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NCTOPUA NSYHEHUA HK3M

* 1900 — 1930 rr. — MMOKapAUTbI

(A. Duanep)

1930 - 1960 rr. — mnmoKapanoancTpodmm
(F.®. NaHr)

* 1960 — 1980 rr. - KMTI

(KO. BpayHBanba)

* KoHeu 1980-x rr. — HaWn AHWN — reHeTUYEeCKUmn
3Tan (bpyraaa)



ONPEAENEHUE KAPAMOMMONATUN
(BO3 2006)

* «KMI1—3TO reTeporeHHaa rpynna
NOJINSTUONOTNYHbIX 3aboneBaHnm
MMWOKapAaa, acCCOLMNPOBAHHbBIX C €ro
MEeXaHU4YeCKoU 1 (MNn) aneKTprndYeckou
ANCHYHKUMEN, 4aCcTo
COMPOBOXAAOLNXCA HEAAEKBATHbIM
peMmoaeIMpoBaHNEMY.



Knaccndukauyma KM

NMEPBUYHDIE BTOPU4YHbLIE

NATONOTMYECKUIA ABNAKOTCA HACTHbIM
MPOLLECC UCXOA4HO [MPOABJ/IEHUEM
JTIORAJIN3OBAH CUCTEMHOIO
NMPEMMYLLECTBEHHO B MATOJIOTMHYECKOTO

MWOKAPAE [MPOLLECCA



NEPBUYHbIE KMI (AHA 2006)

Nr’EHETUYECKUE CMELWLAHHDBbIE NMPUOBPETEHHDbIE
KM JOKMI MwuoKapaunTbl
ALK [TocTTaxnKapguTnyeckas
HapyweHunsa Tako-uy60
NPOBOAMMOCTU
(c-m JleHerpa)
MwnToxoHAPWaNbHbIE [lepunapTasnbHan
MMOMaTnmn
HekomnakTHbIM mmnokapa | PKMI KMIy geten , matepu

Kananonatuu (bpyraga,
QT-cnHapomsbl, KIMBT,
SUNDS)

KoTopbIx cTpaganu CA-1
BO Bpemsa bepemMeHHOCTH




buoxmmuyeckaa Knaccupukauma
reHeTndyeckunx KMI1

* MwnosnmHonatuu

* AKTMHONATUMU

* [PONOHMHONATUNA
* JlammnHonatuu

* JlecmnHONaTUMU

* lnctpodmnHonaTum
* IMepuHonaTun

* /N TaK panee.....



MnepTpodumueckaa KapamMommonaTus

* [KMIT—-53T0 06bI4HO ayTOCOMHO-
NOMWHAHTHOEe 3aboneBaHMe MMoKapaa,
CONPOBOXKAAtOLLEECA YMEHbLUEHMEM NONOCTU
NIEBOTO }Ke/yA04Ka 3a CHeT HeaaeKBaTHOMU

rmnepTpodun n Ae3opraHn3aumnm
Mmmnopumnbpunn

* YactoTa BcTpeyaemoctn 1:500 — 1:1000

* Yalle Bcero mytauma reHa TaXenbix uenem
MMWO3UNHA



Cxema aKTUH-MUO3UHOBOIO CONPAXEeHUA
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MapapgoKc TKMI

 [KMIT npn3HaHa camoun yacton npuumnHom BCC
Y MOJ1I0AbIX Ntoaen (CNOpPTCMEHbI U
«cenebputn»)

* [1poAOMKNTENBHOCTb }KU3HU U CMEPTHOCTb HE
oT/IM4aeTca oT obLen nonyaaunm (Bce
OCTa/ibHble)



Cepaue npu NrKMI

Source: Fuster V, Walsh RA, Harrington RA: Hurst’s The Heart,
13th Edition: www.accessmedicine.com

Copyright © The McGraw-Hill Companies, Inc. All rights reserved.



BapuaHTtbl TKMI

Source: Fuster V, Walsh RA, Harrington RA: Hurst’s The Heart,
13th Edition: www.accessmedicine.com

Copyright © The McGraw-Hill Companies, Inc. All rights reserved.



JKI npu BepxyweuHou NTKMIN

~TechniciaL ID:543 | HH

CARDW

5 mm/s 10 mm/mV 100 Hz 005A 12SL250CID: 37 | | | | | | | 1 1 1 1 T 1 1 1 1 7 ED 914 EDT 10:33 18-Jun-2001 Order: 201077359

Source: Fuster V, Walsh RA, Harrington RA: Hurst’s The Heart,
13th Edition: www.accessmedicine.com

Copyright © The McGraw-Hill Companies, Inc. All rights reserved.



IxoKI npu TKMMN B anacrony

(A)

Source: Fuster V, Walsh RA, Harrington RA: Hurst’s The Heart,
13th Edition: www.accessmedicine.com

Copyright © The McGraw-Hill Companies, Inc. All rights reserved.



IxoKI npu TKMMN B cuctony

(B)

Source: Fuster V, Walsh RA, Harrington RA: Hurst’s The Heart,
13th Edition: www.accessmedicine.com

Copyright © The McGraw-Hill Companies, Inc. All rights reserved.



JleyeHne  KMIT

MEAUKAMEHTO3HOE XUPYPTUYECKOE

BETA-ALPEHOB/IOKATOPbDI TPAHCAOPTAJIbHAA CEMTOTOMKA

AHTATOHUCTbI KAJ/IbLIUA CMMPTOBAA ABJTAUUA MHKTI

AHTUAPUTMUYECKWE MPEMAPATbI M3KC



lMepdopaHTHAA NneperopoaoyHan aptepua
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Source: Fuster V, Walsh RA, Harrington RA: Hurst’s The Heart,
13th Edition: www.accessmedicine.com

Copyright © The McGraw-Hill Companies, Inc. All rights reserved.



HekomnaKTHbi mmnoKapa J1XK
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HekomnaKTHbIK munoKapa /1. MPT.




AnnataymMoHHaAa KapanomumonaTuA
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[pynna nepBuyHbIX, Ucxoabl OCTPOro uam
reHETNHECKU XPOHMYECKOro NopaxKeHms
AEeTePMUHUPOBAHHbIX MMOKapaa
3ab0n1eBaHm, BOCMNA/IUTENbHbIM,
CONPOBOKAAMOLWNXCA TOKCMYECKMM MPoLeccom
NpOorpeccrpytowen NN ANNTENbHOWU
ANnaTaumen noaocremn neperpysku

cepALa U CHUXKEHnEeM
COKPATUMOCTN MMOKapAa



OcCHOBHble MeXaHU3Mbl reHeTUYEeCKMUX BANAHUN
Ha pa3suTue u nporpeccuposaHmne AKMII

TUIN NIPOLIECCA MPUMEPBL

MYTAUWA TEHA [eHbl capKkoneMmmbl

[eHbl capkomepoB

CurHanbHble reHbl

[eHbl MOHHbIX KaHa/10B

[eHbl Aecmocom

NMonnmopdunsm moandmKaTopos AlNO®, beta- n anbda-agpeHopeLenTopbl
reHoB
PeuenTopbl 3HAOTENMHA A TMNA

HapyweHune akcnpeccum HopmanbHbiX  [TOHUMXKEHHaAa akcnpeccuna: beta-1 AP, anbda-
reHoB TAXKeNbIX uenem mmosnHa, CapkCa2ATd

MosbiweHHaa sakcnpeccma: AN, MHYMNO,
3HAOTEeNMHa, beTa-TAXKeNnblX Lenem Mmmo3nHa,
®HO, KnHa3bl beTa-AP



MAKPO- K MUKPOCKONMWYECKAA KAPTUHA AKMI




BTopuuHbie KMI

UHOUJTIbTPATUBHDbIE

’PAHYJIEMATO3HbIE

AYTOUMMYHHbIE

Amunnonaos Capkongos 3ABONIEBAHUA

BONE3HU HAKOINJIEHUA OHAOOKPUHHbIE CKB

BonesHb ®abpu Anabet [lepmaTtoMmnosunT

bonesHb XaHTepa TupeoToKCHKO3 PeBMaTONAHbIN apTPUT

bonesHb lowe [Mnotnpeos YIA

CuHapom HumaHa-lnka AKpomeranus Cknepogepmua

HakonneHue ramkoreHa deoxpomoumnToMa

UMHTOKCUKAUUU [Mnepnapatmpeos

MeanKkameHTbl KAPOUODALUANBbHBIE 3NEKTPO/IUTHbIN
CUHAPOMDI ANCBAJTIAHC

Taxkenble meTtansibl HyHaH [MonnxmmmnoTepanmsa

XUMMUKaTbI J1eHTnrnHos3 AHTPaUUKANHDI

BONME3HU SHAOOKAPOA HAPYLWIEHUA NUTAHUA LUnknodochamunp,

dunbpopanactos

KBawmnopKop, bepu-6epun, LnHra

JlyyeBas 6one3Hb

MNep303nHOPUIbHbBIN
CUHAPOM

[lennarpa, 4p. aBUTAMMUHO3bI,
AepunumnT ceneHa

XIH, remoananuns




CTPYKTYPHbIE XAPAKTEPUCTUKH
BTOPUYHbIX KMI
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PECTPUKTUBHbIN
!N

AUNATALMOHHbBIN
™n

o

AKPOMETA/IUA AMWNTONAO03
CMHOPOM KOHHA TEMOXPOMATO3
FO/IJTATEHO3bI

AJIKOTONIbHAA KM,
CTAANSA
LIEKOMMEHCALMM



AMWIOUA03 CEPOLA

XAPAKTEPHbI HAPYWEHWA INMPOBOANMOCTHU

HYACTO BCTPEHAETCA OPTOCTATUYECKAA
[MNOTEH3WNA C KOJINTATNICOM

NMPEMMYLLECTBEHHO PECTPUKTUBHbIN TUT

COYETAHME C MOYEYHOU
HEOQOCTATOYHOCTbIO




IXO-KI' NP AMUNTONAOS3E

Source: Fuster V, Walsh RA, Harrington RA: Hurst’s The Heart,
13th Edition: www.accessmedicine.com



TUPEOTOKCUYHECKAA KMIN

NMOBbLILWEHUE BblIEPOCA BE3
JIETOMHOU TMNEPTEH3UN

dUBPUNNALUNA NPEACEPANM
OUANTALMUOHHbBIA TUN
BOCNA/UTE/IbHbIK KOMMNOHEHT
FTEHETUMECKME MAPKEPDI
KPUTEPUU TAXKECTU



KM NPU TUNOTUPEO3E

* TUNEPTPO®UYECKMN TUN CO CHUKEHUEM
COKPATUMOCTU

* BbIMNOT B NEPUKAPAE

e CTOUKOCTb NPOABAEHUN NPU MOTHOWU
OBPATUMOCTMU



ANNKOTOZIbHAA KMIN

[10 45% BCEX KM

Y KAKAOIO 4-10 AJIKOIroJiInKkA C 5-
NETHUM CTAKEM

HAUBONEE YACTOE COYETAHME C TI/1A,
SHUEDATONATUEN, TENATOMNATUEN U COAC

HAUBO/IbLLUAS YACTOTA ®ATA/IbHbIX
APUTMUN



KM NPU TUNEPANTbAOCTEPOHUSME

* UMUTUPYET TKMIN UJimn AMUIONA03
* NMPU UTA BCTPEYAETCA YALLLE

* IXO-NMPU3SHAKU MOTYT bbiTb BbIPAXKEHDI
BE3 XCH

* ®EHOMEH «HU3KOU ®B Y TMMEPTOHUKA»
 HE BCETAA BbIBAET OBPATUMA



TMNEP303UHOPU/IbHLIA CUHOPOM WU
SHOOMMUOKAPAUAIbHbLIA ®UBEPO3

» 10 20% CEPOEYHO-COCYAUCTOMU
CMEPTHOCTU B A®PUKE

* 3BEHO NATOIeHE3A — HAPYLWWEHUA
KPOBETBOPEHWUA

* MPEANOJNIATAETCA POJ1Ib AUETUYHECKUX,
FTEOXUMWUYECKUX U NMAPASUTAPHDIX
GAKTOPOB



OBLUME MPUHLUMMNbI BEAEHMA NALMUEHTOB CO
BTOPUYHbIMM KM

 TEPANMXA OCHOBHOIO 3ABOJ/IEBAHUA

o OFPAHWUYEHME NMPUMEHEHUA HEKOTOPbIX
TPAOAULIMOHHbBIX KAPOUOTPOIMHbIX
CPEACTB (NMPUMEP - /TUKO3UAbI)

* KOMMNEHCALUMA XCH



NMATONEHETUYECKOE JIEHEHUE KMI
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CMHAOPOM BPYTAOA
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UCTOPUA ONPEAENEHUA KM

1956 - Blankerhorn u Gall pasaennnn 3abonesanums
MMOKapAa Ha MUOKapAUTbl U MMOKapa03bl

1957 — Bridgen npegnoxun tepmuH « KMI» gna peakux
HEKOPOHAPOreHHHbIX 3aboneBaHn MMOKapaa

1972 - Goodwin n Oakley onpeaennnn KMI Kak 3aboneBaHus
Hen3BecTHoW aTnonornn n solaennnmn F’KMIM, AKMIM n PKMI1
1980 — BO3 yTtBepanna knaccmpurkaumnto Goodwin n Oakley u
nobasuna cneundunyeckme 3aboneBaHma MMoKapaa

1996 — Richardson: pacwmnpeHo onpeaeneHune, gobasneHa
AT, ncknovenbl cneundumnyeckne KM

2006 — onpepeneHne n Knaccudmrkauma AHA

2008 — onpepnenenne un knaccmpurkauma EOK



KNACCUDUKALUA KAPAUOMMONATUN EOK 2008

KapaunomuonaTtus
Mneptpochuueckan | AunaraumoHHas ApUTMOreHHas PectpuktusHaa | Heknaccuduumpyemas
i npaBoXXenyaouykoBas I
CemeliHas/reHeTu4eCcKu HecemenHas/
obycnosneHHas HeobyCcnoBneHHas reHeTUYeCcku

HeunaeHTudumumpoBaHHbIi
AedekT reHa

MoaTunel bonesHu

NanonaTtuyeckas

MoaTunel GonesHu

KMI- ato 3ab6oneBaHmne mMoKapaa, NpU KOTOPOM HapyLUEHbI
CTPYKTYpa U GYHKUMU MUOKapAa.




NPOBJ/IEMbI CYLLECTBOBABLLUUX
KNACCUDPUKALIMUA KM

* 3TUONOrMYyecKkmne n GeHoOTUNUYEeCcKne
nepeKkpecTbl

* OTCyTCTBME €AMHOro Noaxoaa K
bOpPMY/IMPOBKE ANArHO3a

* [1pOTUBOPEYNBOCTb B BONPOCAX
BKAOYEHUA OTAE/IbHbIX HO30/10TUUN U
deHoTMnosB

* «HenssecTHasa aTMonorna»?



«[eHeTuYecKmnm nepeKkpecT» OCHOBHbIX
KAMHUYeCcKnx peHotnunos KMT1

KMl HekomnakTHoro JI>X XK [ muexr

DTNA
(.ccsa FKRP PSEN2 TAZ \
{ AKMIN BAG3 FKTN RBM20 PRDM16
CRYAB GATAD1 SCGD
DOMD K TBX20
EMD LAMAAS TMPO
EYA4 PODLIM3 TXNRD2
FHL2 PSEN1 PKD1/2
/cA/UB ACTNZ NEXN LDB3\‘\
GLA ANKRD1 TCAP MYBPC3
rKmn IPH2 CAV3 TNNCY
MYLK2 CSRP3 vCL

MYOZ2 LAMP2
PRKAG2 MYHG

FHL1
-
MYL2 MYPN ACTC1
MYL3 MYMH7
TNNI3Z
TNNT2
TPMI
“will DES
| TTN PLN

DSG2 Dse
PKP2 LMNA /
RYR2 SCNSA

ANMXXKK CTNNA3 DSC2 TGFB3




3A1AYY HOBOWU KNNACCUDPUKALIUU KM

NPU3HAHME M3BECTHOW 3TUOTOTUN
YHUPUKAUNA POPMY/IMPOBOK

NMPEOOCTABJ/IEHUE MAKCMMYMA

NHOOPMALWWNN O BOJIBHOM

= BO3MOXHOCTb AA/TbHEM

EFO PASBUTUA



KMI1: onpEaeneHne WHF 2013

3aboneBaHuna, xapakrepusylowmecs
Hananumem mop@PonormyecKkmnx u
PYHKUMOHANbHbIX HAapPYLWEeHUN
MMUOKapAa B OTCYTCTBUE APYIOU

naTtoaormm, cnocobHou obycnosutb

noao6bHbIn deHoTUN
\ )

JACC Vol. 62, No. 22, 2013 Arbustini et al. December 3, 2013




Mopdo-reHeTnuyeckasa (reHotmn-peHoTun)
KNACCUPUKALUMNA KM (MOGES)

Morpho-functional — mopdodyHKLMOHaNbHbIE

NMPMN3HaknN U1 BHellHNe KiAnHN4YeCKkmne
NPOAB/IEHUA

Organ/system involvement — Kakve opraHbl/cucTembi
3aTPOHYTbI

GEHEtiC — Tnn HacneaoBaHMNA U A0ONA HACNeACTBEHHOIO
KOMIMOHEHTA

Etiological annotation — aTnonorms unu seHbii
reHeTU4YeCKnUn aedekT, CTaBLWMM NMPUYNHOM 3aboneBaHUA

Stage — CTaaunA cep,u,equfx'l HeEAJOCTATOYHOCTHU



MOGE(S) — knaccudnrauma Kmn

lMpodheccop
3nou3a ApbycmuHu

MHozonpogunbHas
KAUHUKQA
yHusepcumema
2. Nasus
(/lombapousa, Umanus)
2013 a.




MOGE(S) — KnaccudpuKauma KMN

MopdodyHKUMOHANbHDbIN PeHoTUN:

H — runepropdunyeckasn

D — annataumoHHanA

R - pecTpuUKTUBHAA

R-EMF - sHpomunokapguanbHbit pubpos (c yrouHeHnamm)
A — apuTmoreHHas (C yTouyHeHnaAMMU)

NC- HeKOMNAaKTHbIN MUOKapPA,

E — paHHAAa (deHoTMN B CKOBKaXx)

NS — Hecneunduuecknmn peHoTUnN

NA — dpeHOTUN HEU3BECTEH

0 — 6e3 npoaABneHUN



MOGE(S) — KnaccudpukKauma KM

BoBneueHune opraHoB U cuctem
* H-cepague

* M — mbiwubl

* N - HepBHa“a cucrtema
* C-—KoXa

* E-rna3sa

* A -—opraH cayxa

* K-—-nouyku

* Li—neyeHb

* Lu-—nerkue

* S -—cKenert

* 0-6e3 npoaAsneHUM



MOG E(S) — Knaccndpukauma KM

feHeTUYECKMIN NATTEpPH Hacnea0BaHUA
* N - HeT ceMmenHOU UcTopumn

* U - ucropua HemssecCTHa

* AD - ayTOCOMHO-AOMMWHUHTHOE

* AR - ayTocoOmHO-peuyunuccmBHoe

* XLD - X-cuenneHHoe AOMUHAHTHOE
* XLR X-cuenneHHoe peunccmBHoe

* XL - X-cuenneHHoe

* M - no MaTepUHCKON INHUMU

* 0 -He onpepenanacb

* Undet - HeonpepeneHHoe

* S - cnopaguyeckKoe



NMPUMEP POAOC/IOBHOU C AYTOCOMHO-
AOMWHAHTHbIM HACNEAOBAHUEM TKMIN

%,

141 |:2 AF, stroke
Age: 59 years
t . Genetic test: not done
( AF
Age: 90 years
1:1 1:2 1:3 I:4 II:5 Genetic test: negative
omset:30veors. VT () @ Gnsersoyrs
Death:37 years  |l|:1 gaer.s -2 I:3] Age=56 years
Genetic test: NA éenetic - Genetic test: Positive
LVT=8mm C)Negative 0 LVT=8mm
Age=36 years Age=24 years
Genetic test: 1V:1 IV:2 IV:3 IV:4 Genet.ic test:
positive negative

O

V:1



MOG E(S) — KnaccudukKauma KMMN

ITUONOTUA:

G - reHeTuuyeckaa (BAPUAHT)
OC - noarBep»KAeHHbIU HOCUTEND

ONC - noarsep:KAeHHbIN He-
HocUTenb

DN - De novo

Neg - oTpuuaTenbHbIN TECT Ha
U3BECTHYIO MYyTaLMIO

N — pedeKkr He onpeneneH
0 - Tect He BbINONHANCA
G-A-TTR - cemeHbIN amnnonpos

G-HFE - remoxpomaTtos

*HereHeTU4YeCcKne nNpuUYnHbLI

‘M - mMOoKapaurt

*\VV - BUPYCHbIN (YTOUYHUTD)

*Al - ~MMYHOONOCPEAOBaHHbIN
*A - ammnnounpos (Tunol:

*A-K, A-L, A-SAA)

°| - NHPEKLUUNOHHDbINA HEe BUPYCHbIN
*T - TOKCMYECKUM

*Eo - 303MHOPUNBLHDLIN

*O - npouume



MOGE(S) — Knaccudpukauma KM

Crapgua n PyHKUMOHaNbHbIN Knacc CH:

 Cragpgun A,B,C,D (0, 1,l1, Ill no
BacuneHKko-CtpaXKecKo)

* NYHA Knacc -1 1, 1lI, IV

* NA - He npumeHUMO
* NU - He oueHuBanachb



MOGE (S) - Knaccudukauma Kmn,
npeMmyuiecTsa:

YHUBEPCanbHOCTb
JlerkocTb MmoanduUKaumnm
INMHAMUYHOCTb
[nybnHon aetanmslaumu

EMKOCTb: BKAtoUeHue Bcex popm KMIT,
KaTeropmm 6eccMmnTOMHbIX HOCUTENEN,
PAaHHUX GOPM U NEePEKPbIBAOLLNXCA
deHoTMNoB



Ewe npemmywiecrtsa:

Syl Jsgane aldiall Qi) dlae JOlic
ol ballg ¢ awa (p.Arg403Glu 23 sk
Sl J\J.uu‘cn (d.\s.\.\\ u.wj.\.q.\\é\.‘uhu.\;
Al (o yall BN gnd ) el s A
s jall ¢ il il g [IA

* MH(obs)OoGapEa (p.Arga0361u)Sc



NPUMEPbI 3ABEPLLEHHOW ANWATHOCTUKU KM

Dilated cardiolaminopathy Dilated emerinopathy

®
MD-AVBOHGADEG-LMNA [p.Arg190Trp] S (C-11) MD-AVBOHGX-LREG-EMD [p.Leul5Phe] S(B-II)

ArbustiniE. et al. 2014



www.moges.biomeris.com

& Morpho-functional

& Organ/system involvement
& Genetic
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(0) No genetic test (V)

& Stage

Mo Op GarEpS

Copyright © 2013 Biomeris Srl, info@biomeris.com - All rights reserved



