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CoueTaHne apuTMOreHHOM JUCIJIA3MHU NPABOro
JKeJIyI0YKa M HEKOMIIAKTHOr0 MHOKap/a
JIeBOI0 XKeJIyI04Ka Kak ocodas popma
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Obocnosanue. B aumepamype onucamvl AUwlb eOUHUUHbIE CAYHAU COYEMAHUs APUMMO2eHHOU Oducnaasuu npasoeo xceayoouka (I12K)
U HeKOMRAKMmMHO020 Muokapoa negozo wceayoouka (J/IK). ILleav uccaedosanus — u3zyvyumos eenHemuueckyio npupody, duaeHocmuueckue
NPUBHAKU U KAUHUYECKOe meuenue couemanus apummozennoil oucnaazuu 12K u nekomnaxmmnoeo muoxkapoa JI2K. Memodwt. 58 nayuenmog
¢ duaznozom «apummoeennasn oucnaaszus [12K» (26 myxcuun; cpednuii éospacm — 39,1 = 14,2 200a; cpednuii cpok Habawdenus — 21,5 [6;
60] mec) u 125 nayuenmoe ¢ ouaenozom «Hekomnakmuotii muoxkapd JI2K» (74 myxcuunot; cpeonuit 6ozpacm — 46,4 £ 15,1 2o0a; cpednuii
cpok Habadenus — 14 [3; 40] mec). Bcem nayuenmam evinoanenvt KT, sxokapouoepagpus, cymounoe monumopupoganue IKI no Xoamepy.
MPT cepoya evinoanena 53 (91,4%) nayuenmam ¢ apummozennoii oucnaasueii 11K u 60 (48%) ¢ nekomnaxkmuoim muokapoom JI2K, MCKT
cepoya — 18 (31%) nayuenmam ¢ apummoeennoi ducnaazuei 112K u 89 (71,2%) ¢ nekomnaxmuoim muoxkapdom JIXK. Bcem nayuenmam
¢ couemanuem apummoeennoi ducnaazuu I12K u nekomnakmuoeo muokapda JI2K npogeden nouck mymayuii ¢ npumeHeHuem nauensei 2eHog
apummoezenroi oucnaazuu [12K (PKP2, DSG2, DSP, DSC2, JUP, TMEM43, TGFB3, PLN, LMNA, DES, CTTNA3, EMD, SCN5A, LDB3,
CRYAB, FLNC) u nexomnaxmuoeo muoxkapoa JIXX (MYH7, MYBPC3, TAZ, TPMI1, LDB3, MYL2, MYL3, ACTCI, TNNT2, TNNI3).
Pesyavmamut. Couemanue apummoezennoil ducnaaszuu I1I2K u nexomnaxmuozo muoxapoa JIK evisieaeno y 9 6oavuwix, umo cocmaeuno 15,5%
nayueHmos ¢ kozopme apummozennoi oucnaasuu I1K u 7,2% nayuenmog 6 kocopme ¢ Hekomnaxmuoim muokapoom JI2K. Dmux nayuenmos
OmAUHaOm om 60AbHBIX C U30AUPOBAHHOU apummoeer ol ducnaasueil [1K uau uzoauposantnvim Hekomnaxmuoim muokapdom JIK aepeccuenuie
JHceny0ouKogvle HApyuleHUs pumma (vacmas dHceayoouKo8ds dKCMPACUCMONUS, YCMOUUUBAs HCeAYOOUK08As MAXUKapous ¢ 00Cmo8epHo
Xyowum s¢phexmom anmuapummuyeckol mepanuu, adeKkeamuvie cpadamol@anus UMNAGHMUPOBAHHO20 Kapduogepmepa-0edubpuriamopa
ommeueHbvl y 6cex 60AbHbBIX ¢ UMHAAGHMUPOBAHHBIM Kapouosepmepom-deduopuiiasmopom). Om nayuenmos ¢ u30Aupo8aHHbIM HEKOMNAKMHbIM
muokapdom JIK 6oavHbix co cmewanHol kapouomuonamuei omauyaiu maxyce yeeauuenue 12K no dannvim sxoxapouoepaguu, cHudxicenue
soabmaxca QRS na 9KI, naruvue AB-610kadsl, omcymemeue npuznaxoe eunepmpoguu JIK na IKI. Juaramayus JI2K co chuxncenuem e2o
@pakyuu vlbpoca omauuansa NAYUeHmMo8 co CMeuwanHol Kapouomuonamueil om 00AbHLIX C U30AUPOBAHHOU APUMMOEHHOU ducnaasueil
11K, I[Tomenyuanvuo namoeenusie eapuarnmot (IV—V kaaccoe namoeennocmu) u eapuarnmosl HesCHO20 KAuHuueckoeo 3Hauenus (III kaacc
namoeeHHocmu) 0OHAPYIHCeHbl KAK 8 0eCMOCOMHbIX, MAK U 8 HedeCMOCOMHbIX 2eHax y 78% nayuenmos, ¢ mom yucae y 3 (33%) — 6 eene DSP.
3axarouenue. Couemanue apummoeennot oucnaasuu I12K u nexkomnakmunoeo muokapda JIK ecmpeuaemcs yauje, uem npuHamo cuumams,
Modcem Obimb 00YCA08ACHO MYMAUUAMU KAK 8 0eCMOCOMHbIX, MAK U 8 He0eCMOCOMHbIX eeHax u 00aadaem XapaKmepHuiMu 0COOeHHOCMAMU,
makumu KaK aepeccusHvie, pe3ucmeHmHuble K mepanuu Jdceayo0ouKosvie HapyuleHus pumma, npugoosuue Kk a0eKkgamuslm cpabamol@aHusam
UMAAGHMUPOBAHHO20 Kapduogepmepa-0eduopusiamopa, u 6biCOKUL pUCK 6He3aNHOL cepOeuHOl cMepmu.

Karouesvie caosa: apummoeennas 0ucnaazus/KapouomMuonamus npasoeo Heeayoouka, HeKOMRAKMHbLL MUOKAPO, Jceny00uK08as maxukapous, Muo-
Kapoum, XpoHuueckas cepoevHas HedoCmamoyHoCmy
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O6ocHoBaHHE nuromuonaruil. Enie Gosee CIOXHBIA U MPAKTUYECKU HE U3Y-

YEHHBIII BOMPOC — COYETAHWE PA3IUYHBIX KAPAUOMUOMATUIA

B coBpemeHHOIi KapAuOI0ruy 0OJIbILIOE BHUMAHUE YIEIsIeT- Y OHOTO MauueHTa. B 1aHHOI cTaTbe MOUIET peub O COYETAHUU

Cs CJIOXKHOM U KJIMHUYECKU 3HAYMMOM MPoOJieMe TUAaTHOCTUKU apUTMOTEeHHOM MUICTIIa3uun TIpaBoro xemynouka (Al IT2XK) u ve-
U JIeYEHUsI IEPBUYHBIX TEHETUUECKU IETePMUHUPOBAHHBIX Kap- KOMITIaKTHOTO MUOKapaa jeBoro xenynouka (HKM JIXK).
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AJl TI2K — HacnencTBeHHOE 3a00JieBaHME MUOKap/a € Tipe-
WMYIIECTBEHHBIM TIOpaxkeHHeM mpaBoro xemymouka (I12K),
XapaKTepU3YIOIIeecsT XKeTyTOYKOBEIMI HAPYIIEHUSIMY PUTMa
W BBICOKMM PHCKOM BHe3amHoil cepmeuHoit cmeptu (BCC)
[1]. Jannas kapmuomuonaTvis 6pi1a ormcaHa B 1977 1. u u3-
HaYaJIbHO CUMTANIACh PENKUM 3a00JieBaHNEM, OTHAKO IO Mepe
W3YYeHUST KIMHWUYECKUX TIPOSIBJICHNI M pa3pabOTKU TUATHO-
crnueckux kputepueB Al [TK cBenenust o ee pacripocTpaHeH-
HOCTM M3MEHWINCH: TI0 TAaHHBIM Pa3JUYHBIX HCCIIENOBAHUM,
yactota Al 12K Bapsupyer ot 1:1000 mo 1:5000 [2, 3].

HKM JIXK xapaktepusyeTrcsi UHTEHCUBHO Pa3BUTHIMU
KETyTOYKOBBIMU TpabeKyJlaMu B COYETAHUU C TIYOOKUMU
MeXTpaOeKyISIpHBIMU JIAKYHAMU, BBICTJIAHHBIMUA SHIOKAp-
JIOM, HE CBSI3aHHBIMU C KOPOHAPHBIM KPOBOTOKOM W TIpem-
pacmonaralonmmM K obpazoBaHuio TpoM6OoB. [lepBoe omm-
canune cuHapomMa HKM JIK y B3pocibix, onmyO0JrMKoBaHHOE
B 1990 1. [4], kak cuuTaercs, mpuHamiexuT T.K. Chin et al.,
OJTHAKO B CAMOCTOSITETbHBIN BUIl KAPAVMOMUOTIATUN CUHIPOM
HKM JIZK 6pu1 BeimeneH Toiabko B 2008 1. [5]. CBeneHust
o pacrnipoctpaHeHHocTu HKM JIK B momynsiuuy mpoTruBo-
peunBbl. Cpeny 3MOPOBBIX B3POCIBIX €T0 YacTOTa BapbUpyeT
ot 0,014 10 1,3% [6]. JoctoBepHast yactora HKM JIXK cpenu
JeTeil HEeM3BECTHA, OIHAKO Ha HEro MPUXOAMTCS 10 9% Bcex
KapAMOMUOIIaTUi, TMAaTHOCTUPYEMBIX y neTei [7].

B nmurepaType BCTpeuyaeTcsl JIAIIb HECKOJBKO OIUCA-
HUIA OTHENbHBIX KIMHUYECKUX ciydaeB codetanus:t ALl T12K
u HKM JIK. Tlouck amarHocTUYeCKMX MPU3HAKOB, MO3BO-
JITIOIINX 3aTTOO3PUTh COYETaHWe ITHX KapIUuOMUOTATHUH,
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U3y4eHUE TEHETUYECKON TMPUPOIbI, KIMHUYECKOTO TEUEHMUSI
couetanus AJl I12K 1 HKM JI2K u nedeHus SIBISIIOTCS WHTE-
pecHOIt U MePCIeKTUBHON MTPOOIeMOI.

Lenp nccaenoBanusi — U3y4uTb TEHETUYECKYIO TIPUPOLY,
NMArHOCTUYECKKE TIPU3HAKU U KIIMHUYECKOe TeUeHue cove-
tanusg Al TT2K u HKM JI2K.

MeTonasl

Jusaiin uccaedosanus

UccnenoBanue sBisieTcs 00CcepBAIlMOHHBIM, ONHOLIEH-
TPOBBIM, CIUIOIIHBIM, YACTUYHO PETPOCIIEKTUBHBIM, YaCTUI-
HO TIpoCTieKTUBHBIM. [laleHTHI, KOTOpbhle HAOIIONaIuCh
B Hamell kamHuke ¢ Mapta 2015 1. ¢ mmarHozom AJl T12K
wim HKM panee, a Takke HaOupajiuch HOBbIE MALIMEHTHI,
kotopbiM auarHo3 Al T12K wnu HKM 6bu1 ycTaHOBiIEH
BrepBble. I Te u npyrue OONbHBIE BKIIIOYAIUCH B HCCIIE-
IOBaHWE W OOCIIEIOBATUCH B 00BEME, ONMMCAHHOM HUXKeE.
Ilo pesynbpraTam KIMHUYECKOTO OOCIIETOBAHMS BBISIBISUINCH
namueHTsI ¢ couetanmem Al 12K 1 HKM JIXK. Ilocne Bkio-
YeHUS B UCCIIeOBaHNE TTAIIMEHTHI TIPOIOIIKAINA HAOTIONATHCS
B KJIMHUKE (€XeTOMHbIe TTOBTOPHBIE BU3UTHI C BHITIOTHEHUEM
cyrouHoro monutopupoBaHust DKI o Xontepy, KoHTpoIeM
CHCTEMBI MMIUIAHTHPYEMOTO KapAauoBepTepa-neduopuiisa-
topa (MKJl) mpu ee HamWInuM, TUTPOB AHTUKAPIWATBHBIX
antuten). [t u3ydeHus o0COOEHHOCTe AMaTHOCTUKU, KITU-
HUYECKOTO TEYeHUWSI M JIEYeHUS CMEIIaHHOW KapaIuOMHUO-
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Combination of Arrhythmogenic Right Ventricular Dysplasia
with Left Ventricular Non-Compaction as a Special Form
of Cardiomyopathy: Clinic, Diagnostics, Genetic, Natural Course

Background. A few cases of combination of arrhythmogenic right ventricular dysplasia/cardiomyopathy (ARVC) with left ventricular noncompac-
tion (LVNC) have been described. Aims — to study the genetics, diagnostical features and clinical course of the combination of ARVC with LVNC.
Methods. 58 patients with ARVC diagnosis (26 men; mean age 39.1 % 14.2 years; mean follow-up period — 21.5 [6; 60] months) and 125 patients with
LVNC (74 men; mean age 46.4 + 15.1 years; mean follow-up period — 14 [3; 40] months). All patients underwent electrocardiogram (ECG), echocar-
diography, 24-h ECG monitoring. Heart MRI was performed in 53 (91.4%) patients with ARVC and 60 (48%) with LVNC, heart CT — in 18 (31%)
patients with ARVC and 89 (71.2%) with LVNC. For all patients with combination of ARVC and LVNC DNA-diagnostic was performed using both
ARVC (PKP2, DSG2, DSP, DSC2, JUP, TMEM43, TGFB3, PLN, LMNA, DES, CTTNA3, EMD, SCN5A, LDB3, CRYAB, FLNC) and LVNC
(MYH7, MYBPC3, TAZ, TPM1, LDB3, MYL2, MYL3, ACTC1, TNNT2, TNI3) gene panels. Results. Combination of ARVC and LVNC was
Jfound in 9 patients (15.5% of patients form ARVC cohort and 7.2% from LVINC cohort). These patients were distinguished from patients with isolated
ARVC or LVNC by aggressive ventricular arrhythmias (frequent premature ventricular beats, sustained ventricular tachycardia, significantly worse
antiarrhythmic therapy effect, appropriate shocks of implanted cardioverter-defibrillators (ICD) in all patients with ICD). Patients with combination
of ARVC + LVNC were also distinguished from patients with isolated LVNC by the dilatation of RV, low QRS voltage on ECG, presence of AV block,
absence of signs of LV hypertrophy on ECG. LV dilatation with reduction of its ejection fraction distinguished patients with mixed cardiomyopathy from
patients with isolated ARVC. Potentially pathogenic variants (IV—V classes of pathogenicity) and variants of unclear clinical significance (111 class of
pathogenicity) were found in both desmosomal and non-desmosomal genes in 78% of patients, including 3 (33%) — in DSP gene. Conclusions. The
combination of ARVC and LVNC can be caused by mutations in both desmosomal and non-desmosomal genes and has typical features: aggressive,
resistant ventricular rhythm abnormalities leading to appropriate ICD shocks and a high risk of sudden cardiac death.

Keywords: arrhythmogenic right ventricular cardiomyopathy/dysplasia, left ventricular noncompaction, premature ventricular beats, ventricular
tachycardia, heart failure
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MaTUM TIPOBOOWIOCH CpPaBHEHUE TAIIMEHTOB C COYETAHUEM
Al TI2XK 1 HKM JIZK ¢ KoropToii 60JbHBIX C U30JMPOBaH-
Hoit Al TI2K u ¢ xoroproii OOJBbHBIX C M30JUPOBAHHBIM
HKM JIZXK. B 06beM aHaIM3upyeMbIX JaHHBIX BKJIIOYAIUCH
He TOJTHKO MH(MOPMAIIHS 32 TIEPUOJ TTPOCIIEKTUBHOTO HAOIIO-
NEHUsI, HO U PETPOCIIEKTUBHBIE NaHHBIE MPENIIECTBYIOIIETO
HaOMIONeHUsT YIaCTHUKOB MccenoBaHus. Perucrparus ko-
HEYHBIX TOUYEK OCYIIECTBIISLIACh HA BCEM IPOTSKEHUN TIepU-
ona HaOJTIoMeHUsI 3 TTAIlUeHTaMU.

Kpumepuu coomeemcmeus

Kpureprsmu BKTIOYeHMS B MICCIIENOBAHNE SIBISLTUCH HATTN-
gue AJl IT2K n sammame HKM JI2K. quaraos AL IT12K craBuicst
B COOTBETCTBUM ¢ MOITU(UIIMPOBAaHHBIMU KputepusiMu 2010 T.
(Task Force Criteria 2010) [8]. Onst mmarHoctukun HKM JIXK
WCTTONTb30BAINCH OOIIETIPUHSITHIE BU3yaIbHBIE KpUTEepuu [4,
9—11]. Hammmae HKM JIXK 6buto B GONBIIMHCTBE CIydaeB
TIONITBEP>KIEHO TIPH TTOMOIIN KaK MUHUMYM JIByX BU3YaJIU3U-
pYIOIINX MeTOI0B: axoKapauorpadun (DxoKI'), marHuropeso-
HaHCHO# ToMorpaduu (MPT) cepaiia v MyTbTUCTIMPATEHOM
KommbloTepHoi ToMorpadun (MCKT).

Yeaosus nposedenus

UccnenoBanme mpoBommiock Ha 6aze DakymbTeTCKOM
TeparneBTHYecKoil kimuHuku uM. B.H. Bunorpagosa ®I'AOY
BO Ilepsuiit MI'MY umenu M.M. CeueHoBa MwuH3opaBa
Poccun (CeuenoBckuit YauBepcutet). ['eHeTrueckoe obcie-
IOBaHUE TAIIMEHTOB MPOBOAWIIOCH B TA00PATOPUU METUIIMH-
ckoit renetuk ®IT'BHY PHLX um. akan. b.B. [TetpoBckoro.

Ilpoodoancumeavrocmo uccaedosanus

HccrnenoBanne ocyecTBIsIIOCh B Tiepuon ¢ Mapta 2015
o utojib 2019 1. JlaHHBIE MTALIMEHTOB, KOTOPBIE HAOIIONAINCh
B KIIMHUKE paHEC (peTpOCHeKTI/IBHaH HYacTb I/ICCJICI[OBEIHI/IH),
OLIEHUBAJINCH B repuox ¢ 1997 mo 2015 1.

Onucanue Me()uuuncxoeo emeuwameanscmea

B cBs3u ¢ yyacTreM MaIMeHTOB B MCCIIEIOBAHWH OOJTb-
HBIM BBITIONTHSUTACH OOCTEeNOBaHUS, ONMUCAHHBIE B pasiede,
MTOCBSIIIIEHHOM PETUCTPALIMY UCXOIOB, a TAKKE OMHOKPATHBIMN
3a00p BEHO3HOU KpOBU B oOBbeMe 9 MII IUIST OmMpeneseHUs
TUTPOB AaHTUKAPIUATBHBIX aHTUTEN, 4 MJT — JIJIST BBISIBIICHUSI
JHK KapmroTpomHBIX BUPYCOB B KPOBH, 4 MJT — IIJIST IIPOBE-
nenus JIHK-ngnarnoctukm.

Hcxodvt uccredosanus

OcHoOBHBbIE UCXObI MCCIeAOBaHNA. B KauecTBE KOHEUHBIX
TOYEK WCCIeNOBAaHUM OIIEHWBAJIACh YaCTOTa aleKBaTHBIX
cpabareiBanuit MK/I, eTaibHBIX MCXOMOB, TPAHCTUTAHTALIUY
cepana.

JonoiHuTebHBIE MCXOAbI MCCAEAOBAHMA. Y BCEX MalM-
€HTOB OIIEHUBAIMCH CTPYKTYpHO-(DYHKIIMOHATBHBIE Tapa-
METpHI cepaiia (pa3Mepbl KaMep ceplia, TOJIIMHA CTEHOK,
cucronuueckast dynkums JIXK, cocrossHue KiiamaHHOTO ari-
rmapara), CHIKeHue BojibTaxka komruiekca QRS u Hammame
AB-6nokanbl Ha DKI', Hauume XeayIoYKOBOM TaXWKapINU
(KT) mipu cyrounom moHuTopupoBaHun DKI mo Xomnrepy
u/unu npu TpoBepke cucteM WMKII, moTpeGHOCTb B BBI-
MMOJTHEHUU pamrodyacToTHoM abismuu (PYA), Hamuame xpo-
HUYeCKOi cepmeyHoii HemoctatouHocTH (XCH), Hammuume
MMATOTEHHBIX MYTallMii, a TakKke HAJIWIWE WIA OTCYTCTBHUE
COITyTCTBYIOLLIETO MUOKAPIUTA.

Memooot pecucmpauyuu ucxodos
Kimanveckoe odcienosanue. Bcem maneHTaM mposene-
HbI cOOp XajloO M aHamMHe3a, (PU3UKaAJIbHOE 00C/eNOBaHUE,
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snekTpokapauorpadpusa (BKI) B 12 oTBemeHUAX (MCIONb-
3oBaych armapatbl Schiller Cardiovit AT 101 m Marquette
Mac 6), OxoKI (c mpuMeHeHeM armapaToB Acuson Sequoia
C256 u General Electric Vivid 7), cyro4yHoe MOHHUTOPH-
poBanne DKI mo Xonrepy (¢ momomibio TexHWKH Schiller
MT-100 u «Xonrep AMC MOKI-HC-02m»). [Tpu Hammanm
UK ocymectasinach npoepka cucrembl MKJI mpu mo-
MOIIIM TIPOTPAMMATOpPa COOTBETCTBYIOIIETO ITPON3BOIUTEISI
(Medtronic, Biotronik, St. Jude Medical). MPT cepniia BbI-
nosiHeHa 53 (91,4%) nanmentam ¢ AL TT2K u 60 (48%) ¢ HKM
JIK, MCKT cepaua — 18 (31%) nanuentam ¢ Al TIK u 89
(71,2%) ¢ HKM JIXK. Jns BeimonHenuss MPT cepaiia wmc-
MoJIb30BaJIcsl ToMorpad ¢ HarpsikeHHocTblo Tonst 1,5 T
Siemens Magnetom Aera. Ilpu mposemenun MCKT wuc-
mojib3oBasicss 320-CIMpadbHBIE KOMITBIOTEPHBINM TOMOTpad
Toshiba Aquillion One.

T'eneTudeckoe odcienoBanme. [lovick MyTaiuii B BBIOOpKe
nauneHToB ¢ couetanueM AJl IT2K + HKM JIXK ocytects-
JII METOIOM BBICOKOIIPOU3BOIUTEIHHOTO TTONYIIPOBOIHU-
KOBOTO cekBeHUpoBaHMS Ha Tuiatrdopme PGM lonTorrent
(Thermo Fisher Scientific, USA) ¢ mcmonb3oBaHUEM OBYX
Ampliseq-TiaHeseit TeHOB, AU3aifH KOTOPBIX ObUT pa3dpaboTaH
B snaboparopum MeauumHckoir reHetnku PIBHY PHLIX
uM. akan. b.B. Ilerposckoro. [Manens renoB AIITXK Bkito-
gana 16 renos: PKP2, DSG2, DSP, DSC2, JUP, TMEM43,
TGFB3, PLN, LMNA, DES, CTTNA3, EMD, SCN5A, LDB3,
CRYAB, FLNC. Ilanens renoB HKM JIK Bxirouana 10 reHOB:
MYH7, MYBPC3, TAZ, TPM1, LDB3, MYL2, MYL3, ACTCI,
TNNT2, TNNI3. CpenHee TTOKPBITHE KOAWPYIOIIUX U TIPHU-
JIeXAaIX WHTPOHHBIX 00TacTell MCCIIeayeMbIX TeHOB COCTa-
Buwio 91,9 u 95,5% mna maneneit A I12K 1 HKM JIXK co-
oTBeTCTBeHHO. B omHOM o6pasie JJHK (post-mortem) 6bu10
MPOBEJCHO TOTHOIK30MHOE CEKBEHHMPOBaHME Ha Tpudope
Illumina NovaSeq 6000 (Illumina Inc., USA). Bamumauuio
TeHeTUYECKNX HAaXOMOK OCYIIECTBISIA METONOM TIPSIMOTO
NIBYHAITPaBJIEHHOTO ceKBeHUpoBaHus 1o CeHrepy.

JI1st OlIeHKM TIOTEHIIMAILHOTO KIIMHWYECKOTO 3HAUYEHMUS
BCE BBISIBJICHHBIE TE€HETUYECKNE BApUAHTBHI C YacTOTOM
MUHOpHOTO amiens < 5%, yka3aHHOW B 0a3ax HaHHBIX
Exome Sequencing Project, 1000 Genomes, ExXAC, 6pumn
OXapaKTepu30BaHBl C WCITOJIb30BAaHUEM PEKOMEHIAIUI
AMEpUKaHCKOI KOJIJIETUM METUIIMHCKOM reHeTuku (ACMG)
[12], PykoBomcTBa 1o MHTEpIpETallU JAHHBIX, TTOJyYEeHHBIX
METOIaMHi MacCOBOTO TTapaJJIeIbHOTO CeKBeHUpoBaHUs [13],
JIATEPATYyPHBIX U OMONMHGMOPMATUIECKUX TaHHBIX.

Mopdoornyeckoe uccenoBanue Muokapaa. BoimosHe-
HO 6 GobHBIM U3 Koroptel Al IIK (4 — sHmomuokapmu-
anpHasg Oouwoncusa XK (BMB), 2 — ayroncus). B koropte
HKM JIXK Mopdomornyeckoe umccieIOoBaHUE BBIMOJTHEHO
23 maumentaMm (16 DMB, 6 ayrormcuii (B ToM uucie 1 mocie
OMB), 1 uHTpaomepanmoHHas Ouoricus, 3 WCCIeTOBaAHUS
SKCIUTAHTUPOBAHHOTO Cepllia, B TOM uucie 2 nocie OMB).
[MpoBogmIMCh THCTONIOTUYECKOE HCCIENOBAHUE B CBETOBOM
MUKPOCKOTIE C OKPACKOW TeMaTOKCWIIMH-203WUHOM M TTHKPO-
dbyxcurom o Ban ['m30Hy (U151 BBISIBICHUST COEMUHUTETHHOM
TKaHW), TI0 TOTIOJTHUTENIBHBIM MOoKa3aHusM — PAS-peaxumst
¢ peaktuBoMm llludda (BbISIBIEeHME TIMKOTEHA U IPYTUX
CJIOXHBIX YTJIEBOJOB), OKpacka KOHTO-POT Ha aMWJIOU]L C HC-
CJIeZIOBaHMEM IIPETIapaToOB B MOJISIPU3YIOIIEM CBETE, a TaKXKe
ML P-mnarHocTrKa ¢ LIeIbI0 OMpeneNeH!sT B MUOKapJe Te-
HOMa BHUPYCOB TepIIeTUYECKOi TPyNIbl, mapBoBupyca B19,
B psifie ciyyaeB — BUpycoB rematuta B u C, ameHoBUpycOB
IUTSI yCTAHOBJIEHUST BUPYCHOM 3TUOJIOTUYA MUOKAPINTA.

KomMmiiekcHas TMarHocTMKa MUOKApIMTa. Y OOJbLIEH YacTh
MAIMEeHTOB [UATHOCTUKA MHMOKAPIUTA OCYIIECTBISUIACh He-
WHBA3WBHBIM 00pa3zoM. [Jjist 3TOr0 MCITOb30BAIICS TIPEUTOKEeH-
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HBIIl paHee aJrOpUTM HEWHBA3WBHOM NMArHOCTUKN MUOKap-
IUTa Tt OOJTBHBIX C APUTMUYECKIM BAPMAHTOM U CHHIPOMOM
JAKMII. Anroput™m pa3paboTaH Ha OCHOBE OLICHKU 3HA4u-
MOCTH DPa3TMIHBIX HEWHBA3WBHBIX KPUTEPUEB B COTOCTaBIIE-
HUM C TAHHBIMU MOPGOJIOTUIECKOTO UCCIIeIOBAaHMSI MUOKapia
y 100 60mpHBIX [14]. BaxkHOE 3HaUeHNEe B TTOCTAHOBKE TUArHO3a
WMeJI0 HaJIM4Ke TIOJTHOM aHaMHeCTHYeCcKO Tpuambl (CBSI3b
ne6roTa 3a00JIeBaHsI ¢ TiepeHeCeHHO MHGbEKIIMel, ocTpoe Ha-
4aJio, TaBHOCTH 3a00JIeBaHUST MEHee Tofla), CUCTEMHBIX UIMMYH-
HBIX TIPOSIBJIEHUI, BHICOKUX TUTPOB AHTHKAPAUAIHGHBIX aHTH-
TeJl, B KA4eCTBe JOTMOTHUTELHOTO TPU3HAKA MCIIONB30BAIOCH
OTCPOYCHHOE HAKOIUICHVME KOHTPAcTa C CyOSNMUKApIUATBHOMN
nokaym3anueii mpu MPT/MCKT cepana.

Dmuueckas IKcnepmu3sa

WUccnenoBanue onob6peHo JlokaabHBIM KOMHUTETOM
o s3tuke ®IAOY BO Ilepsoiit MI'MY um. U.M. CeueHoBa
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Tokosr Ne 11-15 ot 16.02.2015. Bce GonbpHBIE ITONITMCAIA
WH(MOPMHUPOBAHHOE COTJIACHE Ha yUacTHEe B UCCIICIOBaHUU.

Cmamucmuueckuil anaius

MeToapl CTATUCTHYECKOTO aHAMN3A JaHHbIX. CTaTrcTUde-
cKast o0paboTKa MpoBOAMUIIACH MPU TTOMOIIM TporpaMmbl IBM
SPSS Statistics v. 22. JIuckpeTHbIe HaHHBIC IPEICTaBICHBI
B BUIE paclipeliesieHns] abCOMOTHBIX 3HAYeHUN U TPOIIeH-
ToB. HempeprIBHBIE TaHHBIE MPENCTABIEHBI B BUIE CPETHE-
ro apudmeTndecKoro * cpemHeKBaIpaTUIHOE OTKIOHEHUE
B CJTydae HOpMaJTbHOTO pacTpe/ie]IeHNs MU B BUIe KBapTUJIeit
50 [25, 75] B TOM ciy4ae, eciu pacrpeaesieHue MOyIeHHBIX
3HAUYEHWI1 OTJIMYAaeTcs] OT HopManbHOTO. Pa3mep BBIOOpKU
TpenBapuTeIbHO He paccuuThiBasicsl. CpaBHeHHUE TIAIIMEHTOB
MPOBOIWIOCH TIPA MOMOLIX 2, WIM TOYHOTo TecTa Puime-
pa, UIST KaTeTOPUANbHBIX TUXOTOMHUUYECKUX TIePEMEHHBIX,
IUIsL OCTallbHbIX — Tipyu nomoumu U-tecta MaHHa—YUTHU.
JLJ1s1 OTIEHKY pa3IMyrii TIPU TTIOBTOPHBIX MU3MEPEHUSTX UCTIONb-
30BaJICST KPUTEPUH YWIKOKCOHA. JJOCTOBEpHBIMU (CTATUCTH-
YECKW 3HAYMMBIMU) CUATATHUCH pa3mmuus ripu p < 0,05.

PesyabTaThbl
Ob6sexmut (yuacmuuxu) uccie0osanus

B wuccnenoBanme Bounim 58 MAlMEHTOB C JIMArHO30M
AJl TT2K u 125 mammenTtos ¢ nuarnozoM HKM JIK. Koropra

ORIGINAL STUDY

maueHToB ¢ AJl TT2K cocrostia u3 32 XeHIIH 1 26 My>X4iH
(55,2 u 44,8% cootBeTcTBeHHO). CpenHuiA BO3pacT BONBHBIX
coctaBun 39,1 + 14,2 roma (ot 18 mo 79 net). JlocToBepHBIit
nuarto3 AJl TIXK 6bw1 ycranosmen 37 (63,8%) mauueHTam,
BeposiTHbIl — 19 (32,8%), cpenHuit cCpok HaGIIOACHUS CO-
craBui 21,5 [6; 60] mec, ot 1 mec 10 19 net. Cpeau naiiieHToB
¢ HKM JIXX npeo6namanu myxuunsl (n = 74; 59,2%). Cpen-
HUI Bo3pacT 60abHbIX — 46,4 + 15,1 roma (ot 18 mo 78 ner),
cpenHuii cpok HaOmomeHnss — 14 [3; 40] mec, ot 1 Mec
no 10 mer. MenukaMeHTO3HOE JIedeHUE BKITIOYATO TOAOOp
ONTUMAITBHON aHTUAPUTMUIECKON ¥ KAPIUOTPOITHOM Teparmmn
(6eta-610KaTOPBHI, MHTMOUTOPHI AHTUOTEH3MHITPEBpallalolIe-
T0 pepMEHTA WJT AHTATOHUCTHI PETIETITOPOB K AHTUOTEH3WHY),
Ha3HaueHWe AMYPETUKOB TPU HAIMYUU KIMHUYECKUX TIPO-
seinennit XCH. WHTepBeHIIMOHHOE JileueHre (TIpU HATMYUN
TIOKa3aHMI1) BKITIOYAJIO BEITIOTHEHNE Y YaCTH OOJBHBIX Panuo-
yactoTHO# abnamuu (PYA) apurMoreHHoro ¢okyca mpu ya-
CTOM MOHOMOP(MHOI1 KeTymouKoBoit sKcTpacuctoaun (KDC)
win ycrorurBoit KT u ummuianTanuio MK/,

Ocnognbtle pe3yabmamol uccae008anus

Coueranne A/l IT2K 1 HKM JIXK BBIsIBIEHO Y 9 OOJTBHBIX,
4yT0 coctaBuwio 15,5% maumentoB B kKoropre Al ITK u 7,2%
nauueHtoB ¢ HKM JIK.

IMamentsi ¢ couerannem AJl 12K 1 HKM JIK B conocras-
Jennu ¢ manuenTavu ¢ u3ommposanHoi AJl TIK. TIposeneHo
cpaBHeHue maneHToB ¢ couetanueM AJl 12K u HKM JIK
M OCTaJIbHOM YacThlo 00JbHBIX U3 KOropThl ¢ Al IT2K (Ta6sn. 1).
IMamuenTos ¢ couetanuem AJl IT2K m HKM JIXK otimmyanu 60-
Jiee arpecCUBHBIC KeyTOYKOBbIE HAPYIIEHUs PUTMA: YacTOTa
XKOC 3a cytku y HUX ObUIA BBIIIE, TOCTOBEPHO YAallle PETH-
ctpupoBainachk ycroitunbasi KT (puc. 1, B), morpe6HOCTh B UM-
miantauun MKJI cocrasuna 44,4% nportus 18,4%. I1pu sToM
anexkBatHbie cpabaTteiBanust K] 3aperncTprpoBaHbl y BCex
o6onbHBIX ¢ Al 12K B couetanuu ¢ HKM JIK, B To Bpems
KaK 4JacToTa anekBaTHBIX cpabarbiBanuii MK]l y mammeHToB
n3oupoBadHoit AII ITK cocraBuma 55,5%. Y GOIbHBIX C coue-
tanreM AJl IT2K 1 HKM JI2K B 2 paza yalie perucTpupoBaioch
CHIDKeHMe BojbTaxka KoMmimiekca QRS nHa OKI, yto mMoxer
yKa3bIBaTh Ha OoJiee TITyOOKOe TOopakeHWe MHMOKapna M ero
3JICKTPUUECKYIO HEOTHOPOTHOCTH (puc. 1, A).

IMpu ouenke >¢pdHEKTUBHOCTH AHTUAPUTMUIECKON Te-
panmuu (KOHTPOJBHOE CYyTOUHOe MoHuTOopupoBaHue IDKI
no XonaTepy mpoBeacHO 27 OGONbHBIM C H30JMPOBAHHOU
AJl TI2K n 8 matmmenTam ¢ couetanrem AJl T12K 1 HKM JIXK)

Puc. 1. DKI' nmauMeHToOB ¢ COYETaHMEM APUTMOIEHHOW AMCIUIA3MU IPABOrO XKeJylIo4yka M HEKOMIAKTHOrO MUOKapia JIEBOrO XKeJyrouKa.
CkopocTb 3anucu — 25 Mm/c: A — GuOprLISILIMS Npeacepauid, yactas KeayaIouKoBasi SKCTPacUCTONMs ¢ Mopdosiorueit 6JI0KaIbl JIEBOM HOXKU
nyuka ['mca, HU3KMii BosibTaxk KOMIUIeKCOB QRS B cTaHAapTHBIX OTBEIECHMSIX, HENOCTATOYHOE HapacTaHue 3y0Olia R B rpyIHbIX OTBEAEHUSIX, € — BOJI-

Ha B oTBeieHuU V1; b — mapokcusM yCToiUMBOI XKeTyI0uKOBOM TaxXuKapauu ¢ Mopdosiorueil 6Jokaabl JieBoi HOXKKM yuka ['mca u BepxHeii ocblo
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Taﬁ.lmua 1. CpaBHI/ITCHbHaﬂ XapaKTEPUCTHUKA MAITUEHTOB C U30JIMPOBAHHBIMU apHTMOreHHOfI IUCIUIa3uen IIpaBoOro Xejarygouka, HCKOMITAKTHBIM

MUOKapIOM JIEBOTO KEJIyTOUYKa U MAIIUEHTOB C COYECTAHUEM apHTMOFeHHOﬁ JUCILIa3UU IMPABOIo XKEITya04YKa U HEKOMITAKTHOTI'O MMOKapaa JIEBOIro

KeJyouKa
ITapamerp Al TEK V2 Al TEK + HKM JIK D, HKM JIK
N 49 — 9 — 116

XK3C, ThIc./cyT 16,8 [2,8; 32,2] 0,46 23,6 [8,6; 35,6] <0,001 0,3 [0,027; 3,8]
Ion, myx., % 44,8 0,16 66,7 0,73 59,2
Bospacr, net 39,1+14,2 0,44 40,9£7,6 0,32 46,4115,1
Vceroituuas XT, % 30,6 0,048 66,7 <0,001 6,9
CHxeHue BojibTaxa komriuiekca QRS, % 26,5 0,09 55,6 0,003 9,5
Tunteprpodus JIK, % 2,0 0,85 0 0,011 37,1
AB-610kana, % 14,3 0,64 44,0 0,021 11,2
KJIP JIXK, cM (9xoKTI) 5,140,7 0,001 6,0+0,6 0,98 6,140,9
KO JIK, mn (BxoKT') 107, 4+£30,4 0,002 148,2+35,2 0,59 158,8+68,9
OB JIXK, % (Ox0KTI) 59,0%11,5 <0,001 43,4189 0,17 38,2+14,3
T3P ITK, cm (BxoKT) 2,8+1,1 0,023 3,6+0,7 0,024 2,9+0,7
ITXK KCP, cm (MPT) 3,0£1,0 0,04 3,610,6 — —
X KCO, ma (MPT) 77,4%28,3 0,008 125,0£32,3 — —
XCH, % 36,7 0,027 77,8 0,47 83,6
®K XCH 01[0; 2] 0,035 1,5[0,5; 2,5] 0,15 201;3]
Muoxkapaur, % 67,3 0,2 88,9 0,036 49,1
AH® (tutp) 0 [0; 1:40] 0,004 1:80—1:160 [0—1:40; 1:160] 0,14 0 [0; 1:80]

Ilpumeuanue. p; — ypOBEHb 3HAYUMOCTH Pa3IMYMii MEXI MauueHTamMu ¢ nsonamposaHHoi AJl TTXK n nmaumentamm ¢ couetanmem AJl TTXK
n HKM JIX; p, — ypOBEHb 3HAYMMOCTH Pa3IN4uii MEXIY mauueHTamMu ¢ nzonuposanHbiM HKM JIXK n maumentamu ¢ codetannem AJl T1XK
u HKM JIXK; noiyXupHbIM 0603HaYeHbI CTAaTUCTUYECKM 3HAYMMBbIe pasnnuus; AH® — cneunduyeckuii aHTUHYKJIeapHblid (pakTop (aHTUTE A
K aHTUreHam sinep kapavomuoumtoB); A/l T12K — aputmoreHHast aucriiasusi/KapauoMuonarust mpaBoro xemynouka; KT — xemymoukosast

taxukapaust; KOC — xenynoukosasi skcrpacucronust; KO — koHeuHbIil quactonuueckuii 00beM; K/IP — KoHeYHBI 1UacTonnyecKuil pas-
Mep; KCO — koHeuHblIl cuctoanueckuii 0obeM; KCP — koHeuHblIi cuctonnueckuit pasmep; JIZK — nesiii xkenynouek; HKM JI2K — HekoM-
MaKTHBII MUOKap JieBoro xenynouka; [12K — npassiii xenynouek; [13P — nepeanesannuit pasmep; @B — dpakims Beiopoca; PK — dyHK-
unoHanbHbIM Kiace Mo NYHA; XCH — xpoHuueckas cepieuHast HeIoCTaTOYHOCTbD.

y nauMeHToB ¢ usonupoBaHHoil AJl T12K ormeuvanachk pocto-
BepHasI MOJIOXUTETbHAS TUHAMUKA KaK B OTHOLIEHUU KOJIU-
yectBa XKOC (16,8 [2,8; 32,2] vs 0,2 [0,004; 3,1] TBIC./CYT;
p <0,001), Tak ¥ B OTHOIIEHUN YACTOTHI PETUCTpAllUN He-
ycrorumnBoit KT (53,1% vs 4,1%; p = 0,001). ITpu Al TTK
B covyetanun ¢ HKM JIXK nmocTtoBepHO CHU3MIOCH TOJBKO
konuuectBo XKOC (23,6 [8,7; 35,6] vs 3,5 [1,1; 7,8] ThIC./CYT;
p=10,017), 1OCTOBEpHOI TTOJOXUTEIbHOI TMHAMUKA B OTHO-
meHun HeycroiumBoii XKT He ormeuanocs (77,8% vs 55,6%;
p > 0,05). YcroitumBag KT mpu XOITEpOBCKOM MOHMTO-
PUPOBaHNM B MWHAMWKE HE DPETHCTPUPOBAIacCh HU y KOTO
13 ManeHToB obenx moarpyri. [Ipu cpaBHEHUN KOTMYECTBA
KDC n yactorsl HeycroiunBoii 2KT Ha ¢oHe TledeHUSI MeXITy
naueHtamMmu ¢ usonuposaHHoit Al T12K u ¢ coueranuem
AJl TI2K 1 HKM JIXK xenynoukoBble HapylIeHUs] pUuT™Ma pe-
TUCTPUPOBATNCH JIOCTOBEPHO Yallle y TTAIMEHTOB C COYETAaHU-
em A/l IT2K u HKM JIXK (KBC — 0,2 [0,004; 3,1] vs 3,5 [1,1;
7,8] teic./cyT; p = 0,025; neycroitunsast KT — 4,1% vs 55,6%;
p = 0,003 COOTBETCTBEHHO).

[lpn ananm3e mapameTpoB, MOJydeHHBIX Tpu DXxoKI
u MPT cepauia, oTMe4eHbl JOCTOBEPHO OOJIbIINE pa3Mepbl
JIEBOTO XeJyIoukKa C MOCTOBEpHO OoJiee HM3KOU ero (pak-
mmeit Beiopoca (®PB) y mammenToB ¢ codyeranmem AJl 12K
u HKM JIXK, uyto o6ycnoBneHo Hanmuuuem HKM JIK
(puc. 2, 3). KimHMYeckn 3TO OTpaxaeTcsl B BUAEC BIBOE
OOJIbIIIell YACTOTHI PAa3BUTHSI CEPACYHON HETOCTATOUHOCTH
1 ee 6oJiee BRICOKOTO (DYHKIIMOHAIBHOTO KJIacca, HeXelu YeM
y malueHToB ¢ uzoaupoBanHon A/l TTXK.

Y maumenToB ¢ couetanueM AJl 12K 1 HKM JI2K ygaie
PETHCTPUPOBANICS COMYTCTBYIOIIMI Muokapaut (88,9% vs

67,3%). YpOBeHb €ro CepoJOorn4ecKoil akTUBHOCTH OBLT O-
CTOBEPHO BHIIIIE, CBSI3b Ie0I0Ta 3200JIeBAaHUSI C TIEPEHECEHHOM
nHbEKIMEeN 0TMeYarach JOCTOBEPHO Yallle, YeM y TallMeHTOB
¢ uzommpoBanHoi AJl ITXK (66,7% vs 36,7%; p = 0,021).

ITamuentsl ¢ coyerannmem AJl TDK m HKM JIXK B como-
cTaBjieHun ¢ nanueHTamu ¢ uzomposannsiM HKM JIK. [lpo-
BEICHO AaHAJIOTMYHOE CPaBHEHME MAIMEHTOB C COYeTaHUEM
AJl TI2K 1 HKM JIZK ¢ octanbHOIt 4acTblo KOTOPTHI OOJIbHBIX
¢ HKM JIXX (cm. ta6m. 1). ¥ 6ompHBIX ¢ codetanueM ALl TT2K
u HKM JIXK oGpamana Ha ce6s BHMMaHue yacTtas KOC,
KOTOpasi BCTPeYasaCh TOCTOBEPHO peXXe y TMAIMEHTOB C M30-
supoBaHHbIM HKM JI2K. Kpome Toro, ycroituubas KT peru-
CTpUpOBaach y IBYX TpeTeil 0oyibHBIX ¢ coueTaHrueMm A/l TTK
u HKM JIK, uto npaktuyecku B 10 pa3 yaiie, 4eM y MalmeH-
T0B ¢ n3oampoBaHHeIM HKM JI2K. Ha OKI y marmmeHTOB ¢ co-
yertaHnueMm AJl T12K 1 HKM JIZK nocroBepHo ualie oTMeuanoch
CHITXEeHMe BoJibTaxa Komruiekca QRS u He ObITO Tpr3HAKOB
runieptpodun JIK, B oTmure oT ManmeHToB ¢ U30IMPOBAH-
HeiM HKM JI2K, rne oHu oTMedyeHbl 0ojiee 4YeM y TpeTu Malu-
eHToB. AB-010Kana Takxke JOCTOBEPHO Yallle PEeTUCTPUPOBA-
Jach y namueHToB ¢ couetanuem AJl T12K u HKM JIXK.

[pu onrenke DxoKI-mapaMeTpoB TOCTOBEPHBIX OTIMIHNI
o pa3mepam JIK u ero cucronmyeckoit pyHKIIMM He MOy~
yeHo. Y nmanueHToB ¢ couetanneM Al 12K 1 HKM JIK 6nu1
JIOCTOBEPHO OOJbILINI MepeaHe3aaHuii pasmep T12K.

CoOITyTCTBYIOIINIT MUOKAPAWUT JOCTOBEPHO Yallle BCTpe-
yajcs y nanueHToB ¢ couetanuem Al 12K u HKM JIXK.
Kakux-mm6o ocobGeHHOCTeil ero KIMHWUYEeCKOTO TeUeHUs
M0 CpaBHEHUIO ¢ MalueHTamMu ¢ uzoaupoBaHHbIM HKM JIK
He BBISIBJICHO.
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Puc. 2. MPT cepilia MaiMeHTK! ¢ cOYeTaHWeM apUTMOTEHHOM AMCIUIa3WH TIPABOTO JXeTylTouka U HEKOMITAKTHOTO MUOKapJIa JICBOTO XKeTymovKa
u myTareii . 1141-2A>G B rene DSP (ripo6anm No 4): A — HeKOMIIAKTHBIN CIIOM MUOKap/a JIEBOTO XXeTynovka; b — BeIpakeHHas IIaTalyst IpaBo-
TO KeJIyI04YKa ¥ OTCPOYCHHOE KOHTPACTHPOBaHKE B MUOKapIIe 000HX XKETyIOUKOB M MEXCKEITYIOUKOBOM MIEPETOPOIIKE CO CTOPOHBI ITPABOTO XKETyI0Y-
Ka (COMYTCTBYIOLIMIT MUOKAapIUT, BepU(bULIMPOBAHHbIN ¢ TTOMOLbI0 Ouorncuu Muokapaa). Mccnenosanue BoinmonHeHo B HLICCX um. A H. bakynesa
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Puc. 3. OxoKI nauueHTa ¢ coyeTaHMeM apUTMOTeHHON TMCIIa3UM MPABOTo XKeJlya04Ka 1 HEKOMIIAKTHOTO MMOKap/ia JIEBOTO XKeJlyao4Ka (Ipo-
Ganm Ne 2): A — muatarys JIEBOro XeJIyI0uKa M IIPaBoOro Xeayaouka (KOHEeUHbIN quactoiarndeckuii pasmep JIXK — 6,1 cM, nepenHe3anHuil pasmep
paBoro xenynouka — 5,0 cMm); b — BblpaxkeHHast TPUKyCIMIaIbHasl peryprutanusi; B — HeKOMIaKTHBII CJI0i B JIEBOM XeJTyI0UKe

Pesyabrarsl npoBenenHoii [IHK-auarHocTvku y nmamueHToOB B TapreTHbIX MaHeysx st omHoro obpasua JHK mauueHrta

¢ coueranuem AJl II2K m HKM JIZK. Bcem manmenTam ¢ couera- (post-mortem) OBUIO TPOBEICHO MOJHOSK30MHOE CEKBCHU-
HueM A/l TT2K 1 HKM JI2K 661 mpoBeaeH MorucK reHeTUIeCKUX poOBaHKE C TIOCHAEAYIOIIMM aHAJIM30M TOJYYeHHBIX PE3YJb-
BAapMAaHTOB B JIBYX TAPTETHHIX MAHENSIX, BKITIOYAIONINX TIOCIe- TaToB.

JIOBATEIFHOCTY KOAMPYIOIIVX U TIPUJIEKAIINX WHTPOHHBIX 00- TMorenumansHO TaToreHHble BapuaHTH (IV—V kimaccos
sacteit 26 renos: PKP2, DSG2, DSP, DSC2, JUP, TMEM43, MaTOTeHHOCTH) U BapMAHThI HESICHOTO KIIMHUYECKOTO 3HAYe-

TGFB3, PLN, LMNA, DES, CTTNA3, EMD, SCN5A, LDB3, Husa (VUCSes, 111 xnmacc maTtoreHHOCTH) B Hallleii BHIOOPKE
CRYAB, FLNC, MYH7, MYBPC3, TAZ, TPM1, LDB3, MYL2, MalMeHTOB ObUIM OOHaApyKeHbl KaK B IECMOCOMHBIX IeHax,
MYL3, ACTCI, TNNT2, TNNI3. B oTcyrcTBHE MyTamuii MyTalluy B KOTOpHIX TUIMYHBI it AJl T12K, Tak 1 B Henec-

Tabmmua 2. PesynbraThl JITHK-1MarHocTMKy y MalMeHTOB ¢ COYETaHMEM apUTMOIE€HHON OUCILIa3MU MPaBOro Xejaylouyka U HEKOMITAKTHOTO
MHoKapaa JE€BOTO XKeJTyaouKa

Homep Huarno3 AJl TIK Boissiennbie Bapuantsl [V—V Kiaccos Boisasiennsie Bapuantsi 111 kinacca

npodanaa 10 nposenenns JIHK-auarHocTuku NATOTreHHOCTH NATOreHHOCTH ™
1 JlocToBepHBbIi — —
2 JlocToBepHblit — DSC2c.1436G>A (p.R479H)
3. JlocToBepHbIit — DSP c.2622C>G (p.1874M)
4 JlocToBepHbIit DSP c.1141-2A>G -
5 BO3MOXHbIiA MYBPC3 ¢.3697C>T (p.Q1233) %’Zﬁfﬁ?ﬁi‘i’ﬁﬁm;
6 BepositHbIit MYH?7¢.728G>A (p.R243H) —
7 JlocToBepHbBIt — —
8 JlocToBepHBIi DSP c.3582delinsAATATAGT —
9 JlocToBepHBIit — TTN c.86160A>T (p.E28720D)

* BapuaHTBI HesicHOTo KimHu4yeckoro 3HaueHus (VUCSes).
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Puc. 4. Pe3ynbTrathl ceKBeHUPOBaHMUsI IIpobanaa No 6 ¢ coueTaHreM apUTMOI€HHOM IUCILIa31 K IPABOTo XKeIyI04YKa U HEKOMITAKTHOTO MUOKapaa
JIEBOTO 3KeJIyJ0uKa M BbIsIBJIeHHOM MyTauueii ¢.728G>A (p.R243H) B rene MYH7: A — Busyanu3alusi FeHETUYECKOTO BapuaHTa B Iporpamme
Integrative Genomics Viewer; b — dparmeHT npsiMmoro cekBeHHMpoBaHus 1o CeHrepy mocjie1oBaTeIbHOCTU 9K30Ha 8 reHa M YH 7, monteepxaa-

oM Hammyue mytaiuu ¢.728G>A (p.R243H)

MOCOMHBIX T€HaX, MyTallM B KOTOPBIX TUITUYHBI JJIST JPYTUX
dopm neppuuHbIx KMIT (Tabm. 2).

Bapuantsl [V—V ki1accoB NaTOreHHOCTU ObLIY BBISIBJICHbBI
y 4 IpoOaHIOB KaK B reHax mecMocoM (reH DSP), Tak U B cap-
koMmepHbIX TeHax MYH7 (puc. 4) u MYBPC3. ®@enotum ma-
muenTa ¢ couetanueM AJl I12K 1 HKM JI2K 1 BEIIBIIeHHBIMUI
TeHeTUYeCKMM BapMaHTaMU B TeHAX CapKOMEPHBIX OEJIKOB
(npo6anm Ne 5) 6bu1 oapoGHO onucau cratbe 2016 1. [15].

Kpome moTeHIMaibHO TATOTEHHBIX BapUAHTOB, Y TIPO-
06aHIOB OBUTH BBISIBJIEHBI BAPUAHTHI HESICHOTO KITMHUIECKOTO
sHayeHust (VUCSes, 111 k1acc maToreHHOCTH) KakK B JECMO-
comubix (DSP, DSC2), tak u B HemecmMocoMHbIXx (MYH?7,
LDB3, TTN) reHax.

Brimy Takke BBISIBIIEHBI, BEPOSITHO, TOOPOKAYeCTBEHHBIE
reHetnyeckre BapuaHThl [—I1 k1accoB maroreHHOCTH, KOTO-
pbie B HACTOSIIEN paboTe He TIPUBOMASITCS.

Mo pesymbTaTaM MOTHOZK30MHOTO CEKBEHUPOBAHUS
o6pasiia ymepiiero nanueHTa (mpobdanm Ne 9) 6bUT BEISIBIIEH
BapUaHT HESICHOTO KJIMHMYECKOTO 3HauyeHus c.86160A>T
(p.E28720D) B rene TTN, ouleHKa PyHKIMOHAILHON 3HA-
YUMOCTH KOTOPOTO TpeOyeT MOMOTHUTEIHHOTO HCCIeno-
BaHUS.

C yuyeToM BbISIBICHHBIX BapruaHToB [1I—V KitaccoB marto-
TeHHOCTU OUAarHOCTUYECKMiIl «BBIXOm» TpoBencHHoi JITHK-
JMUATHOCTUKM B TPYIIIEe MpoGaHIoB cocTaBui 78%.

Koneunbie Toukn nccienoBanms. [Tokazarenu JeTaibHOCTH,
BBITIOJTHEHUST TPAHCIDTAHTAIIUU CepAlla U YacTOThI MMIUIAHTA-
i MKJI mocToBepHO He OTIIMYAINCh MEXIy co00ii (Tab. 3).

Tem He MeHee yacToTa omnpaBHaHHBIX cpabarbiBaHuii MKI]
ObU1a BhllIe Y maureHToB ¢ couetanreMm A/l IT2K u HKM JIXK.
Cpenn nauueHToB ¢ codetanueM AJl T12K m HKM JIK
ymep 1 GOTBHOI C SIBICHUSIMU TSDKEIOW OUBEHTPUKYIISIPHOMN
XCH. BonpHOMY 3a 4,5 roga 10 CMEPTH T10 TIOBOIY HapyIlie-
HU TIPOBOAVMOCTU W CUHAPOMA CJIA00CTU CUHYCOBOTO y37ia
OBLT UMITTAHTUPOBAH 3JIEKTPOKAPAVOCTUMYIISITOP, KOTOPBIM
B cBsi3u co cHmkeHneM ®B < 35%, pe3rCTEHTHBIMU K MEIM-
KaMEHTO3HOU Teparnmny HapylmeHUsIMU PUTMa OBUIO HACTOSI-
TeJIbHO pekoMeHnoBaHo 3aMeHuTh Ha CRT-D, ot 4ero 601b-
HOU 0TKa3aJjicsl, Kak ¥ OT TpaHCIUIaHTAIK cepaia. B mamstu
KapauOCTUMYJIITOPA 3TOTO OOJMBHOTO OBLT 3ahUKCHUpPOBaH
smm3on darampHO DK, KoTOpas u mocayXuiaa Hermocpea-
CTBEHHOU MPUYMHON cMepTH 60bHOTO (puc. 5). OmHOMY ma-
ueHTy ¢ couetanueM Al I12K 1 HKM JI2K Obl1a BeITioTHEHA
TpaHCIUTAHTALUSI cepaia o mosony pedpakrepHoit XCH.
Cpenn mauneHTOB ¢ u3oimpoBaHHou AJl T12K 3aperu-
CTPUPOBAaHO 6 JIETAJIbHBIX MCXOMOB: 2 yMepJu BHE3aITHO,
2 — Bcnencteue TepMmuHaabHoir XCH, y 1 mpuamHoit cmep-
TA CTaJi0 OCTPOE HAapyIIeHHWEe MO3TOBOTO KPOBOOOpPAIIECHWMS
ny | — oHKoJOTMYeCKOe 3aboneBaHre. B koropre marmeHTOB
¢ msoaupoBanHeiM HKM JIXK ymepio 16 mamueHTOB: Bemy-
IIAMU IPUIUHAMU cMepTH 0611 TepMuHanbHast XCH (n = 8)
U BHE3allHasl apuTMudeckass cMepThb (n = 5). OnuH netanb-
HBI{ WCXOIl HACTYIWJI BCJIENCTBUE dSMOOTMYECKOTO MH(apKTa
MMOKapaa M MHCYJIbTa, omnH — B pe3ynbrare OHMK, eme
OIIH — TIOCJIe TPAHCIUIAHTAIlMU cepaua. T paHCTUIAaHTAIUsT
cepilia BbIMOJIHEHA 6 manueHTaM (5 — 1O MOBOAY TEPMU-

Taﬁ.]mua 3. KoHeuHbIe TOUYKM nccyienoBaHuA y Mallu€HTOB C U30JIMPOBAHHBIMU apI/ITMOFCHHOﬁ nucruiasuen IIpaBoOro XKEIyaoyKka, HCKOMITaKT-
HBIM MHUOKapAaOM JIEBOTO XKEJIYIOUKa U MalfUCHTOB C COYETAaHUEM apI/ITMOFCHHOﬁ JUCTIJIa3UU IPaBOro XKejayaoyka 1 HEKOMIIAKTHOTO MHUOKapaa

JIEBOI'O KEya0o4vKa

ITapamerp Al TEK V2 Al TEK + HKM JIK P, HKM JIZK
JletanbHOCTD, 1 (%) 6(12,2) 0,7 1(11,1) 0,65 16 (13,8)
OcraHoBKa cepaua, # (%) 1(2) 0,06 2(22,2) — —
TpancmnanTanust cepaua, # (%) 0 0,15 1(11,1) 0,33 6(5,2)
Wmmnanrarmms UK, 7 (%) 9 (18,4) 0,1 4 (44,4) 0,24 32 (27,6)
AnekBatHble cpabatbiBanust UKL, n (%) 5(55,9) 0,18 4 (100,0) 0,008 8 (25,0)

Ilpumeuanue. p, — ypoBeHb 3HAUMMOCTH Pa3INUYMil MEXIY COYECTAHUEM T12K + HKM JIK 1 u3onupoBaHHOMK IT2K; p, — ypoBeHb 3HA4YM-
1 bl

MocTH paznuuuii mexay couetaHueM Al TTK + HKM JI2K u uzonupoBanHbsiM HKM JIK; osty>kupHbiM 0603HaY€HbI CTATUCTUYECKHU 3HAUUMBbIE

paznuuust; A I12K — aputMoreHHas nucIuia3us/KaparoMyonaTus mpaBoro xenynouka; MK — uMIiaHTUpyeMblid KapauoBepTep-aeduopui-

sstop; HKM JIK — HEKOMITaKTHBII MUOKap[I JIEBOTO XKeJlya04Ka.
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Puc. 5. TpenapaTsl MMOKapa yMepUIETo MalkeHTa ¢ COYeTAaHUEM apUTMOTEHHOM IUCIIIa3UM MPaBOro XeJyIouka M HEKOMIIAKTHOTO MUOKap/a
JIEBOTO Xeynodka (mpodanmn Ne 9): A — MakpormpenapaT JIEBOro KeJayIo4uka: BhIpaXeHHasl CeTh TpabeKy/1 (HEeKOMIIaKTHBIN CJIOW MMOKAapIa);
b — MakponpemnapaT mpaBoro XeJyIouka: BhIpakeHHas! TUIaTalysl, IpeaCepaHbIi 1 KeIyI0YKOBbIE 3JIEKTPOIbI 3JI€KTPOKAPAMOCTUMYIISITOPA;
B — muKpormpemapaT MHOKapa JIEBOrO XeJymouka, OKpacka reMaTOKCHJIMH-203UMHOM, OOJIbIIOe YBeJIMYEHHE: SIBJIEHUS JTUIIOMATO3a, MEXY-
TOYHBIE U MTEPUBACKY/ISIPHBIE TUMMDOTUCTHOLUTapHbIE UHOUILTPATHI (Gosiee 14 KIeTOK B ToJie 3peHusT) KaK MpU3HaK BUPYCHOIO MUOKApIWTa;
I' — Mukporpenapat MuoKap/a rpaBoro Xejayaouka, OKpacka reMaTOKCUJIMH-303MHOM, MaJloe YBEJIMUEHME: OOLIMPHBIE MOJIst )KUPOBOM TKaHU,
3aHuMaronme 10 60—70% Iiomaay Kycouka, B COYeTaHMM € BhIPAXXEHHBIM (DMOPO30M MHTEPCTULIMS U 00pa30BaHUEM COSTMHUTETbHOTKAHHBIX

cent B Muokapje ((prubpo3HO-KMPOBOE 3aMelleHIEe KaK KPUTEPHiA apUTMOT€HHOI TUCILIA3MK TIPABOTO XKEIYI0YKa)

HanmpHOM XCH 1 1 — B CBSI3M ¢ MAacCUBHBIM BHYTpHUCEPACY-
HBIM TpoM0O30M Ha (oHe HeKypabeabHOUl MeplaTeTbHOMN
TaxuapuTMHUN).

UK Obutn uMmIuiaHTupoBaHbl 4 (44,4%) maumumeHTam
B rpymme ¢ couetanreM Al ITIDK 1 HKM JIXK, 9 (18,4%) na-
ureHTaM ¢ usoauposanoit Al ITXK u 32 (27,6%) nanueHntam
¢ uzonupoBaHHbiIM HKM JIK. YacTtora amekBaTHBIX cpaba-
teiBaHuit K]l cpeny manueHTOB C WMITIAHTUPOBAHHBIMU
ycrpoiictBamu coctaBuiaa 100; 55,5 1 25% cOOTBETCTBEHHO.
HeanexBatHble cpabaTbiBaHusI OTMeUeHHI Y 1 (25%) marmenTa
¢ couetanueM AJI TI2K u HKM JIXK ny 18 (56,3%) mauueHToB
¢ uzonupoBaHHbIM HKM JIXK.

PYA 6buna BeinosiHeHa 2 (22,2%) nauueHTaM ¢ CoueTaHu -
em AJl TT2K 1 HKM JIZK no noBoay pe3uCTeHTHBIX K Tepanuu
JKEJTyIOYKOBBIX HAPYIIEHUI PUTMA: TIAIUEHTKE C capKoMep-
HOU Kapnuomuomnarueit (myranuu B reHax MYH7 v MYBPC3)
1 OOJIBHOMY C COYETaHMEM JIByX BAPUAHTOB C HESICHBIM KITH-
HUYeCKNM 3HaueHueM B reHax DSPu TMEM4. O6oum mamm-
eHtaM PYA BeImosHs1ach aBaxsl (mosropHast PYA BropoMy
MalMeHTy — KOMOWHUPOBAHHBIM SHMIO- W SMHMKAPINATEHBIM
JOCTYTIOM), ¥ 00€ TPOIEenyphl He NI TOJTHOTO aHTHApUT-
mudeckoro 3ddekra. Cpeny MAIMEeHTOB C MU30JIMPOBAHHOMN
AJl TT2K PYA no noBoay XeayoouKOBBIX HapylIeHU pUTMa
mposeneHa 13 (26,5%), u3 Hux 3 GOJbHBIM IIPOLIEAYPa BbI-
TIOJTHSUTACH TIOBTOPHO. [loHBI aHTHapuTMUYeckuit addexT
OBbLT JOCTUTHYT y 8 GONBHBIX, elle y 1 mamuenta PYA Oputa
addekruBHa B otHomeHUM KT, ogHAKO HEMMONMHBIN 3 heKT
Habmonancs B otHomeHuu XKOC. Eme 2 mammentam Obuia
nposeneHa PYA 1o moBomy TperetaHus mipeacepanii (y 1 oHa
6bi1a 2¢dexTrBHA). B KOropre GONBHBIX ¢ U30JIMPOBAHHBIM
HKM JIK PYA BeImonHeHa 4 narmeHTtaM (1 maumueHTy — u30-
JIILMs JIETOYHBIX BeH, | — abnauusi AB-coenrHeHus no noBo-
NIy MepIiaTelbHON apuT™Mun, | — abmaius TOTIOTHUTETHbHOTO
MpeacepaHO-Xeaya0oukKoBoro coenuHenus, 1 — PYA skro-
myeckoro ovara 1o mosony dactoir 2KOC). B mepBsIx Tpex
clyJasix mpolenypa 6ni1a apdekTuBHa, a y nanueHTa ¢ 2KODC
9KCTPACUCTOJUSI COXPAHSIIIACH.

,ZIO”OJlHume/leble pesyabmamol uccaedoeanus

IIpusnaku, no3BoisgonKe 3aN0103PUTh HATTHYKE COYETAHUS
Al TIZK m HKM JIK. /151 TOrO 4TOOBI BBISIBUTH TIPU3HAKU,
KOTOPBIE TOBHIIIAIOT BEPOSTHOCTh COUETAHUS ITUX IBYX Kap-
IMoMuonaTrii, Hamu 6bUT poBeneH ROC-ananmu3 ¢ mocie-
IyIOIIei olneHKol dyBcTBUTENbHOCTH (Y), crienmuduaHocTr
(C), a taxxke monoxureiabHoir (ITI1L]) m orpumarenbHOIM
(OI1L) mpemcka3aTeIbHOM LIEHHOCTH.

Cpenu manueHToB ¢ A/l 12K HanbGosnee 3HAYMMBIM TTIPH-
3HAKOM, MO3BOJISIIOIIUMM Tipeanonarath Haauuue HKM JIK,
cran KJIP JIXK > 5,65 cm (AUC =0,8; p = 0.004; 4 = 77,8%;
C = 83%; IIIILL = 46,7%; OIILL = 95,1%).

Cpenu 60mpHBIX ¢ HKM JI2K mpuzHakamu, TO3BOJISTFOIII -
MU Ttono3peBath Hanmmuve codetanus ¢ Al TTK, cramu yactas
KBC 6onee 3000/cyr (AUC = 0,7; p = 0,05; U = 66,7%;
C = 72,7%; IIIL = 16,7%; OIILl = 96,4%) u ycroiiuu-
Basg XT (AUC = 0,74; p = 0,016; 4 = 55,6%; C = 93,0%;
TIITL = 38,5%; OIIL = 96,3%).

Hexceaameavnote aeaenusn

ITockonbKy BceM TalMeHTaM WHAWBUAYATHHO IONOU-
paiich ONMTUMAaJIbHAs AHTHMAPUTMUYECKasl, KapAuOTPOITHAS
W OuypeTmdeckasl Tepamusi, a Takke TMepCOHATM3UPOBAHHO
OTIpe/ieNsUIach HEOOXOAUMOCTb B MHTEPBEHIITMOHHOM JICUCHUH,
4acToTa HeXelaTebHBIX SIBICHUI ObllTa MUHUMANbHA. Y 2 U3
9 maumenToB ¢ couetanueM AJl TT2K u HKM JIXK paszsuics
aMUONapOH-UHIYIIMPOBAHHBI THUPEOTOKCUKO3, UTO TIOTpe-
00BaJIO 3aMEHBI aMUOIApOHA HA COTAJIEKC U YBEJTMUEHUST 103
METWITIPEAHU30JI0OHA, KOTOPBIM TAIIMEHTHI TIOMyJald paHee
B HEOOJTBIIINX 033X B paMKax 6a3MCHOM Teparny MUOKapanTa,
a TaKKe Ha3HAYeHMs] THPEOCTaTUKOB. B manbHeiieM y o60omx
TTAIIMEHTOB TOCTUTHYT 3yTUPEOUTHBIN CTATYC.

OO0cyxaenne

Pe3rome ocnoenozo pesyabmama uccaedosanus

B nHamem nccenoBaHuyM MPOIEMOHCTPUPOBAHO, UTO CITY-
yan couetanus A/l DK u HKM JI2K He sBastroTcs emmHMY-
HBIMM U OTMeveHbl Y 15,5% mnanuentoB B koropte AJl TTK
u 7,2% natentoB ¢ HKM JI2K. DTi manueHTsl TPUHIUITK-
QIBHO OTJIMYAIOTCA OT OOJIBHBIX ¢ M30aupoBaHHbIM AJl TIK
win ¢ uzoaupoBaHHBIM HKM JIK. 1151 HUX TUTTUYHBI arpec-
CUBHBIE, PE3UCTEHTHBIE K TePAITUY XKeTyT0YKOBbIE HAPYIIIEHWS
pUTMa, 9TO BIUSIET HA BEIOOP aHTUAPUTMUIECKUX TTPETIapaToB
M TpedyeT 0coboro Mmoaxonaa mpu crpatudukanuu pucka BCC
BO BpeMmsi oTOopa manueHToB Ha umiuiaHtaiuio MK/, Eie
OITHOI 0COOEHHOCTBHIO OOJNIBHBIX CO CMEIIaHHOUW KapIuoMUO-
matueil sBisieTcs GoJjiee BBICOKASI, YeM TIPU M30JIMPOBAHHBIX
(opmax, yacToTa COIyTCTBYIOIIETO MUOKAPIUTA.

06cyxcoenue 0CHOBHO20 pe3yaAbmMama uccaedo8anus
Couetanue Al I12K ¢ HKM JIZK siBiisieTcsl coBepIIeHHO
0c060l KITMHWYECKOM (hOopMOil KapauomMuonaTuu. B nmute-
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paType yaaioch OOHAPYXUTh JIUIIb HEMHOTHE ITyOIUKAIINH:
IpYIION Typeukux yueHbix B 2006 u 2015 rr. onucaHbl ABa
ciydasi Y MOJIOOBIX My>XKYrH (Bo BropoM Hanmare HKM JI2K
IMOATBEPKAEHO TOJIbKO mpu DxoKT) [16, 17]; uraapsHuaMu
OTMCaH OOWH cilydyall (KeHIMWHE BBHITIOJHEHA TPAaHCIUIAH-
Tanus cepaua B cBsa3u ¢ Tskenoir XCH) [18]. B pabote
u3 Bapmaser 2009 r. ommuceBaloTCsa 9 MANMEHTOB C TIPU-
3Hakamu AJl T12K, y KoTopbIX 1o3:xe ObLT IMarHOCTUPOBaH
HKM JIXK, nmutupoBasmmit (?) xknuauky AJl TTXK [19].
ODTa myOonMUKaIMs BBI3BANA IEJNBIA PSII BOMPOCOB, B TOM
yucie y J. Finsterer u C. Stollberger [20]: HesICHBI Kpu-
tepun auarHoctuku HKM JI2K npu MPT, wactoTta moa-
tBepxaeHuss HKM JIXK nipu OxoKI' u mpu MPT; nanuuue
HKM JIXX nHe o6bsicHgeT nunaranuio [12K y Bcex 9 maumeH-
TOB, OTCYTCTBYIOT naHHble JJHK-auarnoctuku. BozmoxHo,
y 4acTu MalueHTOB UMeNoch nctuHHoe couetanue Al T1K
¢ HKM JIXK, kotoporo aBTOpbl He momyckaioT. Mmerorcs
nyomukauu o codetanun A/l 12K ¢ HKM I12K (omHako
KPUTEPUU TTOCTETHETO He pa3paboTaHbl, TOBBIIIEHHAS Tpa-
oexynsipHocTh 12K MoXeT HOCUTH BTOPUYHBIN XapakTep)
[21, 22] u coueTaHuM JeBoOXeMymoukoBoil ¢hopMel Al 12K
¢ HKM JIXK [23].

Kirouom K moHMMAIO cyTM TOMOOHBIX COYETAaHUU MO-
KET CTaTh YTOYHEHWE WX TeHEeTHMYeCKOW MPUPONbI. YUeHBIe
u3 Mcmanuu BBISIBIUIM HOBYIO TEPMUHUPYIOIIYIO MYTAILIMIO
¢.1339C>T Brene DSPy 3 mpo6aHmoB 1 15 4jieHOB ceMeit ma-
uueHToB ¢ A/l TT2K ¢ mpeumyiiectBeHHBIM nopaxkeHueM JIK:
y 5 n3 Hux BeisiBIeH HKM JIK. OHu menaiot BEIBOI O TOM,
YTO maHHAas MyTanys B rene DSP acconmmupoBaHa ¢ COYeTaHU-
eM AJl TT2K 1 HKM JI2K [24]. OmHakKo BBI3BIBAET BOIIPOCHI T0-
croBepHOCTb nrarHo3oB kak AJl TT2K, Tak u HKM JIK B aToit
pabote [25]. B Hamreii BeIGOpPKEe OOJBHBIX T'€HETUUECKHE
BapuaHTHI B reHe DSP Obuty BBISIBIIEHBI y 3 TIAIIMEHTOB C 0~
croBepHbIM nuarHo3oM AJl TTXK B couetanuu ¢ HKM JIXK:
2 TTOTEHIIMAIBHO ITATOTEHHBIX BapraHTa, | BapUaHT HesICHOTO
KIMHUYECKOTO 3HAYEHUS.

Y pebenka oT poauteneit-poancrBeHHUKoB ¢ HKM JI2K
u pedpakrepHoir XCH, mpuBenmieit K rubead B BO3pacTte
12 mHeii, BBISIBIEHA TOMO3UTOTHAS AENENUS B TECMOCOMHOM
reHe PKP2, ogHako TIpM ayTOTICUM TIOATBEPXICHO JHUIIb
nannune HKM JIXK 6e3 mpusnakos AJl TTXK [26]. Hamu-
Yye TMONOOHBIX MEePeKPEeCTHBIX (PEHOTUIIOB TOBOPUT O TOM,
YTO TeHETMKAa KapaIUOMHMOTATHII TOpas3mo CIOoXHee, 4eM
W3HAYAJIBHO TIPEACTABIISIOCh, U OOVH TeH MOXET OTBeYaTh
cpasy 3a HeCKOJbKO Kapauomuoratuit [27]. B moarsepxk-
neHue 3Toro (akra B HaIIeil TPYIIe MAIMeHTOB C coYeTa-
Huem AJl 12K m HKM JIXK Obin oO6HapyXeHbl MyTalluu
KaK B JIECMOCOMHBIX reHax, TunwdHbx mist AJl TT2K, tak
U B CADKOMEPHBIX TeHaX.

Cpenn Hammx 9 mammeHTOB ¢ couetanuem AJl TIXK
u HKM JIXK muarnos Al ITXK sBisieTcss TOCTOBEPHBIM y 6,
BEPOSITHBIM — y 2 ¥ BO3MOXHBIM — Y 1, Hammune HKM JI2K
HE BBI3BIBAET COMHEHUN HM Yy OJHOTO W3 3TUX OOJBHBIX
(TTonTBepXIeHO, KaK MUHUMYM, ABYMSI METOJIaMU BU3Yalv-
3aruu). Psim xapakTepHBIX 0COOEHHOCTEN OTIMYaeT ITUX Ta-
LIMEHTOB OT OOJIbHBIX ¢ U30aMpoBaHHBIMU (hopMamu AJl TTK
u HKM JIXK: 510 B nepByo ouyepenb arpecCUBHbIE Xeayao4u-
KoBble HapymeHus putMa (dactas KOC, ycroitumas KT
C IOCTOBEPHO XyAIIUM 3(D(PEKTOM aHTUAPUTMUUYECKON Tepa-
nuu B cpaBHeHUM ¢ uzogupoBaHHON AJl I12K, amekBaTHbIE
cpabareiBanust MKJIy 100% GonbHbIX). OT MalMeHTOB C U30-
nupoBaHHbIM HKM JIXK GonbHbIx ¢ couetanuem AJl TT2K
nu HKM JIXK otnnuanu takxke ysennueHue 12K mo maHHBIM
Ox0KI', camxenue BonbTaxka QRS Ha ODKI, Hammune AB-
0JI0KaNBI, OTCYTCTBHE TIprU3HAKOB rureptpodun JIK va DKI'.
Hunaranwms JIXK co cHimkennem ero @B oTiinyana marmeHTOB
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CO cMellaHHOM KapaumoMuonatueit oT 6onbHbIX ¢ A TT2K,
XOTSI OHa MOXET OBITh CIENCTBUEM OMBEHTPUKYISIPHOTO TIO-
paxenust B pamkax Al I12K. JlomomHUTENIbHBIM yKa3aHUEM
Ha Bo3MoxHocTb HKM JIK y 6onbHbIX ¢ AI TT2K u no-
paxenuem JI2K mokHO, BEPOSITHO, CIYXUTb OOHapyXeHue
MyTtauuit B reHe DSP.

INotenumanpHO TTaToreHHBIE BapruaHThI (IV—V KiaccoB ma-
TOTEHHOCTH) W BapWAHTHI HESICHOTO KIIMHUYECKOTO 3HAYCHUSI
(VUCSes, 111 kimacc maToreHHOCTH) B HaIlel Ipymiie O0IbHBIX
ObUTM OOHApPYXEHBI KaK B JECMOCOMHBIX, TaK U B HEIECMO-
COMHBIX TeHaX. [IMarHOCTWYECKU! «BBIXOI» IPOBENEHHOM
JHK-guarnoctuku cocraBui 78%, 4TO MOMYEPKUBAET Iie-
JIeCOOOpa3HOCTh CEKBEHUPOBAHMS IBYX TapTETHBHIX MaHeIen
reHOB. B ciryyae HeBBISIBJIEHHBIX MyTallAiA TP UCCIIEIOBAHUY
MaHeJieil TeHOB MBI PEKOMEHIyeM TPOBENEeHNE TIOTHOIK30M-
HOTO CEeKBEHMPOBAHUSI.

BaxHol 0COOGEHHOCTHIO TAIIMEHTOB C COYETAHUEM
Al TI2K 1 HKM JIXK crano Gosee yactoe, yeM mpu U301~
pOBaHHBIX (hopMax, 0OHAPYXKEHME COIMyTCTBYIOIIETO MUOKap-
IIATa, KOTOPBIN TaKXKe MPUBOIUT K YCYTYOICHUIO CUCTOIMYE-
ckoit muchyHKIM 1 aputMuii. O4eBUIHO, 3TO 00YCIOBIEHO
TEM, UTO «BIBOITHE» TEHETMUYECKY HETIOTHOIIEHHBIN MUOKAPT
SIBJISIETCSI OCOOCHHO ONarompusiTHON MUIIEHBIO IS TIPH-
coenquHeHnsT Muokapaura. llerecoobpasHa akTuBHast ama-
THOCTUKA MUOKAPIIUTA Y 3TUX OOJTBHBIX C €TO TMOCTEAYIOIINM
JIEYIeHUEM.

Cawmpblif BaxXHBIIT MOMEHT B BEIEHUU TAI[UEHTOB — TIPO-
¢unmaktnka BCC: Bce 6GonbHble ¢ coderanuem AJl T12K
1 HKM JI2XK Haxonsitcs B rpyniie Bbicokoro pucka. Heob6xo-
MO TIPOBOIUTH TIATENBHYIO cTpaTudukanuio pucka BCC
U B HEOTHO3HAYHBIX CITydasix IPUHUMATh PElIeHre B TIOJIb3Y
umrantauun MUKJ. Bo3damoxHO, cam TMarHo3 co4yeTaHWUs
Al TI2K 1 HKM JIZK, TteM Gonee reHeTM4YeckKM Bepudu-
LIMPOBAHHBIN, MOJXKEH pacCMaTPUBATBHCS KaK TOKa3aHUe
k umrutantanyu. [Ipossrenus XCH y maumneHTOB ¢ coyeTa-
Huem AJl TT2K 1 HKM JIK 1 y 60JIbHBIX C U30J1MPOBAHHBIM
HKM JI2XX mano otnuvanuch — 3TO TOBOPUT O TOM, UTO CUM-
nrombl XCH 00ycioBiieHBI B TIEPBYIO ouepenb MMEHHO Ha-
mmarneM HKM JIK. [Ins neuenus nposiBneHunii XCH 1ene-
Cc000pa3HO MPUAEPKUBATHCS CTAHAAPTHBIX CXEM.

Ozpanuuenus ucciedo6anus

OCHOBHBIM OTpPaHUYEHNEM WCCIIEIOBAHUS SIBISIETCS] OT-
HOCUTEJIbHO HeOOJBIIIOe KOJIMIECTBO MAIIMEHTOB C COYeTaHU-
em Al T12K 1 HKM JIXK, uto aenaet HeBO3MOXHBIM 3 deK-
TUBHOE BEHITIOJTHEHNE PETPECCHMOHHOTO aHalIM3a ISl pacdyera
MPETUKTOPOB HEOIArompusITHRIX McxonoB. [Toka kak o dak-
TOpe, TTOBBIIIAIOIIEM PUCK HEOIATONIPUSATHBIX UCXOIOB, MOX-
HO B TIEPBYIO OdYepeqb TOBOPUTH O caMOM (hakTe HaIMIus
y OOJILHOTO COUYETaHMS ITUX ABYX KapauomuonaTtuit. [Toaro-
My, Ha Halll B3TJISI, BaxkKHAsI 3aMa4a — TIPOIOJKeHre Habopa
OOJIbHBIX B paMKax JaHHOTO WCCIENOBAaHUSI U pacdyeT KOH-
KPETHBIX TIPEANKTOPOB Pa3BUTHS KU3HEYTPOXKAIOIINX HAPY-
IIeHWI puTMa Ha OOJTbIel BEIOOPKE TIAIMEHTOB U TIPU T~
TEJIBHBIX CPOKAX HAOIIONCHUSI.

Eme omHuM orpaHWYeHWEM WCCIEIOBAHUS MOXET CUM-
TaThCS COYETAHUE PETPOCTEKTUBHBIX TAHHBIX ITAIIMEHTOB
C MaHHBIMM, TIOJYYEHHBIMM TIPU TPOCTIEKTUBHOM HAOIIO-
nmeHn. ONHAKO TMAIMEHTHI ObUTM WCXOTHO COTIOCTABUMBI
MeXIy co0o0i, TTOCKOJIBKY TPY BKIIIOUEHUU WX B UCCIIEN0Ba-
Hue B 2015 r. mpoBomMiIach TepeoleHKa MTUAaTHOCTUYECKUX
kpurepueB A/l 12K u HKM JIXK u B uccienoBanue BouLIu
TOJIGKO OOJIbHBIE, YIOBIETBOPSIONINE NEHCTBYIOIINM KpU-
TEepUsIM IMATHOCTUKU 3TUX 3abosneBanuit. Mcmomb3zoBaHue
PETPOCTIEKTUBHBIX JTaHHBIX TO3BOJWIO OTCIEIUTh HAIMYNE
HCXONOB 3a CYIIECTBEHHO OOJBINMIA Mepuo HaOIIoneHus,
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HEXEIIN TOT, KOTOpBIfI ObLT ObI JOCTYIIEH IJId aHa/In3a TOJIbKO
pu HpOCHeKTHBHOfI YacTu UCCIIENOBAHMA.

3aka04yenue

Coueranne Al IT2K 1 HKM JI2K BcTpevaercs vaiie, yeM
MPUHATO cYuTaTh (0OT™MeueHo y 15,5% maumenTtoB ¢ Al TIK
u 7,2% 6onbHbix ¢ HKM JIXK), u obnagaer xapakTepHbIMU
ocobeHHOCTsIMUA. K HIM OTHOCSITCSI arpecCUBHBIE, PE3UCTEHT-
HBlEe K Teparuy KeJTyTOYKOBBIE HAapYIIeHWS puTMa (JacTast
XKOC, ycroituubas 2KT), mpuBonsinme K aneKBaTHBIM cpaba-
teiBanusIM WK1, u Beicokuit puck BCC. Couertanue AJl 1K
1 HKM JI2K MoxeT ObITh 00yC/IOBJIEHO OAHOM U OoJiee MyTa-
IWSIMU KaK B JECMOCOMHBIX, TaK ¥ B HEIECMOCOMHBIX T€HaX.
Y manuenTtoB ¢ A/l T12K nammamne HKM JI2K nmo3BosnstroT 3amo-
I03puTh MyTauuu B rene DSP, nunaraumio JIK Gonee 5,65 cm
co cHmkeHnem ero @B, HemoHbI A(DhEKT OT aHTHAPUTMU-
yeckoit Teparuu. B 3THX cirydasx HeoOXOOWUM TPULIETBHBIN
aHanu3 OxoKI', MPT u MCKT. ¥ 6onpHbix ¢ HKM JIXK 3a-
nymatbest o BoamoxkHoit AJl ITK cienyer npu BeISIBJIeHNM Ya-
croit, 6onee 3000/cyt, 2KBC, ycroitunoii KT, AB-610Kampl,
CHIXXKEeHUS BojibTaXa Komimiekca QRS wm mumatamum T12K.
INpy HamMIUM TONOOGHBIX TTPU3HAKOB 11€JIeCO00pa3eH aKTUB-
Hbiit mouck kputepueB AJl IT2XK. Ilpu BemeHuu maumeHTOB
¢ coueranueMm A/l TI2K 1 HKM JIXX cnenyer ynensats ocodoe
s3HavyeHue npodwiakTuke BCC, neuenuto XCH, a Takke BbI-
SIBJICHUIO U JICYEHUIO COTTYTCTBYIOIIETO MUOKAPANTA.

JlonoanuTeabHas uungopManms
Uctounuk dunancuposanus. [Iposenenue JJHK-nuarnoctuku

MalMeHTaM BBHITIONIHEHO TIpU Tmoanepxke rpaHta PH®
Ne 16-15-10421.
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