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XXanoObl NpU NOCTYNJIEHUMN:

- Ha OQHOKpPAaTHbLIN 3NN304 NOTepPu CO3HaAHUA
(HenocpenoCcTBEHHO NO OKOHYaHUIO MONTIOBOIO aKTa),
CONpoOBOXAABLUMUCA MbILLEYHbIMW
«nogepruBaHUAMMNY.
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MaumeHT H., 1997r.p.

Yepes 1- 2 MUHYTBLI NaUMEHT npuLlen B cebs.
IKT, cHaTaa 6puragon CMI1 HenocpeACTBEHHO Nnocrie CUHKONaribHOro COCTOAHUSA
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CuHycoBasa tTaxukapgua YCC 125 B MuH



CemenHbIN aHaMHe3 naumeHTa H.
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CmepTb B
Bo3pacTte 49 nert

AH
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BHe3anHasa cmepTb
B BO3pacTte 29 net

(chuns. Harpyska)

BHe3anHasa cmepThb B
Bo3pacTte 29 nert

(B nokoe)
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OuddhepeHumanbHbIU ANAarHo3 HacNeACTBEHHbIX KaHanonaTum

HacneacTtBeHHble CUHOPOMBI NMpoBouupyoLne lNMono/Bo3pacTHble
XapaKTepUCTUKHU

CuHgpom YnpaxHeHUs - BospacTt Bo3HMKHOBeHUSI KT
OT 1 i (nnasative), (< S S S
TMna
aMoLuuu x;!
Katexonamut-
aanuciman KT My>x4nHbl < 15 net
CuH OpoM L BospacTt Bo3HUKHOBEHUSA XKT
YATTMHEHHOTO ] “ﬂ A n n { EEEERER
QT 2 Tuna I
g | g
JKeHLWuHbI> 15 ner
CuHpgpom I Bo3pgeT BO3HMKHOBEHUSE KT
YONUHEHHOro AA_,\A;LAA_LANL\. x.'i % 4% 0 0 0
QT 3 Tuna
C J] nxopanka (Brugada) ?
AHAPOH . My>XunHbl >18 neT

bpyraga




MauueHT H., 1997r.p.

U-BOnMnHa,
BowleALwas
B COCTaB BOJIHbI T

U-BOrnHa
ANCKpeTHas

—| QT =400 mc QT =440 mc
| YCC =61 YCC =76
QTc =472 mc QTc =512 mc

W

Pe3ynbratbhl NOBTOPHbIX IKIT nokos
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; MaumeHT H., 1997r.p.
KnuHuko-nabopartopHoe obcnegoBaHue

* [1pn PUsnkanbLHOM OCMOTPE NATONONMN He 8bIsSI8JTIEHO.
« OOWMM aHann3 KpoBun: 6e3 namosio2u4ecKUx U3MeHeHUU

* buoxmmmnyecknn aHanns KpoBU:. ece rmokalzamesiu e
rnpeodesiax HopMasibHbIX 3Ha4eHuUl (kanud — 5,1 Mmosb/n,
Maz2Huu — 1,05 mmouns/n, pro-BNP — 69,5 ne/mn)

 VlccnepoBaHmne ypoOBHSA rOPMOHOB LLIMTOBUHOW Xeres3bl:

— T4 ce0600HbIU - 16,41
— TupeomponHbIU 20pMOH - 1,45 MME/mn;



UcknoueHne cuHgpoma bpyraga: npoba ¢ npenapartom |A Knacca ll”“mlmml[’

UcxogHo

NMocne
BBeaeHUs
npenapara




UcknroyeHne CPVT: npoba ¢ anuHe(pprMHOM NO NPOTOKOSNY KNMUHUKKN Mayo
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XMIKI B 12 oTBegeHuUsX [Mpoba ¢ hnsnyeckon |
J1E fe L T = % Harpy3Kkow
l. ’ no ! /| | cMHYCOBBIN PUTM U PE3KUM ee
i - | o 1 1 1-cocpenHen YCC
z i J\_ A ’ K ol ' B ‘l 66 ya/MuH nperau"leHMeM
| - MMHUManbHoOM 38
i i N e e yalMue 3aknroyeHue: OOUHOYHas
- } - ; , ;,F":'I":n"::""a”"““ 168 paumHsis KIC, napokcusmbi
| ._I A | [ ’ ) |xac-7, XT He uHAyyupoeaHsml.
| | | mays Her. YonuHeHue uHmepeasna QTc
I N “'j o do 520 Mc e paHHeM
it | —J, _ eoccmaHosumesibHOM
| | v | Ha min YUCC J
i ~1 - ’ — i i, QT = 520mc nepuoae.
. | | ; — I’
S SR -} R S } } s *The 4-minute recovery QTc after
13 LA ." LA exercise testing can contribute to the diagnosis LQTS.
' ‘ i e A Sy WR, 2011
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MHCcTpyMeHTanbHoe obcrnenoBaHue (2): '”“WIW“II’

Ctpecc-IXOKI
B3M (B1) 50, 75, 100, 125, 150 BT - 2 MuH., | oo g o | “ H l
r ¥ L ‘

175 BT - 20 c. ; L
YCC: ucx.: 103 ya/mMuH; makc.: 171 ya/MuH; | | i = "J' e e
AL vcx. : 128 / 84 MM.pT.CT Makc. : 206 / 90 i ‘) g i
MM.pT.CT = 'L;“ﬁ;:f.' |} ‘..“1:(:,:"
KpuTepuun npekpaieHus: JOCTKEHNE e |8 4
cybmakcumanbHomn YCC e o A i 1 |
OuHamuka IXO-KI HeT ke 14 ~
AvHamuka IKI: Ha makcumyme Harpysku i R A m’b/"‘*j:“&w [ f AdA T Al
[JOCTOBEpPHOM AMHaMUKn cermeHTa ST He I B &8 |
Habnoganock. B TeveHne npobsl il e o il AdASSNA
PErMCTPYPOBANVCh PeaKNe OOMHOYHbIE {ifhs g | | ]
HaKeNyO04KOBbIE U XKEenyqo4YKOBble WIS |
SKCTPacuUCTonsbl. gl i g, e i P P Pt R B S B P
3akntoyeHue; Mpoba Ha BbISBMNEHNE CKPbITO - —
KOPOHapPHOW HE0CTaTOYHOCTU OTpULaTENbHas.

QT 360 mc
QTc 530 mc
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UHcTpyMeHTanbHoe oocnenoBaHue: IXOKI



UccnepoBaHue M3 napactepHarnbHOM NO3ULIMK

JleBoe npencepaue: [TonocTb NeBoro Xxenypgouka:

N = 3,1 cm (N=3.0-4.0 cM - MyX); KOP = 5,6 cm KCP =44 cm
(N=4.2-5.8 c™m - myX); (N=2,5-4,0 cM - MyX);



OueHKa cucronmyeckon pyHkumm JIXK

NonocTtb neBoro XKenyaouka.

« KOO JIXK =146 mn « KCOJDK=76 mn
« (N go 106 mn - xeH, oo 150 mn - Mmyx.); * (N pgo42 mn -xeH, 0o 61 Mmn - MyX);
* wuHpekc KOO JTXK = 78.1 mn/m2 « uHAaekc KCO JTXK = 40.6 mn/m2

(N oo 74 mn/mM2 - myx); (N oo 31 mn/m2 - myx);

« CokpatutenbHasa yHKUMA MUOKapAa NeBOro xenyaoyka:
®B - 46-48 % (no CumncoHy) (N 52-72% - MyX);




OueHka gnactonuyeckon pyHkumm JIXK

« TpaHcMUTpanbHbIA NOTOK:;

JleBoe npeacepamve: He yBeENUYEHO

— N E/A=1,8; E =76 cm/c;
. TM;opmaanbm e N = 3,1 cm (N=3.0-4.0 c™m - MyXx);

— Eml= 11-12 (N> 10 cm/c), obwbem JIIM = 50 mn (Ao 58 mn - myx);

— Ems= 11-12 (N > 7 cm/c)

nuaekc obvema JIM = 26.7 mn/m? (N go 34 mn/m?).
— E/[Em=7 (N<8),

OuacTtonuyeckasa doyHKuusa muokapaa JIX: He HapywleHa



mobanbHaa npoaonbHaa aecdpopmauunsa JIXK

NMauueHT H. Hopma

GLS=-14-15% (N<-20%) GLS=-22%



[TapameTpbl padboTbl MUOKapAAa:

MaunenT H. Hopma
MNokasatenb MauueHT H. HopmaTuBHbIe 3Ha4yeHuA
nHaekc rnobansHom paboTsbl Mmokapga (GWI, mmHg%) 1078 1896 ' — 22092
rnobanbHas KOHCTpyKTUBHasA pabota (GCW, mmHg%) 1394 2232" - 2430 mmHg
rmobanbHas yrpadeHHasa paborta (GWW, mmHg%) 89 74" - 907
ahpekTnBHOCTL rmobanbHon pabotel Mnokapga (GWE, %) 93 94-97",2

Mpumeyvanue: pesynbratel nccnegosaHu 1 — NORRE (2018 r), 2- STAAB (2020 1)



UHcTpymMeHTanbHoe o6crneqoBaHue nauneHTa H.: "HNUIHNH'
MPT cepaua c B/B KOHTpacTUpoOBaHUeM

2022 ESC Guidelines for the management of patients with ventricular arrhythmias and the prevention of sudden
cardiac death

PekomeHgauuu Knacc YpoBeHb

MarHnTHo-pe3oHaHcHast Tomorpadusi cepaua aormkHa 6biTb paccMOTpeHa lla
naunveHTam ¢ aunataymMoHHOMN /TMNOKUHETUYECKON HeaunaTayuMoHHOMN
KapanomMuonaTtuen ans oueHKN 3TMONorum nopaxeHmsa Mmmokapaa n pucka
Pa3BUTUSA XKeNyao4YKOBbIX apUTMUIA/BHE3ANHOW cepaeYHON CMEPTU

KOP J1XK 6,0 cm; KCP JI)XK 5,2 cm ®B 40%

KOO JIXK 185,8 mnn KOOu JIXK 99,2 mn/m2

KOP XX — 44 mm, KCP XK — 40 mm

3aknrovyeHue: Obwasi cokpamumocmb MuokKapoa JIXK Heckornibko cHu)xeHa. ®B 40%
Ommeyaemcs nosbiweHHas mpabeKyrnspHocme Muokapoa 6okoeolu cmeHku JI)K e cpedHem u
ariukanbHOM ceameHmax, He docmuaarowasi Kpumepueg duaaHo3a «HeKOMIaKmHbIU MUOKapOo».
Ouyaz06020 nopaxkeHus1i MUokap0a xes1iydo4Ykoe UWeMUu4ecKo20 U eocrnasiumesibHo20
2eHe3a He 8bIsIeJIeHO
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Proposal for a revised definition of dilated
cardiomyopathy, hypokinetic non-dilated
cardiomyopathy, and its implications for clinical
practice: a position statement of the ESC working
group on Mmiyocardial and pericardial diseases

Yigal M. Pinto', Perry M. Elliott?, Eloisa Arbustini®, Yehuda Adler?, Aris Anastasakis®,
Michael Bahm?, Denis Duboc”, Juan Gimeno?, Pascal de Groote® 1% Massimo Imazio??,
Stephane Heymans'1"?, Karin Klingel', Michel Komajda'®, Giuseppe Limongelli'®,
Ales Linhart'?, Jens Mogensen'®, James Moon?, Petronella G. Pieperi?,

Petar M. Seferovie??, Stephan Schuseler??, Jose L. Zamorano??, Alida L.P. Caforio??,

and Philippe Charron?s1%

‘ NMaumneHT H., 1997r.p.

'MNnoKuHeTU4YecKasa HegunaTauuoHHaA KapamommonaTma —
rnobarnibHas cuctonuyeckas ANCYHKUNS NEBOro Xenyagodvka nnm
bnBeHTpUKynapHasa (onpeneneHHaa kak PB < 45%), He obbACHMMaS
aHoMaribHbIM HaMoOSIHEHNEM NN KOPOHApPHOW Bones3Hblo cepaua
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AnekTpodunsnonornyeckoe nccriegqoBaHue

2022 ESC Guidelines for the management of patients with ventricular arrhythmias and the prevention of sudden
cardiac death

PekomeHaauum Knacc |YpoBeHb

[laumeHTam ¢ cMHKonamm v lla C

annaTaunoHHOWU/TMNOKMHETUYECKOU HeaunaTtayuMoHHOW
KapguomMmuonaTtuen B Tex criydadax, korga npudmHa
CUHKOMbI HE YCTAaHOBMNEHA, AOIMKHO BbITb PACCMOTPEHO
npoBegeHne anekTpodun3nonorm4eckoro nccrieqoBaHug




AnekTpoduanonormyeckoe nccrnefoBaHme "”M"IM”I"’
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Pesynbratbl 9PU

icxoOHO: pUTM CUHYCOBGIN,
UCC 87/muH, PQ 152 mc, QRS
106Mmc, QT 420 mc

Bpema nposeaeHusa no AB-
COEMNHEHMUIO :

AH 72mc (Hopma 55 -125 mc)
HV 52mc (Hopma 35 -55 mc)




Pesynbratbl OPU

1 aTan — yacraa u
nporpaMmmMmHasi CTuMynaums
BEPXHEro oTaena npasoro
npeacepavs (HRA).

T.H. Touka BeHkebaxa AB-y3na
180 ya. B muH (Hopma 110-200
yO. B MUH).

MHOoyunpoBaH napoKCcusm
aTUNMUYHOro TpeneTaHusA
npeacepavu ¢ nepexoaom B
dbmbpunnauuio npencepanmn c
YCX =150-190 ya B MUH.

CWHYCOBbII PUTM BOCCTAHOBIEH
IOUT 150 XK.

M

HRAd "':& e ]"" Tiol l
HRA p —d A | "',""-‘.""*v‘_‘ .,ﬂ-' AL | e n_“,_ —._. po sl ,._,V = ~‘_.,I,__—.“‘ '.,__.4“
' ] O | | l/' 4 //' ~
AtunuuHoe T, AnMTeNbHOCTb LMK YCXK= 150-190 ya B MUH
' 210 mc . ,
| | | | |
| ' ! !
n 420!' 3501\ 420f 760'.” 50 310 330'\ .!90?1 wo"‘ 360/| 370} 410" 36(),"
1] |
AVR : | ,
| ’ | \ ]
AVL [} | | | | l' ! | ) /
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Pe3yneratbl O0OU

2 dTan — yacTtasa 1 nporpaMmHas
CTUMYNALMA BEPXYLLKM MPaBoro
xenynodka (RVA) u BblIHOCALLETO
TpakTa npasoro xenygodka (RVOT).

AP EKTNBHBIN pedpaKkTEPHbIN
nepuog (OPl1) RVA 210 mc, RVOT
220 mc.

[TporpammHag ctumynsauma RVOT 3
aKkcTpacTtumynamm (210-210-200 mc)
— MHAYUUPOBAHO 2 HEYCTONUYUBbIX
anu3oaa nonnmopdHon XKT-
TpeneTaHus Xxenyao4vkoB 4.1 cek n
3,5 CeK.

St. 550- 210
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210-200 mc'

NonumopdHas KT, TpenetaHme Kenygoukos 4,1 cek
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3aKrnryeHue BHyTpucepaeyHoro SOU

1) Bpems npoBeaeHUsa No aTpMOBEHTPUKYNAPHOMY Y3y N B
cucteme [uca-l'ypkmHbe B HOpMeE;

2) 'HOyKUMA yCTOMYMBOIO TpeneTaHna-oundpunnaumnm
npegcepavu,

3) NHaykuma 2 HeyCTon4mBbIX NONUMOPMHbIX

XXenyao4KoBbIX Taxukapanm;
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| NMauveHt H |

OuarHocTuyeckue Kputepum cuHgpoma yanmHeHHoro QT (CYQT)

N3ameHeHusa IKI (B oTcyTCTBUM npenapatoB, BO3AeUCTBYOLWMX Ha UHTepBan QT, a Takke 3NeKTPONUTHbIX
HapyLeHUH)

A. AnutenbHocTb MHTepBana QTc (no doopmyne Bazett)

2480 mc 3 banna
460-470 mc 2 banna
450 MC (Y MY>XX4nH) 1 6ann

B. 3apeructpupoBaHHag xenyoodkosasa Taxukapauns no tuny Torsade de pointes 2 banna

C. AnbtepHaumn T BOMHbI 1 6ann

D. PacwenneHHbin T 3ybeL, B Tpex OTBEAEHUSIX 1 6ann

E. Hu3kaa yacrtorta cepaeqyHoro putma, He COOTBETCTBYHOLLLAA BO3paCTy 0,5 6annos

KnnHnyeckana kapTuHa

A. CnHKonbl
Ha poHe cTpecca 2 banna
be3 cTpecca 1 6ann

B. BpoxgeHHagq riyxoTa 0,5 6annos

CeMenHbIN aHaMHe3

A. YneHbl cembu ¢ yctaHosreHHbIM CYQT (bornee 4 6annos) 1 6ann

B. HeobObsicHMMas BHe3anHas cepgeyHas cMepTb cpeaun YneHoB cembun (Monoxe 30 ner) 0,5 6annos

Hannume natoreHHbIX reHeTUYECKUX MyTauum 3,5 bannos

Schwartz PJ, 2011, o esc 2022



2022 ESC Guidelines for the management of patients with ventricular arrhythmias and |
the prevention of sudden cardiac death

2022 20 usines ot e mavsgonen st satent i vntine e cra (D

= 3 bannos: onpeaeneHHbIn CMHAPOM yarnnmHeHHoro QT

| MauumeHT H., 1997T.p.

5,5 banna: onpeneneHHbli CUHAPOM yANUHEHHOro QT

KnuHunyeckun anarHos

[ MMOKMHETUYEeCcKaa HeamnaTtaymMoHHasa KapanommonaTus
(cemeunHasn). CMHOpOM yanmHeHHoro nHtepsana QT.
CuHKonanbHoe cocTtosiHue ot 25.09.2021r.

(HapyLweHue puTMa cepaua: TpenetaHue-bunbpunnauus
npegcepann, Heyctondmeaa nonmMopdHas
XenygoukoBas Taxukapaus, uHoyuupoeaHHasi IPH)



[eHeTn4Yeckoe TecTUpOBaHMe '“MIIIHNH’

* VcknovyeHne reHeTNYECKnX MYTGLI,VIVI B reHax, aCCounmnpoBaHHbIX C
HacnegcrBeHHbIMU 3N1EKTPUYECKUMU bone3Hsmu cepaua

* | PekomeHaauuu Knacc | YpoBeHb

[eHeTn4YecKkoe TeCcTMpOBaHUA (BKIoYaloLlee, No KpanHee lla C

mepe reHsl LMNA, PLN, RBM20 n FLNC) gomxHo 6bITb

PAacCMOTPEHO AN cTpaTUduUKaumm pucka y naLmeHToB C

e O4YeBUAOHO cropagunyeckon gmnartauMoHHOU
/TMNOKMHETNYECKOW HEQMNATALMOHHON KapanomMuonaTmen,
BO3HMKLLUEN B MOSIO4OM BO3pacTe

°* UNKN C NpU3HaKamMmu, Nnoao3puUTesibHbIMU Ha
HacneAcTBEeHHYHO 3TUONOrMI0 3aboneBaHUAMU

2022 ESC Guidelines for the management of patients with ventricular arrhythmias and the
prevention of sudden cardiac death
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Pe3yanaT ncecnenoBaHusA.
feHeTU4YecKue BAPUNaAHTbI, KOTOPbI€ MOTYT ObITb CBAA3aHbI C CbeHOTMnOM nauueHTa

AARS2, ABCC6, ABCC9, ACAD9, ACADVL, ACTA1, ACTA2, ACTC1, ACTN2, AGK, AGL, AGPAT2, AKAP9, ALMS1, ALPK3, ANK2, ANO5, APOA1, ATPAF2, BAG3, BRAF, CACNALC,

CACNB?2, cALM1, CALM2, CALM3, CALR3, CAPN3, CASQ2, CASZ1, CAV3, CBL, CDH2, CHRM2, COX15, CPT2, CRYAB, CSRP3, CTNNA3, DBH, DES, DMD, DNAJC19, DOLK,
CPM3, DSC2, DSG2, DSP, DTNA, DYSF, EEF1A2, ELAC2, EMD, ENPP1, EPG5, ETFA, ETFB, ETFDH, FAH, FBXL4, FBXO32, FHL1, FHOD3, FKRP, FKTN, FLNC, FOXD4, FOXRED1,
FXN, GAA, GATA4, GATAS5, GATA6, GATAD1, GATC, GBE1, GFM1, GLA, GLB1, GMPPB, GSK3B, GTPBP3, GUSB, HADHA, HAND1, HAND2, HCN4, HFE, HRAS, IDUA, ILK, CRPPA,
ISPD, JPH2, JuP, KCNAS5, KCNE1, KCNEZ2, KCNH2, KCNJ2, KCNJ5, KCNQ1, KLHL24, KRAS, LAMA2, LAMP2, LARGE1, LDB3, LEMD2, LMNA, LMOD2, LRRC10,
LZTR1, MAP2K1, MAP2K2, MAP3K8, MIPEP, MLYCD, MRPL3, MRPL44, MRPS22, MTO1, MYBPC3, MYBPHL, MYH6, MYH7, MYL2, MYL3, MYL4, MYO18B, MYOT, MYPN, MYRF,
NDUFAF2, NEXN, NF1, NKX2-5, NONO, NOS1AP, NRAP, NRAS, NUP155, PARS2, PCCA, PCCB PKP2, PLEC, PLEKHM2, PLN, PLPLA2, POMT1, PPA2, PPCS, PPP1CB, PRDM16,
PRKAG2, OTON11, QRSL1, RAF1, RASA2, RBCK1, RBM20, RIT1, RMND1, RRAS, RYR2, SALL4, SCN10A, SCN1B, SCN3B, SCN5A, SCNN1B, SCNN1G, sco1,
SCO02, SDHA, SELENON, SGCA, SGCB, SGCD, SGCG, SHOC?2, SLC22A5, SLC25A20, SLC25A3, SLC25A4, SMCHD1, SOS1, SOS2, SPEG, SPRED1, STAG2, TAB2, TAZ, TBX20, TBX5,
TCAP, TECRL, TGFB3, TMEM43, TMEM70, TNNC1, TNNI3, TNNI13K;FPGT-TNNI3K, TNNT2, TOR1, AIP1, TPM1, TRDN, TRIM32, TRPM4, TSFM, TTN;TTN-AS1, TTR, VARS2, VCL, VCP

naToreHHbIX MyTauMﬁ, aCCOLI,I/IVIpOBaHHbIX C nepBMHHbIMM KaHaiaonatTmamum
He BbISABNEeHOo !

[osoxenue Tero- o
['en (GRCh37/ ‘ OK30H Bapuant Oddexr Yacrora' a -
ho19) THII aTOT€HHOCTH
chr10:11257206 NM 001134363: : [laToreHHbBIH
BM20 ) G/A 9 ¢ 1907G>A p.Arg636His - V) __—
e —— e ———S

PIrBHY «PocCMMCKMM Hay4YHbIW LUEHTP Xupyprum um. b.B. MNetposckoro» M3 PO
Mpod. 3aknasbmunHckana E.B.
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MUmnnantauua UK '

2022 ESC Guidelines for the management of patients with ventricular arrnythmias and the prevention
of sudden cardiac death

PekomeHpauum Knacc | YpoBeHb

MmnnaHtaumsa WKL gormkHa ObITb pacCMOTPEHa naumeHTam ¢ lla |C

annataunoHHON UM TMNOKNHETUYECKOW HeaunaTaLMOHHON

kapanomuonatnen npu @B JTXK < 50% u 2 donee hakTtopamum

pUCKa, cpeaun KOTOopbIX:

* Hanunyve CUHKonasnbHbIX COCTOSHUMN;

* Hanu4yme ovaroB No3gHero HakonneHua ragonuHmna npm MPT
cepila

* MHOYKUNA YCTOUYUBLIX MOHOMOPMOHbIX XXenya04KOoBbIX
Taxukapgumu npu anNekTpopn3nonormyeckom nccrneaosaHum

* Hanu4yme nNaTtoreHHbIxX mytaumum B reHax LMNA, PLN, RBM20 un

FLNC
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NogkoXHble nMmnnaHTupyemble pedudopunnaropbl (S-ICD)

‘””.-,lllll‘ v
Serentil

EMBLEM MRI

S.1CD e A218

= = ‘j P

8.31x6.91x1.27cm

. Pa3pe3 pgenaetcsa no uHppamammapHoun
Tpwn BekTOpa BoCcnpuaTUS curHanoB ganeHero nons (far-field): cknagke. Joxe popMUPYETCA TyMbIM

 [lepBUYHbIA — OT MPOKCMMAIIbHOIO MNOMtca K Kopnycy annaparta pacceueHMeM TKaHU MeXAy MbiLaMy
* BTOpWYHbLIN — OT gMUCTanbHOrO Nnositoca K NpoKCMManbHOMY MOnCcy Serratus anterior wu Latissimus dorsi
* AnbTepHaTUBHbIN — OT AUCTanbHOMo NOsitoCa K NPOKCUMAaribHOMY MOSIIOCY  (MblWeYHble BOSIOKHA He pa3pe3aroTcs).

» TepaneBTu4yeckum 6udasHbin wok 80 [x (5 wokoB Ha anu3on)
> TocTwokoBas ctTumynsauma : ¢ 4actoronm 50 umn' nocne HaHeceHns paspsapa (30 cek.)
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OnTumManbHoOe pacnonoXxeHue CUCTEeMbI
l MaumeHT H., 1997r.p.
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3aKknuuTenbHbIN AnarHos:

[ MNOKNHeTM4YecKas HegmnaTaunoHHas KapanomMmuonaTus
obycnoerneHHas myTtauunen B reHe Rbm20. CuHapom
yanmHeHHoro nHtepsana QT. CuHkonanbHOe COCTOAHMNE OT
25.09.2021r.

MMnnaHTaumsa NogKoXXHOro kapavosepTepa-aedunbpunnsatopa
«EMBLEM MRI S-ICD» o1 06.12.2021r.
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PekomeHpauum:
1. [lpoBepka napaMeTpoB UMMNNAHTUPOBAHHOMO MOAKOXHOIO
KL 1 pa3 B 6 mecsLEeB
2. [lpnem mMegnkameHTO3HbIX NMpenapaToB:
- MeTtonponon 50 mr/cyT nog koHTponem HCC
- NMepuHoonpwun 4 mr/cyTt noa koHTponem ALl
3. [[eHeTn4eckoe obcrnegoBaHne Ha HanM4YmMe naToreHHou
MyTaumm Rbm20 asoropogHoro bpara B | Halwero nauveHTa
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OnHamu4yeckoe HabnwageHue 3a naumeHToMm H. B TeueHne 1 roaa

e .
[

UHTeppornpoBaHue napameTpoB padboTbl UMMITAHTUPOBAHHOIO
nonkoxHoro KB/1:
- aPUTMUYECKNX CODBLITUN HE 3apPEerMcTpupoBaHO

IXOKI™:

- KOP = 5,6 cm, KCP =44 cwm;

- KOO JIK =135 mn KCO JIK = 73mn;

- unHaekc KOO JIK = 76.5 mn/m2; MHpekc KCO JIXK = 39.6 mn/m2;

- OB - 48% (no CMMncoHy)

3aKrno4yeHue: pasmepbl Kamep cepaua, rmodanbHas COKPaTUMOCTb
0e3 cywecTBEHHON ANHAMUKN
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BTopou aBoopoaHbIN 6paT nauyueHTa H, 1990 r.p, ‘
B poaHon 6paT ymepLuero BHe3anHo 2

o e v e - 9XOKTI 27.06.2022
= l,‘--,,‘ ._-‘x_ -_‘,.-' =
l ' i MonocTb neBoro XKenyaouyka. He pacClunpeHa
fr ".' : —/ KOP = 5,0 cm
AN A A KCP = 3,3 c™
e s KOO /MK = 110 mn

KCO JIXK =49 mn
CokpaTtutensHas (PyHKUUS MUoKapaa fEBOro Xenyao4ka:

U - BonHa yAoBrneTBopUTeribHas
QTc=520Mc | B .55.56 9%

J .’ eHeTn4yeckoe uccrnegoBaHue

| = Pesyanrarst necaenoBanus

{ .. ‘ ['eH ((,III{OCIIE;’;%E!:T() LAHO: DK30H Bapuanr Ipexr Yacrora lla'l'()l‘i'llf:fgcl'l'l"
S it Su [laToreHARII~

NM (01134563: e
A - . ] @) - — Aty Aro6 : -
#@u chrl0:112572062 [ G/A | 9 007G | P-Arg636His o
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- [BoopoaHbLIN OpaT naumeHTa H, 1989 rp, u"l””""

yMepLnn BHe3anHo B Bo3pacTe 29 net
AXOKI 03.08.2008 r (TaraHpor) 18 net
KOP 6,8 cm, KCP 5,3 cm ®B 43%

28.01.2013r (l'epmanus), 23 roaa
AXOKT : KOP 7,4 cm, KCP 6,3 cm KOO 242 mc, KCO 157 mn, ®B 33%

MPT ceppua c B/B KOHTpacTUpOBaHUEM: KapTuUHa AunaTtaumoHHON KapanomMmuonaTum
6e3 Nnpmn3HaKoB HaKoOMMIEHUA KOHTPACTHOro npenapara
JHAoOMUOKapauanbHaa bnoncus:

[ ncTonornyeckaa KapTuHa gunnaTtaunoHHOW KapanomumonaTtum

IAXOKI 03.08.2016r (FrepmaHus) 26 net
KOP 6,8 cm, KCP 5,9 cm @B 35%

IAXOKI 26.12.2018r (r. TaraHpor) 28 net
KOP 6,6 cm, KCP 5,1 cm KOO 223 mn, KCO 124mn ®B 44%
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Crtagum Pa3BUTUA aAnnaTauymoHHOW KapgunomMmumonatuun
(Hocumerib Myxauuu)

lNMpeknuHn4yeckana unun paHHAaa asa

Knnuunyeckasn cda3sa

H AputMmunyeckum | M'MnoknHeTnyeckasn AunaTtaunoHHas
er UsonupoBaHHas BapuaHT I HegunaTaLMOHHas KapauoMuonaTus

KapAvanbHbIX Avnartauus KapavomuonaTum KapavomuonaTus (Ounamauust
nposieneHnun Kenyaouyka (apummusi unu | (runokuHe3usi/ /18020 Xefydouka

(Hunamayusi/6e3 HapyweHue omcymcmeue + 2UMOKUHEe3Usl)
HEeT NaToJiormn 8UI'IOKUH63UU) n OGOO I 0
J1eBOI0 XXenyaodkKa, p UMoch) UﬂamauUU)
apuTMumn I

lpozpeccupyrowee nposiesieHUe gheHomuna

Pinto YM 2016




HepoctatoyHoctb MK 3 cT
3 CcMHKoNarnbHbIX
COCTOSIHUSA

(2 — npenonoXuTensHO
BasoBararbHble,
1 — BO Bpems xoabbbl)

CeMeiiHbIil aHamMHe3 nauuneHTa H. "HN"IHN“’

?

CwmepTb B BO3pacTe
49 net
(kapa. cTaumoHap)

AH

BHe3anHasa cmepTb
=) | 5 so3pacte 29 et

(chuns. Harpyska)

s apummus,

* Ounamauusi kamep cepoua

An |mp|-

AKMI. XCH 11l ®K no NYHA ®B JTXK 20-25%,

dunbpunnsauna npegcepanin, n3onaums
KL (nepBuyHasn npodunaktmka BCC)

YIIB,

‘ Bo3pacTe 29 net )

BHe3anHasa cmeptb B | °

(B nokoe)

apummus,
ounamauusi
Kamep
cepoua




RNA binding motif (RBM20)

Anno

TapretHas RBM20
PHK

W - g

C“"" l._,/

Bernkun, cnnancuHr TpackpunToB
KoTopbiX perynupyetr RBM20

M




[eHbl, KoaupytoLLme Bernku, y4acTeyoLME B
ocyLlecTBneHnn yHKLUMKU capKkomepa:

TTN (TUTUH), ENAH, FHODS3, LDB3, LMO7,
OBSSCN, MYH7 (Tsixxenas uenb MMO3UHA),
TNNT2 (TponoHuH T), MLIP, MYOMI

[eHbl, Kogupytowmne Genkn
KanbuuneBbIX KAaHaNoB:

cAcNALC, RYRZ2, TRDN

[eHbl, Kogupytowwmne bernkm
TPAHCKPUNLUUOHHBbIX
¢dakTopoB: MECP2,

LRRFIPI, NF1A, SPEN

[eHbl, kKogupyowmne 6enku
CepPUH-TPEOHUHOBbIX
kuHa3: KALRN, CAMK2G,
CAMK2D (kanbuum-
KanbMoaynuH 3aBUCUMbIE

KMHasbl — nepegada curHana)

[eHbl, KogupyroLwmne 6enkn
KanueBbIX KQHANoOB:
KCNIP2

[eHbl, kogupyroLme 6enku
HaTpMeBbIX KaHamnoB.:
SLC38A10

[eHbl, kKogupytowmne 6enku
aare3uBHbIX KOHTAKTOB:
DST

[eHbl, kKogupytowmne 6enku
y4yacTBYHOLLVE B
HEeWnpoHanbHOM pPas3BUTUN U

perynauun: DABI, SEMAGD
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RNA binding motif 20 gene

Human RBM20 R

-
o

OR of containing
CM variant
D

W e \./A" \f\_./\/\/\’J\/\fj\\/—’"/\J\/-‘ IR FNTNAL
AA 1 \;.xom _ 2 J slla ' 5| 6 l 7 ‘ 8_ 9 | !11 ]12" 13 . 14\j AA 1227

Domain/ P-rich L-rich ZnF1° RRM : " E-rich ; ZnF2
region:  (13-59) (56-151) (394-440) (517-598) (613 673) g (839-945) | (1133-1139)
| | | : | ; |
Variants: L83l S455L V5351 P633L R703S L8311 D888N  G1031X R1182H
R634Q R716Q E913K P1081R E1206K
R634W R783G V914A
n H zhend « [Owunatauusa XenyaoykoB
® C
AUNEeHT ") * « Oubpunnauua npepcepanmn
1997 r p 536 - CepheyHasi He4OCTaTOYHOCTb
T S637G - BHe3anHas cepaeyHass cMepTb
P638L PA P

Koelemen J., 2021 modified from Parikh 2019
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3aKn4vnTeribHbIN OUarHo3s:
[ MNOKMHETUYECKada HegunaTauMoHHasa KapgmommonaTums,
obycrioBneHHada mytauuen B reHe Rom20. CuHapom
yanunHeHHoro nHtepsana QT. CnHkonanbHOE COCTOSAHME OT

25.09.2021r. UmnnaHTaumMa nogKkoXXKHOro KapanoBepTepa-
nedunopunnatopa «kEMBLEM MRI S-ICD» ot 06.12.2021r.



B
Bonpocbl Ansa oocyxaeHus [

« KakoB MexaHu3M yannHeHna nHtepeana QT 1 nogaBneHus
U-BONHbI Y HOCUTENEW 3TOU peaKkon reHeTUYECKOU
naTonornm Npu oTCyTCTBUMN NPU3HAKOB reHETUYECKU
OETEPMUHNPOBAHHOW KaHanonaTtuu

 KakoBa gomkHa ObITb TakTUKa BeOeHUS B OTHOLLEHUW
OCTaBLUErocs B XXUBbIX — ABOOpoaHoro bpata B,
obnapgatoulero natoreHHou myTtaunen B reHe Rom207?
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