49,7+16,2 mec.) ¢ mopdonorndeckummu IxoKI (Jenni/
Stollberger) unn MPT (Jacquie/Petersen)-kputepusamu
B COYeTaHuM C mnobbiM 0BMUraTHbIM KINMHUYECKUM
npudHakom HKMIT: HapyweHne cepgedyHoro putma
unu nposogumoctn, CH (cuctonuyeckasas wnu pua-
cTonu4yeckasl) cokpatutenbHas gucyHkumsa, TOO,
HelipombileYyHasi natonorns. Bcem nauveHTam npo-
BegeHo reHeTtudeckoe (NGS/174 rena + Sanger) u
KIMHUKO-MHCTpyMeHTanbHoe (OxoKl, MPT, XM, OKI-
12) obcneposaHue.

PesynbTratbl. [1aTbaecaT nATb nNaToreHHbIX (Mnu
BEPOATHO MaTOreHHbIX) BapuMaHTOB WAEHTUDULK-
poBaHbl Yy 40/71,4% HocuTenen (reHONO3UTUBHbIE
nauueHTbl), B ToM vncne 29/51,8% naumeHToB C 0A-
HUM BapuaHToMm U 13/23,2% — C AWreHHbIMW MyTa-
unsmu. Hambonee pacnpoCTpaHeHHbIMU BapuaH-
Tamu 6binn myTaumm B reHax TTN (n=11 truncated),
MYBPC3 (n=8) n LMNA (n=5), satem MYH7 (n=4),
ILK (n=3), HCN4 (n=2), no gBe MyTauum B reHax
LAMP2, ACTC1, RAF1, SDHA n RYR2. o ogHomn my-
Taumm obHapyxunu B reHax TAZ, HADHA, ACTNZ2,
MYH6, DSP, CRYAB, SLC25A4, FBN1, MYO6, BAGS3,
SCN5A, TBX20.

B pesynbrate rank-KoppensiLMoHHOro aHanusa
CnupmeHa BbisSIBfieHa accoumauusi reHo-Mo3UTUBHO-
CTM C HebnaronpuATHBIMU KITMHUYECKUMWN UCXOOaMMU
(neTanbHOCTb, TpaHcnnanTtauus cepgua (TC), uwm-
nnaHtaums kapguosepTtep-gedunbpunnatopa (MKBL)
—r=0,66; p<0,0001), dparmeHTaumen QRSfr (r=0,52;
p<0,001) un dubposom mwuokapga (LGE: r=0,53;

p<0,001); no3nTMBHbIE KOpPPENALUN TakxKe obHapyxe-
Hbl ¢ WnpuHon QRS (r=0,49; p<0,001), konu4yecTsoM
otBegeHun QRSfr (r=0,54; p<0,001) n XXTA (yXT/
HXT: r=0,41; p<0,001).

Mo AaHHbIM MHOroakToOpHOro pPerpecCUoHHOro
aHanu3a (Mofernb C UCKIOYEHNEM MEPEMEHHbIX MO
metogy duwepa: R=0,78; F(5,64)=10,5; p<0,0001)
NEePBUYHBLIX KOHEYHbIX TO4YeKk (CMepTb BCNeacTBue
CH wnu TC) onpepeneHbl He3aBUCUMblE Npeau-
KTopbl nporpeccupoBaHus CH: cHuxeHne OBJDK
(B=-0,58; p=0,00001) n punbpo3 no MPT (konuye-
cTBO (hnbp. cermeHToB nLGE=4: 3=-0,25; p=0,036).
B pesynbraTe perpeccuMoHHOro aHanumaa BTOPUYHbIX
KOHEYHbIX Touyek (kuaHeyrpoxatwowme XTA: yXKT/
OX, ycnewHas CJIP, paspsgbl KB[) nocTtpoeHa
nporHoctudyeckaa mogenb (R=0,75; F(3,66)=8,50;
p<0,0001) n onpegeneHbl TpU He3aBUCUMbIX Npe-
auktopa JKTA: natonoruveckun HaknoH TCP (TS:
3=-0,36; p=0,002), dparmeHTauna QRS (nQRSfr:
3=0,32; p=0,001) u dnbpo3 MmMokapaa No AaHHbLIM
MPT (LGE %: B=0,27; p=0,02).

BbiBogbl. [MpeactaBneHHble pesynbTaThbl Mcche-
[OBaHWs MOATBEPXAAKT 3HAYUTENbHYK reHeTude-
CKyto reteporeHHocte HKMIT ¢ npeobnagatowmmm
mMyTaumsamm B reHe TutuHa (TTNtr). Mpu cpaBHeHuun
reHoTunoB u dpeHotTunos HKMIT oBGHapy>xeHbl cTporne
B3aMMOCBS3M MeXAy reHeTu4eckum crtaTycom, cpar-
MeHTaumen komnnekca QRS, dubposom muokapga
(LGE) n HebnaronpusaTHbIMU KIWMHWUYECKUMM UCXO-
aamu.

BKNALO OLEHKU BUOMAPKEPOB SST2 U NT-PROBNP B BO3MOXHOCTb
NMPOrHO3UPOBAHUA CEPOEYHOW OEKOMMEHCALUN U XXU3HEYIPOXAIOLLIUX
XENYOOYKOBbLIX TAXUAPUTMUN

FACIMAPSH A.K., LLUJIEBKOB H.bB., LUAP® T.B., LLINTOB B.H., KALLUTAHOBA C.10., YUYMYEBA M.A.,
MUPOHOBA H.A., MACEHKO B.I1., CKBOPL|OB A.A.

®rbY HMUL kapduonozuu. 2. Mockea. Poccusi

BBepeHue (uenu/zapgaum). MogynaTtopbl cepaeu-
Hon cokpaTumoctu (MCC) u pecuHXpoHu3MpytloLine
ycTpovictBa-gedpubpunnatopsl  (CRTD) aensatoTtca
OBYMS BUAAMU UMMMA@HTUPYyEeMbIX YCTPONCTB, cnocob-
HbIX ynyylaTb KIWHUYECKME NPOSABMEHUS MNpu Xpo-
Hu4yeckon cepgedHon HepgoctatovHocTn (XCH). Bnu-
sSiHUEe [OaHHbIX YCTPOWCTB Ha ypoBHM OMOMapkepoB
sST2 n NT-proBNP manownsy4eHo.

Lenb. OueHWUTb M3MEHEeHUs YpPOBHEW Henporop-
MOHanbHbIX MapkepoB sST2 n NT-proBNP y 60nbHbIX
XPOHMYECKOWN cepAeyHON HeJoCTaTOYHOCTbIO BO B3a-
MMOCBA3N C pesynbTaTamMu NPUMEHEHWs MOoOymnsaTo-
pPOB CEPAEYHON COKPATUMOCTU U PECUHXPOHU3UPYIO-
LLNX YCTPOWCTB.

Martepuan n metoabl. B npocnekTuBHoe uccne-
[OBaHMe BKOYeHbl 23 naumeHTa (16 Myx./7 >xeH.,
cped.Bo3pact=59+9 neT), KOTOpbIM C LUeNbl ne-
YEHUST MeOUKOMEHTO3HO-pe3ncteHTHom XCH II-Ill

®K(no NYHA) 6binn nmnnantuposaHsl CRTD (n=11)
unun MCC (n=12). PesynbTtatbl TecTa ¢ 6-MUHYTHOW
xoabbon (T6X), OxoKI 1 ypoBHM HelnporopmMoHanb-
HbIX MapKepoB OLEHMBANUCb UCXOLHO, a TakXe 4ye-
pe3 6 1 12 mecsaueB Nocne nMmnaaHTaunm ycTponcTs.
MonoxuTenbHbIM OTBETOM Ha NPUMEHEHWe MMMNaH-
TUPOBAHHbLIX YCTPOWCTB CYMTANOCb YMEHbLUEHNE KO-
HEYHO-CUCTONNYECKOro pasmepa MeBOoro Xenyaoyka
Ha 15% v 6onee No faHHbIM NOBTOPHOW OXOKT.
Pe3ynbtatbl. [lo pesynbratam HabnwogeHus vy
6/12 (50 %) naumneHtoB ¢ MCC un 7/11 (64 %) ¢ CRTD
3apervcTpupoBaHbl MPU3HAKW MOMOXUTENbHOrO OT-
BeTa Ha neyeHue (rpynna «dddekT»), ocTanbHble
6onbHble (n=10) GbINM 0bbeanHeHbl B rpynny «bes
adpektar. UcxogHo rpynnbl «3ddekt» n «bes ag-
dekTa» He pasnuyanucb nNo pesynstaTam TecTa
Cc 6-muHyTHOM xogbbonm [400 (360—405) meTpoB w
380 (270—487) meTpoB COOTBETCTBEHHO], Mapame-
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Tpam axokapauorpadum [27,0 (26,0-31,0)% wn 27,0
(23,0-33,0)% cooTBeTCTBEHHO], YypoBHAM sST2
[19,7 (18,8-25,3) Hr/mn 1 21,6 (21,0-26,3) Hr/mMn cooT-
BeTcTBEHHO] 1 NT-proBNP [791,0 (567,0-1308,0) nr/
mn n 1157,0 (1110,0-2340,0) nr/mn COOTBETCTBEHHO].
PesynbTtathl Kaxgow rpynnbl nauneHToB («AddekTy,
«be3 acbdpekTa») Ha hoHe neyeHns, a Takxke Ux gua-
rHoctmyeckasa UeHHOCTb (No gaHHbiM ROC-aHanu3sa)
cnegytouwme: ypoBeHb sST2 B rpynne nauneHToB
«Qdpdekt» coctaBun 21 (19,3-26,3) Hr/mn, a B rpyn-
ne «bes adpdekta» — 40,4 (25,2—40,9) Hr/mn (nno-
waagb nog ROC-kpueon=0,806). YpoBeHb NT-proBNP
TakXe OoTnMyancs B pasfUYHbIX rpynnax nauuMeHToB:
B rpynne «3ddekT» 3HadyeHne coctaBuno 362 (78—
167) nr/mn, B rpynne «be3 addekta» — 895 (609—
1486) nr/mn (nnowage nog ROC-kpuBon=0,759).
®pakuma BbIbpoca neBoro emygodka B rpynne
«Adhdekt» 45 (42-48)%, B rpynne «bes adpdpekta»
— 29 (25-34). Mo pesynbratam Tecta 6-MUHYTHOWN
xoAbbbl B rpynne «3ddekt» — 500 (480-540)m, B

rpynne «be3 achdektan — 464 (340—-498) m (nnowanb
nog ROC-kpnBon=0,704). Takum obGpa3om, naumeH-
Tbl rpynn «Qddekt» n «bes acpdekra» cratncrmye-
CKM 3HaYMMO pasnuyanucb Mexgy coboin No ypoBHAM
HenporopmoHanbHbiX MapkepoB sST2 u NT-proBNP,
HO He pasnuyanuncb No pesynbraTtaM MOBTOPHOrO Te-
cTa ¢ 6-MuHYyTHOM xoAabboi. Haubonblien amarHo-
CTU4eckon 3HauymmocTblo (nnowaab nog ROC-kpuson
— 0,806) B oTHOWEHMM pa3geneHus 6oNbHLIX Mexay
rpynnamn «3ddekt» n «bes addekta» obnagano
3HayeHne sST2 Ha OHE MPUMEHEHUS MMMNaHTUpYy-
eMbIX yCcTponcTB. [laHHOe siBNeHMe XapaKTepHO Kak
ONA NauneHToB C MMMnaHTupoBaHHbiMKM CPT, Tak u
Ansa 60nbHbIX ¢ MMNIaHTupoBaHHbIMn MCC.

3akntoyeHue. [JuHaMmmyeckne U3MEHEHUs YpOBHS
sST2 wumeT HanbonblUy AMArHOCTUYECKYH LeH-
HOCTb ANS BbIABMAEHUS OOMbHbIX C MOMOXUTENbHbI-
MU U OTpuuaTenbHbIMW pesynbTaTtaMu MpUMEHEeHUs
CRTD n MCC y 6onbHbix XCH.

OOCTOBEPHOCTb 3KI-AMNNUTYA B PAHHEA OUATHOCTUKE
TMNEPTPO®UYECKON KAPOUOMUONATUU Y OETEN

roJiybuHA U.B., OJIJALUEBA H.4.

Tawkenmckul neduampuyeckulli MeQuUuuHCcKUl uHcmumym, 2. TawkeHm. Y36ekucmaH

Llenb pabotbl. OnpegeneHne cBA3N xapakTepwu-
ctuk AKM-amnnutyg ¢ popmmpoBaHmem runepTpodu-
yeckon kapamomuonatum (FKMIT).

MaTtepuan u metoabl. bbino npoBegeHo Koropt-
HOe MpOCMEKTUBHOE MUCCReaoBaHue, B KOTOpPOM 06-
cnepgosanu 80 geTen B neguaTpuyeckux OTAENeHu-
X MHTEHCUBHOW Tepanuu Tpex 60nbHUL No AaHHbIM
peHTreHorpacgum, IKI, 3xoK m no KIMHU4Yecknm
OaHHbIM — aHOMarbHble OTKIIOHEHUS B TeYeHunn 3abo-
nesaHun no kputepuam Wilkinson n PELOD. [Ons Be-
pudpmkaumm unu ncknodeHna F’KMI Bce getn Gbinm
oLeHeHbl ABYXMEepHOW axokapauorpaduen, Bkiovas
gonnnepoBckoe wuccnegosaHve. bbinv npoBedeHbl
n3mepeHns TOMLWMHbI CTeHKN. B xoae nccneposaHus
oTobpaHbl 20 geTein, y KOTOpbIX Obina Bepudmumpo-
BaHa KMI1, n 60 geTten ¢ BepnpunUMpPOBaHHbLIM OT-
cytctBnem KMI.

PesynbTratbl. /3ameHeHus amnnutyg 3K m uH-
pekca CokonoBa — JlnoHa y Bcex nauymeHToB ¢ TKMI
BblpaXKeHbl MO CcpaBHeHWUO C KoHTponem (OP=21,
KK=0,781, P =0,07-0,78). WupnHa QRS-komnnekca
He yBenuuymBaeTcs B koropte ¢ [KMI1. Koppensuwm-
OHHbIV aHanu3 B koropte ¢ NKMIT nokasan, 4to 3KI-
Npu3HaKK, KOTOpble MoKa3anu 3HaYuTerbHYyH Mono-
XUTENbHYIO KOppensauuio ¢ Hanuimem AOKYMEeHTUpO-
BaHHOWM >eNnyao4vykoBOW Taxuvkapaum Ha 24-4acoBou
OKTI, 6biny cBsi3aHbl C MATONONMYEcKoW WHBEpPCUEN
T-3ybua (OP=1,8, KK=0,656, P = 0,016), JOMUHaHTOM
S-3ybua B V4 (P =0,028) n QT-nHtepsana (P = 0,018).
MHBepcua T-aybua B npekapguarnbHbiX OTBeOEeHUAX
KoppenupoBana C CEMEWHON MCTOpuen BHe3arnHou
cmeptn (P =0,013). et ¢ TKMIT nmetoT 3HauuTenb-
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HO Gonee BbiCOKMe 3HaveHnsa amnnutygbl KM, yem B
KOHTPOSIbHOW rpynne C ygBOEHMEeM CYyMM aMnnnTyad
B QRS-komnnekcax. OnutenbHocTb QRS-komnnekca
CYLLEeCTBEHHO He oTnu4yanacb, HO QT-uHTepBan Obin
Heckonbko ANuHHee B koropte ¢ KMI. B koropte
¢ TKMIT Habntoganocb 3HaunTernbHOEe YBENUYEHUe
cnyvyaeB uHBepcum T-3ybuoB (OP=2,2, KK=0,736,
P =0,0003), penpeccun ST-cermeHta (OP=2,0, KK=0,791,
P =0,0010) u gomuHaHTHOro S-3ybua B V4 (OP=1,9,
KK=0,673, P =0,0048). OTtknoHeHne ocun QRS Bo3-
MOXHO yBenudeHo (OP=1,7, KK=0,609, P =0,05).
B T10 xe Bpems, yacTtoTa 6nokaa BeTok nydka luca,
natonornyeckne Q-3ybubl wunum OGonblime oTpuua-
TenbHble WX NONoXuTenbHble T-3yOubl He Obinn
CyLeCTBEHHO pas3nuyHbl Mexay rpynnamu. Hawvnyu-
LWMMM NOKasaTensMu C TOYKU 3PEHUs YyBCTBUTENb-
HOCTWU SABMAITCA CyMMapHbI KO3 MUUMEHT amMnnu-
Tyn QRS-komnnekca 27,7 mB (OP=2,9, KK=0,789, P
<0,0001), BbicoTa amnnuTtyg 22,2 MB B 12 oTBeaeHu-
ax (OP=3,2, KK=0,795, P <0,0001).

BbiBoabl. Bbinv obHapyXeHbl BbICOKME PUCKU
mexay opmuposaHuem TKMI n HekoTopbimMn ISKI-
nokasarenamu. Hawwn pesyneratel nokasaHun SKI-
amnnutygbl Ha OKI ¢ 12 oTBegeHMAMM MnokasbliBa-
0T, YTO 9TOT AOCTYMHbIA TECT SABNAETCS BaXHbIM
anarHoctnyeckum kputepuem KMI y geten, koTo-
pbli MOXHO OLEHUTb yXXe Ha MepBUYHOM OCMOTpE,
4YTO NO3BONMWUT HayaTb CBOEBPEMEHHbIE Meponpus-
TMa obcnenoBaHW M PaHHIOK COOTBETCTBYHOLLYIO
Tepanuio.





