: 5,

art, only six are nﬂcrr«i 1048 hcur:g d:!l’usc lu.“n-.\uu of the m,wunii‘.zm\ Jnd it would appear
that the tumours discussed in this er fall inlo thas category.

«2) 1B TeCOrging one Case of Mmushpie (umours of 1he beart 12 2 chi
of three d.u\ rcwcv.-d 62 other reported cases.  1n 60 cases the Jesions were multiple, and of the
throe other Cases, One was recorded as having bepatomegaly, ose had con;\nu:l tumnour o{
!hc lurg xnd one h.ld no congcmul abnnrmal iy, s tuhnz-.r'; (1925} rec

TS it of erying, and 1h re was found &
dlﬂ.m .un'our o f thc l.rcra! wall of the lrll \fmmh simifar 1o the cases about (o be .

2 CATT Of & NERro and 1n the heart ol a
geinea-pig.  Saphir (1953) uccd :P‘c term rhl‘x‘nms e when writing of nodufar glycogenic
degeneration: and gives no reference to benign timours of striped muscle.  Similarly Adams,
Deany-Brown, and Pearson (1953) describe nodular glycogenic tumours when referring to rhabdo-
myoms of the heart.

Asymmetrical

Hypertrophy of the
Heart in Young Adults

Maxelim HaOmroman 329 ciydaeB
IEPBUYHBIX OMYXOJIEH, U3 KOTOPHIX

8 ciyuaes ovLiu «Ouh@ysnvimu

onyxonamu muoxkapoa» (Mahaim,
1945). Boipoc 0 ToM Kyna

OTHOCHUTB 3TH «IU(DPy3HBIE
OIyXOJIM MUOKap/ia» A0 CHUX MOpP
OCTAETCSl OTKPHITHIM.

«AndPpy3nbie omyxoaun
MHOKAPAa» He ABJSITCH
UCTUHHBIMHU ONYXOJAMM U

UX He00X0AUMO

KJIaccu(puuupoBaThb B

OTCJIbHYI0 HO30JI0THI0.

British Heart Journal 20:1-18, 1958



JKCTpeMaJibHasA accuMeTpu4YHas runeprpogus JI7K

doi:10.1093/eurheartj/enm510




YHacrora B monyJsimuu

1:4750 1:5600




YHYacrora B monyJsiuu

B Poccunckou deaepanuu
I KMII MmoryT cTpagarhb

285 000 uenoBex



AnamHe3/HacnencTBEeHHOCTD

BHe3amHbie CMEPTH MOJIOJIBIX
(mo 55 ner),

OCOOCHHO MY>KYHH I10 MY>KCKOH
JIMHUH



580 JACC Vol. 13, No. 3
March 1, 1989:580-4

Hypertensive Hypertrophic Cardiomyopathy or Hypertrophic
Cardiomyopathy With Hypertension?: A Study of 78 Patients

ROGER KARAM, MD, HARRY M. LEVER, MD, FACC, BERNADINE P. HEALY, MD, FACC
Cleveland, Ohio

Table 1. Clinical Data in 78 Age- and Gender-Matched Patients

Patients
Hypertensive Normotensive
(n =139 {n = 39)

Gender

Male 21 21

Female 18 18
Mean age (yr) 60+ 13 60 = 14

+SD
Dyspnea 35 (%0%) 27 (69%)*
Palpitation 30 (77%) 24 (62%)
Angina 20 (51%) 21 (54%)
Syncope 10 (26%) 7(18%)
Murmur (grade)

0 3 7

1 1

2t03 31 30

>4 2 1
NYHA class

I 3 6

1 18 23

1l 17 9

v ] 1
ECG

LVH 30 (77%) 25 (64%)

AF 7(18%) 7 (18%)

LBBB 4 (10%) 3(8%)

RBBB 1 (3%) 7 (17%)

Q-Ant-Sep 15 (39%) 18 (46%)
Coronary angiogram 16 b

Coronary obstruction =30% 5 (31%) 8§ (33%)

-
. q
é
Table 2. Echocardiographic Data in 78 Patients
Patients
Hypertensive Normotensive
(n = 39) (n =139)

Sept (mm)

<20 17 (4497) 21 (54%)

=25 17 (44%) 12431%)

>25 5(12%) 6 (15%)

X+SD 20 =37 2047
Post wall (mm}

<10 1(3%) 1 (3%)

10to 13 17 (43%) 26 (66%)

=13 21 (54%) 12 (31%1

X =SD 1425 13+26
Sept/Post wall

<1.3 15 (38%) T{18% 1

>1.3 24 (62%) 32 (82%1
Gradient imm Hg)

<20 16 (41%) 13 {33%)

20 to SO 4 (10%) 6 (15%)

>50 19 (49%) 20 (529%)

X = SD 80 = 34 8S = 45
SAM

rest 17 (44%) 16 (41%)

after provocation 13 (33%) 10 (26%)
Ovoid left ventricle 32 (82%) 27 (699
Proximal septal bulge 18 (46%) 13 (33%)
Reversed septum T (18%) 12 (31%)
RV Wall prominence 10 (26%) 15 (38%)
Reversed septum and RV 6 (86%) 11 (92%)

wall prominence
Mitral calc 12 (31%) 12 (31%)



I'UIIEPTPODPUYECKAAS
KAPANOMUOIIATHUA

AYCKYJIbLTATUBHO OOHAPY/KMBAKTCA CJAeaYOLHe 0COOCHHOCTH:

1) MakcuMyM 3BYYaHHUS CHCTOJHYECKOro mymMa (IIyM HM3rHAHMA)
omnpeae/siercs B Touke bOTKkMHA U HA BepXylLIKe cepana;

2) CUCTOJIMYECKUI IIYM B OOJIBIIMHCTBE CJIYy4YaeB YCHJIMBAETCHA NPH
PEe3KOM BCTABAHMM O00JBHOIO, a TaKKe NPH NPOBEIAECHHUHM INPOOLI
BaabcaiabBbl;

3) II ToH Bcerjaa COXpaHeH;

4) IyM He MPOBOAUTCSH HA COCYIbI LICH.



Ha 9KI He oOHapyKuBaeTcs KAKHX-JTHG0

cnenu@uIeCKuX M3MEHEHNH

Ilpy [g0CTATOYHO PpPa3BUTOM THUNEPTPOPUHU  JIEBOIO
Keayaouka Ha IKI' MoryT nosiBjasiTbCs ee NPU3HaAKM.

U3oupoBanHasn rurneprpopusa MEAKIKETYT0UKOBOU
[eperopoaku  oO0yCJ0BJIMBAET mNosiBJeHHe 3yoma Q
YBEJIUYCHHON AMILIMTYIAbI B JIEBBIX IPYAHBIX OTBEACHUAX
(VS, 6), uro ociioxkHsAeT TU(PepeHINATBHYIO IHMATHOCTUKY
C 0YaroBbIMH H3MEHEHUSIMHU BCJEACTBHE NEPEHEeCEHHOIO
HHpAPpKTAa MUOKAP/A.
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Available at: http://Medscape.com
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IKI manmmenta M. ¢ ' OKMII (38 J1eT)

. PutM-cnHycoBbin, DOC —BneBo.- /XK ¢
V3MEHEHUSIMW B MUOKapAe JIK.




Ixokapouozpaghus oOHAPYKUBAET:

1) acuMmMeTpUYHAsA TUNEPTPOPUSA  MEXKIKETYI0YKOBOH
[eperopoaku, 0oJjiee BbIPA)KEHHAss B BepXHell TpeTH, ee
TUIIOKUHES;

2) mepeaHeCHCTOINYECKOEe IBUKEHHE IepedHeill CTBOPKH
MUTPAJbHOIO KJIANAHA;

3) CONPUKOCHOBEHHE IepeaHer CTBOPKH MHTPAJbLHOIO
KJIAIIAHA ¢ MEKIKEJTYI0YKOBOM MEPEropoaKkon B TMACTONY —
Cy0aopTaJILHBIN CTEHO3




Kiaaccupukanus 1 KMII

1. OOCTPYKTUBHAS — rpaMenT B MOKOE PaBeH W 0oJtee
30 MM pt cT (2,7 M/c mo lonmiiepy)

2. JlaTreHTHaA (MPOBOKAIMOHHAS) OOCTPYKTHBHAS —

rpaaueHT MmeHee 30 MM pT CT B IOKOE M PaBeH MJIM DoJiee
30 MM pPT CT IPHA NPOBOKAIIUH

3. HeobcrpykruBHas — rpaauent Mmenee 30 MM pT CT B
MOKO€ U NP MPOBOKAIMH

American College of Cardiology/European Society of Cardiology Clinical Expert Consensus Document on Hypertrophic Cardiomyopathy, JACC Vol. 42, No. 9, 2003



JInddepenmaiabHbIM

TUardos

* B KJIMHNYECKOW MPAKTUKE MOYKET OBITH OY€Hb TPYIHO
npoBecTH auddeperHumanbabii guarno3 Mexay ['KMII u
Al', ocodbenHo npu TojmuHae creHku JDK menee 20 MM u
OTCYTCTBUM NEPETHECUCTOINYECKOTO JIBUKCHUS
nepeanen cteopku MK

* Perpeccus I'JDK Ha hoHE 1€4eHMST MOKET
cBuieTeNbCTBOBATh NpoTUB I KMII, HO OHa HE
o0s13aTeNbHA

* Y cHOPTCMEHOB HEOOXOAMMO AU PEPEHIIMPOBATH CO
CIIOPTUBHBIM CEPALIEM



BCHC: HRS/EHRA PekomeHaauumn, 2011

® [eHeTnyeckoe TeCTMpoBaHMEe peKoOMeHA0BaHO BCEM MalnueHTam
C yctaHoBneHHbIM anarHo3oM KM (I Class).

® [eHeTnyeckoe TeCTMpoBaHME PEKOMEeHA0BaHO Y/ieHaM CeMbU
naumeHTa (I Class).

e MYBPC3, MYH7, TNNI3, TNNT2, TPM1.

Heart Rhythm, Vol 8, No 8, August 2011: HRS/EHRA Expert Consensus Statement on the State of Genetic Testing
for the Channelopathies and Cardiomyopathies



JleueOHast TakTuKa y manueHToB ¢ I'KMII

I i K
HnurenpsHoe | CHETHHEC T ) Bea 'KMII- | Beicokuu _ A
- addexr c/0e3 |+ > > MepBUYHAas/
HaOII0/ICHNE MO YJISALUA puck BCC
(deHoTumna BTOPUYHAs
/ npoHIIaKTUKA
Het/ymepennsie
Hprem JllL ve CHMIITOMBI (HU3KHI ‘ Kapnuosepcus
PeKOMeHHOBaH/ puck BCC) 1 @Il " dapmakokoHTpoias YCC
- AHTHKOATYJISHTBI
| IIporpeccupoBanue
Bepanamun cumitomoB I'KMIT
JIII + B-OmokaTopbl !
JITT
Juzonupamu |
HeoOcTpykTuBHas | JITI-pedpakrepHbie OOcTpyKTUBHAs
dbopma HNalMEHTHI dbopma

Koneunas ¢aza

——————————————————————————————————————————————————————————

YMEHBIIEHHUE TTOCTHATPY3KH

JlypeTHKn Jlurokcus AJIKOroapHasl 1D]D)D) CenranpHas
, cenTanabHas MusKTOMUSA
B-0okaTophI CnupoHONAKTOH |! abnanus

TpaHC‘HHaHTaHH}I cepana American College of Cardiology/European Society of Cardiology, JACC Vol. 42, No. 9, 2003



CenrajpHass MUDKTOMMUSI

(Morrow)
30/10TOMU CTaHAAPT B nedenmmn FKMI

Noka3aHuAa K onepaTuBHOMY
BMeluaTeNbCTBY:

F'paaueHT 06¢cTpykumnn 6onee 50 MM pT CT

' 3 PecdppaktepHas k neyeHuro 'rKMI nmbo
. jNauMeHTbl C IMMUTUPYIOLLUMHU
/ cuMmnTomamm (¢ BbipakeHHoU XCH)

B pe3ynbTaTe MUBKTOMUM:

YCTpaHSieTCA 3HauuTesibHoe
MeXaHU4YecKoe COnpoTuBJiIeHne
cepae4yHoMy Bbibpocy u apdpekT BeHTypm

HopmMmanusyerca cucrtosimyeckoe aaBJjieHue
B JIDK

YMeHblIaeTcs MUTpaJibHas peryprutaums

YMeHblUaeTCcs KOHevyHoe Anacrosimyeckoe
aasneHue JHK.




MunakToMUA: nepmuonepaLnoHHo

P. Spirito, ESC Congress, 2010



ANKOrosibHasa cenTtasibHas
abnauus

Basal 2.5 mm Balloon

After 2 ml alcohol

P. Spirito, ESC Congress, 2010



ANKOrosbHas cenTtasibHas
abnauus

® flBnsieTcqa MeToAoM Bblbopa y 0CcobbIX
KaTeropum rnalneHToB:
— [1oXxunble
— TaKenaa conyTCcTByloLwasa naTonorns

— OrpaHun4yeHHasa oXXuaaemad
NPOAOIKNTENTbHOCTb XXU3HWU



IlporpeccupoBanue nanueHToB ¢ ' KMII
K «IUJIaTAalMOHHOM (a3e»

| 220 nauneHToB

] 11% nauneHToB nepewnu B «annaTauMoOHHYIO
dasy»

1 3,4 cnydas Ha 1000 y/n

eur. heart j. - 2003. - vol. 24, abstr. suppl. - p. 559



ALK

® ApUTMOreHHasi AMCJ1a3vsa NPaBoro XXenyaouka

(AQMXK) - naTonornss HESACHOU 3TUONOrMmn, obbLIYHO
npeacrasnsowas cobon n3onmMposaHHoOe NopakeHume
npasoro xenyaouka (MX); yacro cemenHas,
XapaKTepuayrowascs XMposou nnm ¢unbposHo-
YXXNPOBOU MHDUAbTPALIMEN MUOKapAaA XeJTyAOUKOB,
COrNpOBOXXAAIOLAACSA XKeNyAO4YKOBbIMM HapyLeHUaMHU
PUTMa pPa3/IMYHOMN CTENEHMU TSHKECTU, BKJIIoUas
dunbpunnnauunio xenyaouKoB.

® TepMWH apUTMOreHHOW AMCM/IA3UKN NMPaBOro Xenyao4ka bbin NpeanoXxeH

G.Fontaine B 1977 roay.

B 1982 r. F.I.Marcus npeanoxun TepMUH 'apUTMOreHHas

NpaBOXeyAo4YKoBas KapaMoMmonaTtusl' nun 'aputMoreHHast 6051e3Hb
X',



PacnpoctpaHeHHocTb AAINXK

® YacToTa apuTMOreHHon Ancnnasnm

(KapanomMmonaTn) NpaBoro Xenyao4yka
(AAIMK, ARVD) coctaBnsieT B pa3HbIX

3THMYeckmnx rpynnax 6:10000 — 44:10000.

e B POKK/ co BpeMeHu onucaHua AAIMK B 1977
. 3aperncTpmpoBaHo 2 ciiyyas 3TOM NaToormm



Stmnonoruna AAMXK

[MpuymHa 3aboneBaHMsa OCTAETCA A0 HACTOSALLEro BpEMEHW
HesicHOW. MIMeloTcs AaHHblE O HACIeACTBEHHOM XapaKTepe
AUCINasun.

B 1982 rogy F.I.Marcus et al. obpaTnim BHMMaHWe Ha
BO3MOXXHbIV CEMEUHbIN XapaKTep AUCTIa3nn.,

B 1988 rogy obcnegoBanu 72 4neHoB 9 ceMen B ABYX-TPEX
MOKOJIEHUSAX W BbICKa3a/IM runoTesy ob ayToCOMHO-
NOMWHAHTHOM TUMNE HACNeA0BaHMS C Pa3NIMYHOW CTEMEHbIO
NposiBfieHNs N neHeTpauun. B nocneayowemM 6b1sin BbiSiBNEHDI
reHETMYECKME HapyLeHNs B NSATK ceMbsax ¢ ALK B
XxpoMocoMe 14g23-24. D.Li et al. cunTtatoT NpUYMHON NATONOrNK
HapylweHue B XxpomocoMe 10p12-p14.

TeM He MeHee, 60MbLUNMHCTBO NAaUMEHTOB HE NMEKOT CEMENHOIO
aHaMHe3a unn ¢akTos BCC y 6nmxanumx poacTBeHHUKOB.



[TaToreHe3s AAINXK

e AZINX - 3TO BpoXXAEeHHAsA aHOMannsa pa3BUTUSA
Munokapaa X ¢ KnMHn4eCcknm npoaBieHUeEM -
BHE3arnHoOW CMEePTbIO.

® BO3HMKHOBEHME ANCMIa3UN CBA3AHO C
MeTabo/IMYECKMMN HapYLLUEHUSMN,
nopaxatoLmmm NX n Bbi3bIBaOLWMMH
nporpeccupyoulee 3aMelleHme MMOLMTOB.

e BocnanutenbHasa Teopusa: ANCNNAa3na MOXKET
6bITb pe3y/ibTaTOM MUOKapAnTa, Koraa
l/IHClDeKLI,VIFI HE OCTaB/IAET C/lIEA0B NEPBUYHHOIO
BOCMAJIEHUA.



MMMYHOrMCTOXUMUYECKMN aHaNn3
. % . necMoCcoManbHOW naTonorum
: .' (AAIMK, Naxos, Carvajal)

Desmin Desmocollin

WHMcKenna, ESC Congress 2011 ==



Dietel M, Suttorp N, Zeitz M (Hrsg); Kasper DC, Braunwald E, Fauci AS, Hauser SL, Longo DL, Jameson JL (eds.):
Harrisons Innere Medizin. Deutsche Ausgabe in Zusammenarbeit mit der Charité. McGraw Hill,
ABW-Wissenschaftsverlag, 16. A., Berlin 2005 ISBN 3-936072-29-9



KnunHuuka AAINMK

® MaHUMeCcTUpyeT B NoAaBNAOLWEM
6onblunHCTBE crydaes BCC

® XapaKTepHbI XXU3HeYyrpoXatrlLiue
HapyLWeHnsa puTMa, He KoppurmpyroLlmecs
AaHTUAPUTMUNYECKMMU NpenapaTaMu



BHe3anHasa HeobbaCcHUMas
cepaeyHast cMepTb

e CMepTb, pa3BMBLLAACA B TedeHue 1 yaca
nocne nosBneHns CMMNTOMOB Y nuL
Mnagwe 35 neT U pe3ynbTaThl ayTONCUm
6b15In oTpuLUaTesibHble

® 35% BCex cMepTeN y MOooabIX

Heart Rhythm, Vol 8, No 8, August 2011: HRS/EHRA Expert Consensus Statement on the State of Genetic Testing
for the Channelopathies and Cardiomyopathies
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Kpurepun anarHoctmkun AKX (McKenna W.J. n coaBrt., 1991)

3HaUUTENIbHAS IUIATAlUs U CHUKECHUE
O®B IDK npu oTCyTCTBUY MU TOJIBKO
HE3Ha4M TeJIbHOM yxyamenuu JIK.
JlokanbHbie aneBpu3mbl [DK
(AKMHETUYHBIE WU TUCKUHETUYHBIE 30HBI
C IMACTOJIMYECKUM BbIOYXaHUEM).

3HaYUTENIbHAS] CETMEHTAPHAs JUIaTalHs
ITK.

YMmepennas obmas qunaranus [DK n/mmm
cHrkenne @B npu HopmanisHOM JDK.
YMepeHnHas cermenTapHas auiaranus 1DK.
Pernonanshas runokunesus [DK.

3aMelleHne COeAMHUTENIBHON U )KUPOBOI
TKaHBIO MUOKap/a

NA

BomHBI 31ICUIIOH WU JIOKAJIBHOE
YBEJIMYECHHE JUIUTEIIbHOCTH KOMIUIEKCa
QRS B npaBbIX IpyaHBIX OTBEIECHUAX (

V1-V3).

WNuBepcus T-BosHbI B paBeiX V2 U V3 rpya-HeIX
OTBECHUSAX, Y IMALIMEHTOB cTapue 12 ner npu
OTCYTCTBHH OJIOKaJbI TIPABOM HOXKKH My4Ka [ uca.
[Toznuue norennuans xeaynoukoB ( SAECQG).

NA

KT ¢ HOCTOSSHHOM WJIM TPAH3UTOPHOW OJIOKaI0M
JeBOM HOXKKH Iyuka ['uca no ganueim OKIT,
CYTOYHOT'O MOHMTOPUPOBAHUS U MPOOBI C
Harpy3Kou;

Yacras K3 (>1000/cyT).

HacnencrBenHslil Xxapakrep MaToJIoru,
ITOATBEPKICHHBIM TaHHBIMU ayTOTICUN
WJIY TIPU OTIEpALIUU

BnesanHas cMepTh pOICTBEHHUKOB MOJIOXKE 35 JeT
¢ npeanonaraemoi A JIITK.

JlanHbIe ceMeitHOro aHaMmHe3a (KJIMHUYECKUM
JIMarHo3, OCHOBAHHBII HA HACTOSIIMX KPUTE-PUSIX).







BCHC: HRS/EHRA PekomeHaauumn, 2011

® [eHeTnyeckoe TeCTUpPOBaHME PEKOMEHA0BAHO BCEM NaLUMEHTaM
C nogo3peHnem Ha AAMXK 1 poacTBEHHMKAM NEPBOWN JIMHUU
(I Class).

e DSC2, DSG2, DSP, JUP, PKP2, TMEMA43

® [eHeTn4eckoe TeCTUpoBaHMUE MOXET ObITb MCMOL30BAHO ANS
NaumeHToB, nMerowmx 1 6onbluon nnu 2 Manbix kputepus (IIb
Class)

® He pekoMeHAyeTCcd TeCTMpoBaHMWe nauneHTam, nMerwmm 1
Manbin kputepun (III Class).

Heart Rhythm, Vol 8, No 8, August 2011: HRS/EHRA Expert Consensus Statement on the State of Genetic Testing
for the Channelopathies and Cardiomyopathies



B HacTosiiee Bpems B Jiaboparopuu JJHK-anarnocruku
npoBoaAUTCHA npsiMas fuarnoctuka ARVDS, Boi3biBaemas
myTanusamMu B reHe SCNSA. [lepBoouepenHoe HCKIIOYEHHE ITOM
(popMbI NpEACTABJISACTCH HEIECO00PA3ZHBIM, TAK KaK JJIA Hee
[MO0KA3aHA MaKCUMAJIbHaA Y(PPEKTUBHOCTHL HHTEPBEHIMOHHOIO
JIeYeHU s (MMILUIAHTAUs KapAuoBepTepa-1epuOpuiIaTopa) B
COYETAHUU C AHTHAPUTMHUYCCKOM Tepanuen.

MyHKT WUccnepoBaHune LieHa, py6. Cpok ucnosiHeHus

npelcKypaHTa (aHen)
ApuTMOreHHas gucria3ms /KapaMoMuonaTyUa NpPaBoro xenyaoudka

KomnnekcHasa [OHK-
OVarHoCTuKa Cembu

4.7.28 npn MaeHTUPOUUNPO- 3 000,00 14
BaHHOW MyTaLun
(2-4uen.)
\lccnepoBaHue
y 22 000,00 —
4.74.1 MyTauMm B  reHe 45 000,00 30

SCN5A (1 yen.)



10 HacTosiLero BpeMeHu

eAWHCTBeHHbIM MeTolOM

neyeHusa AAAINMX asnsercs
PYHA MecTa 3KTONUM

: TINE E tvr: TIRE L LT 04

42 Cuctema CARTO




67/MuH 18 mm/mMB 727/MNH 18 mm/nB
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Ctpatndpmkaumnsa pucka BCC

® EJMHCTBEHHbIM METOAOM NMPOMPUIAKTUKU
BCC aBnsgetca UK

® Bce ocTanbHble MeToAbl HEIMMEKTUBHbI




PecTpukTuBHAd KapauOMHOIIATHA

|PecTpukTHBHAsT KapauoMuonatus (OT JATHHCKOIO CJIOBA
restrictio — «OrPAaHUYEHHE») - 3a00/1eBaHue,
XapakTepu3yrouieecs BbIPAKEeHHBIM CHUKEHHUEM
PACTSZKUMOCTH MHOKAPAa, 00YCJOBJICHHBbIM PAa3JIMYHBIMHU
NPUYMHAMHA, M  CONPOBOKIAIONICECCH HEAOCTATOYHBIM
KPOBECHANOJHEHHEM Cepana ¢ MOCJeAYIIUM pPa3sBUTHEM
XPOHUYECKOHU CePACYHOU HETOCTATOYHOCTH.

|PecTpUKTHBHASI KAPAHOMHOIIATHS — HAaMeHee M3yYeHHas
M HAUMEHee PACIIPOCTPAHEHHAS M3 BCeX KapaAuOMMOIIATHIA.



Knaccudpukanus no 3THOJIOTHU

1. PKMII uaunonarnueckas
- JHAOMHMOKAPAUAJIbLHYIO 00J1e3Hb Jledduiepa
- JHAOMUOKAPAUAJIbLHBIA PUOPO3.

2 O0ycJ10BJICHHOHA HHPUWIBTPATUBHBIMH
CUCTEMHBIMH  3200JICBAHUSIMM, TaKUMH, KaK
aMUJIOMI03, TEeMOXPOMATO03, CAPKOMIA03 U JP.




.
A,

boJIbHBIE  PECTPUKTUBHOM  KapJIMOMMOIIATHEH  OOBIYHO

KaAIyIOTCST Ha  OJBIIIKY, BHadajJ€¢ NOpU BbIIOJHCHUU
(u3nyeckor Harpy3ku (Oer, ObIcTpas xoan0a W T.J.), a MO
MEpE MPOTrPECCUPOBaHUS 3a00JIEBAHNS 1 B TTOKOE.

N3-3a CHM)KEHUS HACOCHOMW (PYHKIIMH CEepJla THIHYHOM
KaIoO0OM SABISICTCA OBICTpass yTOMIISIEMOCTh M ILIOXas
IIEPEHOCUMOCTh  JTI000M (DM3HYECKOM Harpy3kKu. 3areM
IPUCOCAUHSIOTCA OTEKHW HOT, YBEJIMYCHHUE MEYCHU U BOJSTHKA
XnBoTa.  Ilepuogudecku  OONBHBIE  JKAJIYIOTCS  Ha
HepUTMHUYHOE cepateorenue. [Ipn pa3BuTHN CTOMKUX OJI0Ka/L

MOTYT UMETh MECTO OOMOPOYHBIE COCTOSTHUA.
.. "maasassssLLSSLSS...—._.__ _ -



PenTtrenorpadus rpyqHON KICTKH

[Ipu peHTreHorpaduu rpyaHoOM KIETKH pa3Mephl cepana
HE U3MEHEHbI WJIM HEMHOTO yYBEINYEHbI. KapauomMeranus
MOXKET  HAOMIOAAaThCS  TOJBKO  IIPU  Pa3BUTHH
TAApOIIEpUKaApA.

B 3aBUCHMMOCTH OT JOKaJM3alMd HOpPaXEHMs (JICBBIMH,
IPABBIN KEIIYJ0YCK WM 00a KEeJIyJ04YKa) OTMEYarOTCS
BBIPA)KCHHBIE B  PA3JIMYHOM CTEICHH YBEIMYCHUE
MIPEICEPAUN U BEHO3HBINW 3aCTON B JIETKHUX.



- S
I

N3menenns OKI ormeuarorcsi 4YacTto, HO OHHU
HecHeU(PUYUHEI. MoryTt PETUCTPUPOBATHCS
IpU3HAKU runepTpopuun npeacepanii I/I
KEIIyJI0OYKOB, OJ0OKaja JEeBOM (Yalle) WM OpaBoOu
(peke) HOXEK mnydyka Iwuca, Hecmeuuduueckue
HapYIICHHUS penoasIpu3aIii, pa3JINYHbIC
HapYIICHUS CEPACUYHOIO PUTMA.




IXO-KI .

IHIpu SxoKI nunaranmus M THNEPTPOPUA KeJTYyIT0OUKOB
OTCYTCTBYKT, COKPATHUTEJbHAsI CHOCOOHOCTHL MX He
N3MEHEHA.

|V 4yactH OOJBHBIX MOJOCTh :KEJIYIOYKA MOXKET OBITh
yMEHbIIEHA 3a c4YeT oO0JuTepalMM BepPXYIHEYHOIO
cerMeHTa. B o00JacTH BepXymIKH 4Yacro OIpeaeasiioTCs
TPOMOBI.

[IlIpn BbIpAa:KEHHOM BEHO3HOM 3aCTO€ B 0O0JBIIOM Kpyre
KPOBOOOpAIleHUsI MOKeT HAKAIIMBATHCHA KHIAKOCTh B
M0JIOCTH NMepUKAapaA.



T S
2XO-KTI .

Ilpu jgomiaep-3xoxkapauorpapmuecKoM  HCCJICAOBAHUU
3a4aCTYI0 BBISIBJISIETCH YMEpPEHHas Peryprurauus KpoBU
yepe3s MUTPAJbHBIA U (WJIH) TPUKYCIUAAJIBbHBIA KJIANIAHBI,
CONPOBOKIAAIOIIASACH:

jmuiIaTanuen moJIoCTer npeacepanu,

luHOTAA - yMepeHHbIM  (UuOPO30M CTBOPOK ATPUOBECH-
TPUKYJIAPHBIX KJIAMAHOB.
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