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Pesrome

Lesb uccneoBanusi — U3YUUTh TEHIEPHBIE 0COOCHHOCTH KIMHUYECKOTO TEUCHHUS U UICXOJ0B runepTpodu-
yeckoit kapauomuonatan (I'KMII) u BeIsiBiIeHne uX cBsi3u ¢ monuMophHBIM BapuanToM 151739843 rena Genka
terutoBoro moka 7 (HSPB7). Marepuasnsl u MmeToasl. B nccienoBanne BkitoueH 171 mayieHT ¢ moaTBepKIAeH-
HOI1, coIacHO MeXTyHapoaHbIM pekoMeHaanusaM, ['KMII B Bo3pacte > 18 net. J{u3aiiH uccnenoBaHus BKIHOYAT
B ce0sl OLIEHKY TeHAEPHBIX 0COOCHHOCTEH KIIMHUYECKOTOo Te4eHus, onpenenerns ncxonos I' KMII ¢ mpumenenu-
€M HOBOTO METOAMYECKOT0 Toaxo/a, npeanoxernoro E. J. Rowin u coaBropamu (2017). [TomumopdHsIit Bapu-
anT 131739843 rera HSPB7 O naeHTH(OHUIIMPOBAH METOIOM TTOIMMEPA3HOMN IIETTHON PEakINy B PeKUME «pe-
aNbHOTO BpeMeHn». Pe3yibrarsl. COnlacHO MOMyYeHHBIM HAMU PE3y/bTaTaM aHaJIn3a KIMHUYECKOTO TeUCHHUS
I'KMII 3Ha9MMBIX TEHIEPHBIX pa3Iuuuii morydeHo He Obut0. Asmiens T momumopdroro BapuanTa rs1739843 rena
HSPB7 acconmmpoBan ¢ Hanmn4areM XxpoHudeckoi cepaednoit Hepocrtatoanoctr (XCH) (I-IV dyaxnmonansHOTO
knacca (DK)) u coxpanenHnoii hpaxmmeit Beiopoca (PB) neoro sxemynouka (JIXK) (> 50 %) y marmeHTOB )KeHCKOTO
noia ¢ 'KMII B Bozpacte > 18 niet (C: T, otHomenue mancos (OL) = 0,213, 95-npoueHTHbIH 10BEpUTENbHBIN
unrepsai (95 % A1) = 0,077-0,593, p < 0,002). Pazmep neoro npeacepaus (JIIT) u koneuHo-quacTonnyeckui
pasmep (KJIP) JDK y My>X4rH TpeBbITIIaIN aHaJOTHYHbIe TToka3arenn y skeHIuH ¢ ' KMII B Bo3pacte > 18 net
(mpu Menpmx 3HadeHusTX nHIekca KJIP JDK). Y myxxuna ¢ 'KMIT u XCH III-1V ®K 0bina BEIsSBICHA 3HAYUMO
Oozee BrIcOKast BcTpedaeMocTh reHotuna TT nommmopdroro BapuanTa rs1739843 rena HSPB7, o cpaBHeHHIO
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¢ aHaJIoruuHbIM nokazareseM cpeau Jimi ¢ XCH I-1I ®K (TT: TC + CC, Ol = 0,212, 95 % A1 = 0,065-0,688,
p <0,03). Pacnpenenenue amneneit C: T monmumopduoro Bapuanta rs1739843 rena HSPB7 y my»xunn ¢ 'KMII
u XCH III-1V ®K coctaBuio 46,9: 53,1 % npotus 69,5: 30,5 % B rpynne XCH I-II ®K (C: T, OILI = 0,387,
95% AU = 0,196-0,764, p < 0,006). ¥ myxxunn ¢ [KMII B Bozpacte > 18 siet amnens T noaumopgHOTO Bapu-
anra 151739843 rena HSPB7 Bcrpeuancs game npu nporpeccupoannn XCH no HI-IV @K (26,5 % npotus
16,0 % cooTBeTcTBEeHHO), a Taroke npH nporpeccuposanin XCH no -1V ©K u nosiBnennn Gpudpuisuus npea-
cepauii (OIT) (17,6 % nporus 6,0 % COOTBETCTBEHHO), TIO CpaBHEeHUIO ¢ ayvieneM C. 3akiaodeHue. Y KeHIUH
¢ 'KMII B Bozpacte > 18 ner BoisiBieH menpmuid pazmep JIIT u KJIP JIK npu OGonbiinx 3Ha4eHUsIX HHOCKCA
K/IP, mo cpaBHEHHIO ¢ My>KYMHAMH. 3HAYUMbIX T€HACPHBIX Pa3IHYli MO pe3yabTraraM aHaju3a KIMHUYECKOTO
teuenus ['KMII nonydeno He 6bu10. OcobennocThio TeueHuss XCH (I-1V ®K) ¢ coxpanennoi @B JIXK (> 50 %)
y kenumH ¢ ['KMII sBnsercs accoumanus ¢ aymutenem T nmoiaumopgHoro BapuanTa rsl1739843 rena HSPBY.
VY myxunn ¢ 'KMII B Bo3pacte > 18 ner amnens T u renotun TT nonumopdHoro Bapuanta rs1739843 rena
HSPB7 acconuupoBan ¢ HanunuueMm Tspkenoir XCH (III-1V @K).

KaioueBble ciioBa: runieprpodpuueckas KapJHOMUOIIATHS, TeHACPHBIE PA3IMYKsl, CAHAPOMBI THIIepTpodhuye-
CKOH KapJMOMHOTIaTHH, XPOHUYECKas cepAeyHast HeAOCTaTOYHOCTh C COXPaHEHHOH (pakLueil BBIOpoca JIeBOro
XKeyaouka, monumMopduslii Bapuant rs1739843 rena HSPB7
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Abstract

Objective. The aim of this study was to investigate gender-specific differences in the clinical profile of
hypertrophic cardiomyopathy (HCM) and to determine the impact of polymorphic variant rs1739843 of the
HSPB?7 gene on clinical profile and outcomes in women and men with HCM. Design and methods. The study
population consisted of 171 patients with HCM > 18 years old. A novel disease pathway model was employed
to assess clinical course of HCM. Single nucleotide polymorphism (SNP) rs1739843 of the HSPB7 gene was
genotyped by allele-specific real-time polymerase chain reaction assay. Results. We found no significant
gender-specific differences in clinical course of HCM in patients > 18 years old during 10-year follow-up. High
prevalence of T allele of rs1739843 of the HSPB7 gene was observed in women > 18 years old with HCM and
chronic heart failure (CHF) with preserved ejection fraction (EF) (= 50%) (C: T, odds ratio (OR) = 0,213, 95%
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confidence interval (CI) = 0,077-0,593, p <0,002). Left atrium (LA) and left ventricle (LV) diastolic diameters
were higher and LV diastolic diameter / body surface area was smaller in men than in women with HCM > 18 years
old. The frequency of TT genotype of rs1739843 of the HSPB7 gene was greater in men > 18 years old with
HCM and CHF III-1V (NYHA) functional class (FC), compared to those with CHF I-1I FC (NYHA) (TT: TC +
CC,0OR =0,212, 95% CI=0,065-0,688, p < 0,03). The allele frequency (C: T) also differs between HCM male
patients with CHF III-IV FC (NYHA), compared to those with CHF I-II FC (NYHA) — 46,9: 53,1 % vs 69,5:
30,5% (OR = 0,387, 95% CI=0,196-0,764, p < 0,006). Men with HCM > 18 years old showed higher T allele
frequency in case of HCM progression including those advancing up to CHF III-IV FC (NYHA) and those with
CHF III-1V FC (NYHA) + atrial fibrillation. Conclusions. LA and LV diastolic diameters were smaller and LV
diastolic diameter / body surface area was higher in women than in men with HCM > 18 years old. There were
no significant gender-specific differences in clinical profile of HCM in patients > 18 years old during 10-year
follow-up. Allele T of rs1739843 of the HSPB7 gene is associated with HCM and CHF with preserved ejection
fraction (= 50 %) in women > 18 years old. The T allele and TT genotype of rs1739843 of the HSPB7 gene is
also associated with HCM and CHF III-IV FC (NYHA) in men > 18 years old.

Key words: gender differences, hypertrophic cardiomyopathy, adverse pathways of hypertrophic
cardiomyopathy progression, chronic heart failure with preserved ejection fraction, polymorphic variant

rs1739843 of the HSPB7 gene
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Beenenne

l'uneprpoduueckas kapaunomuonarus (I'KMIT) —
caMoe pacnpocTpaHEHHOE HacJeJCTBEHHOE 3a-
O0onesanue cepaua [1]. [lo gaHHBIM COBpeMeH-
HOW JIUTEepaTypbl, ONHON U3 BaXKHEUIIUX IETEPMH-
HaHT, 00yCJIOBIUBAIOIINX SHAEMHOIOTHYECKUE
U KITMHUKO-MOpdonoruueckue ocodennoctu ['KMII,
sBIsieTCs o [ 2, 3]. Pasnuuus, onpeaensiomniue rere-
POTEHHOCTH 3a00JIeBaHUS Y MIPEJICTAaBUTENICH pa3HBIX
TI0JIOB, CBA3BIBAIOT IIPEXKJIE BCETO C TeHEPHBIMH 0CO-
OCHHOCTSIMH (YHKIIMOHHPOBAHUS YHIOKPUHHOM CH-
creMbl [2]. MeHbliee cofepikaHue MUPKYIUPYIOITUX
3CTPOTeHOB Y MYKUHH 10 CPABHEHUIO C KEHIIUHAMU,
a TakXKe crieupUIHbIC IS 1T0J1a Pa3Indusi B KOHIICH-
TpalMK 3CTPOTEHOBBIX PELIENTOPOB B KapAHOMHO-
UTaX OMPEIEIISIOT OONBIIYIO PACTIPOCTPaHEHHOCTh
runeprpoduu aesoro xenynouka (JIK) y mum myx-
cKoro nona [4].

B 2017 rony E.J. Rowin, M. S. Maron ¢ coaBTo-
pamu, poaHaIu3upOBaB TEUCHUE 3a00IeBaHus Ooliee
yeM y 1000 naumeHToB Ha npoTsbkennu 6omnee 10 er,
MIPEUIOKUIN HOBYIO CHCTEMY OLIEHKH KIMHHYECKOTO
teuenus u ucxogos ['KMII, npeanonararomiyio 8 Ba-
PHAHTOB BO3MOYKHOTO Pa3BUTHsI 3a00JIeBaHuUs, C y4e-
TOM TIOSIBJIEHUS CHHAPOMOB: XpPOHHUYECKOH cepaeuHon
Henoctaroynoctu (XCH) II-1V dyHkuroHansHOro
kiacca (OK) (NYHA), ¢ubpumisiuuu npencepauit
(PII), BHe3amnHoii cepaeunoit cmeptu (BCC) u ux Bo3-
MOXKHBIX coueTanuii [5]. [[puMenenue qaHHON MOIETH
JUISl U3Y4EHHS TeHACPHBIX 0COOCHHOCTEN KIIMHUYECKO-
ro teueHus: ' KMII no Hacrosiero BpeMeH! MUPOKO
HE Mpe/ICTAaBICHO B COBPEMEHHOM JuTeparype.
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IToMmuMoO reHiepHBIX J€TepMUHAHT B peaju3a-
WU pa3HooOpa3usi PEHOTHIIHYECKUX MPOSBICHUN
I'KMII cymiecTBeHHast pojib MPUHAJIEKUT FeHaAM-
MoaudukaTopam, 3HAUMMOCTb KOTOPBIX, B TOM YHCIIE,
ompenensercs mnoioM namuenta [6, 7]. Cpenu Hau-
0oJiee M3yYECHHBIX B OTHOMICHHH (EHOTHIHUYECKON
peanuzaruu ['KMII reHOB MOXKHO MEpEUYHCIUTh Te-
HBI, KOIUPYIOIINE KOMIIOHEHTHl pEHUH-aHMOTEH3H1H-
anpaocreponoBoii cucrembl (ACE, AGT), a taxxke
rersl capkoMmepHbix OenkoB (MYH7, MYBPC) [8,
9]. C yuerom HemaBHO npeioxenHon E.J. Rowin,
M. S. Maron kinaccudukamnuu [5] akTyaabHOU Mpej-
CTaBIISIETCS OLIEHKA BJIMSHUS T€HOB, ONPEAEISIONINX
teuenne XCH u pemonenupoBanue MuoKapaa, Ha Ba-
puaHThl KinHUYeckoro Tedenus I'KMIL.

B xauecTBe 0JJTHOrO M3 HOBBIX MEPCIEKTUBHBIX T'e-
HeTHYeckux mapkepoB paszsutuss XCH ceromus pac-
cMmaTpuBaeTcs reneTndeckuil Bapuant rs1739843 rena
HSPB7 [10]. Benok ternoBoro moka 7 (HSPB7, heat
shock protein family B (small) member 7) urpaet Bax-
HEHIYIO POJIb B MOJACPKaHUK HOPMAJIbHOH (QyHKIMN
CepEUHOM MBIIIIIBI ¥ PETYIALUK KapIHaIbHOTO OTBETa
Ha cTpeccoBble Bo3aeicTus [11]. Tak, B oreuecTBeH-
HBIX paboTax OblLIa MMOKa3zaHa acCOLUAIMs JaHHOTO
NOJIMMOP(HOTO BapuaHTa C PEMOJCITMPOBAHUEM MHO-
kapjaa mnocie uHpapkra Mmuokapaa [12]. HecomueH-
HBIH HHTEpeC TaKXke MPeCTaBIsAeT ero n3yuyeHue npu
I'KMII B paMkax aganTamiOHHOTO CHHApPOMA K pas-
BUTHIO U niporpeccupoBanuio XCH y 3Toii kareropuu
nanueHToB. PaHee HaMu Oblia BBISIBICHA 3HAYMMO
Oosbinas Berpedaemocth renotuna TT u amtens T mo-
mumopdroro Bapuanrtars1 739843 rena HSPB7 y Goinb-
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Heix 'KMIT n XCH ¢ coxpanenHoii hpakipeii BeiOpoca
(®B) JIXX (> 50 %) B BO3pacTe > 45 jieT 1o cpaBHEHUIO
C KOHTPOJILHOM TPymIoi (0e3 ceplaeuHO-COCYIUCTHIX
3a0oneBanwmii) [13].

HUccnenoBanus, MOCBSIICHHBIC B3AUMOCBSI3U MOJH-
Mop¢Horo Bapuanra rs1739843 rena HSPB7 ¢ Bapuan-
TaMU KIIMHUYECKOTO TEUEHUS, POTHO3a U TeHICPHBIMU
ocobennoctsiMu penorunioB 'KMII, B coBpemenHol
JTUTEPAType OTCYTCTBYIOT.

B 10 ke BpeMsl BBISIBICHHE aCCOLUALUN MOJIEKY-
JSIPHO-TEHETUUECKUX MApKEPOB C T€HIECPHBIMU OCO-
OeHHOCTsIMU KimHU4Yeckoro tedeHus ['KMII moxet
CrocoOCTBOBATh PAa3BUTHIO CTPATU(UKAIIMK PHCKA,
YTOUHSISL POTHO3 MAIIMEHTOB C JaHHBIM 3a00JICBaHU-
€M C y4eTOoM ToJa.

B cBsi3u ¢ 3TUM HedbI0 JaHHOW padoThI SIBUIOCH
M3YYCHHE TEHICPHBIX 0COOCHHOCTEH KIMHUYECKOTO
tedeHus u ucxonoB 'KMII u BeisiBIIEHUE UX CBSI3U C Te-
HOTUNaMH noauMopdHoro BapuanTa rs1739843 rena
HSPBY7.

MarepuaJjibl 1 METObI

Hacrosimee rccnenoBanue npencTasisier coooi co-
YeTaHHe PEeTPOCIEKTUBHOTO (7 JIET) M IPOCHEKTUBHOTO
(3 rona) koropTHOTO HCcienoBaHus. B uccaenoBanue
ObL1 BKJTrOUeH 171 manueHT B Bo3pacrte > 18 nert ¢ moj-
TBepxkACHHBIM nuarHo3zoM ['KMII cormacHo mexmy-
HapoAHbIM KpuTepusM. ObOcnenoBaHne MalMEHTOB
MIPOBOJIMJIOCH B IEPUOJ] UX TOCIUTAIIU3ALUH, KOTOpast
MIPOUCXOJUNIA B CBSI3M C HapaCTaHHWEM NPOSBIECHUN
XCH, 1 KOppEeKLUH KEITyA0UKOBBIX HAPYIIEHUH pUT-
Ma 1 IOCTaHOBKM UMITJIAaHTHPYEMOTO KapAMOBEpTEPaA-
nepudpumsatopa (MKJ), xynuposanust OI1, mis pe-
LIEHNs BOTIPOCA O XUPYPrHUUECKON M HEXUPYPriuuecKon
PEeNyKIHMN MeXoKeynoukoBoi neperoponku (MKID),
B TOM YHCJIE C TOMOIIIBIO MHTEPBEHIIMOHHBIX METO/IOB,
a TaKKe AJIs MPOBEIEHUS TPAHCIUIAHTAIMK Cepua.

Bce y4yacTHHKM nccienoBaHus OANKCATH HH(OP-
MHPOBaHHOE COIIACHE Ha POBEACHNE HEOOXOIMMBIX Me-
TOZIOB 00CIIeIOBaHUs], BKIIFOYAsi TEHETUUECKUI aHaIn3.

OOIEKIMHUYECKUE METO/IBI 00CIICTIOBaHSI BKITFO-
yaJy B ce0sl OLIEHKY kayio0, aHaMHe3a, 0COOEHHOCTEH
KJIIMHUYECKOU KapTUHBI 3a00JICBaHUS, a TAKIKE aHAJIHN3
CTAaHJAPTHBIX JIa0OPaTOPHBIX (KIMHUYECKUH, OMO-
XMUMUYECKUI aHaTu3bl KPOBU, OOILMI aHAIN3 MOYM)
1 MHCTPYMEHTaNBHBIX (3nekTpokapanorpadus (OKID),
cytounoe monutopupoBanue KT, sxokapaunorpadus
(DXO-KT")) MeTo10B AMarHOCTHUKHY.

Onenka knuHndeckoro teueHuss I'KMII nposo-
JIWJIach ¢ MPUMEHEHNEM HOBOM MOJEIH OIpeaesIeHus
BApUAHTOB KIMHUYECKOTO TeueHus u ucxogos ['KMII,
paspaborannoii E.J. Rowin, M. S. Maron u coaBTopa-
Mmu [5]. B cooTBeTCcTBUY ¢ TaHHOW MOJIEIBEO OBLITH BbI-
JieJIeHsl cienyromue 3 ocHoBHBIX cuHapoma ['KMIT:

1. BCC, nocranoska MK/ no npuunHe 10KyMeH-
TUPOBaHHON (GUOPHIUIALNN KETYIOYKOB WM JKEITy-
JOYKOBOW TaxMKapAW{ WM YCIEIIHO NMPOBEJICHHBIC
peaHuMaIMOHHbIE MEPOTIPHSITUS 10 TOBOJY OCTAHOBKH
cepaua Bo BHEOOIbHUYHBIX ycioBusax — BCC;

2. [IporpeccupoBanue cumnromo XCH no III-IV
OK, pedpakrepHOil K MAKCUMAIBHO TOJOOPAHHON Me-
JUKaMEHTO3HON Teparuy, CBSI3aHHOE / HE CBSI3aHHOE
¢ HanmmureM o0CcTpyKuuK BerxopHoro Tpakra JIXK, ¢ co-
xpanenHoii/cHmkennoit @B JIDK — XCH II-1V @K;

3. IocrosinHas win nepcuctupytomas PI1 nnm
MOBTOPSIOUINECS] CUMITOMHBIE MJIM KJIMHHYECKU
ompenensieMble TapoKCU3MalbHbIE AMU30bI (N > 2),
TpeOyrolne MeIMKaMEHTO3HOTO BMELIATEeNbCTBA JIIS
BOCCTaHOBIEHUs putma — DII.

B cootBeTcTBHY C OTCYTCTBHEM/HATMYNEM JAHHBIX
CHHIPOMOB M MX BO3MOXXHBIX COYETaHHH, BAPHUAHTHI
Bo3MokHOTo pazutust ' KMII knaccuduuuposammich
10 8 OCHOBHBIM TpyIIIaM.

Jlnst mpoBeieHNsl TeHEeTUYECKOTO UCCIIEeI0BaHuUs
JHK Briaensinach u3 nepudepuuecKoil KpoBH C IIOMO-
uipto Habopa Qiagen FlexiGene B COOTBETCTBUM C HH-
CTPYKUUSIMU TIpon3BoAuTeNs. [ eHOTHIIMpOBaHEe Bapu-
anta rs1739843 rena HSPB7 npoBonunocs Mmetonom
MOJIMMEPA3HOM LIETTHOM peakluy B pesKUMe PeaIbHOTO
BpPEMEHH C MOMOUIBIO aJljIeb-ClIenn()UIEeCKUX Tpaii-
MmepoB ¢upmbl Applied Biosystems Ha ammnuguka-
Tope Applied Biosystems 7500 Real Time PCR Sys-
tem (CLUA) u nabopa peareHToB Gupmbl « CHHTOM
(Poccus).

Cratuctuueckasi 00paboTKa JaHHBIX OCYIIECT-
BJIsUIach ¢ momolbio naketoB Microsoft Exel 2010,
IBM SPSS (mpo6nas Bepcusi) 1 MATLAB R2013a
(License Number 40502181). /lannbie mpu HOpMaIIb-
HOM pacIpeeIeHUH MPECTaBIEHbl B BUJIE: CpEeIHEE
3HAYEeHHE + CTaHAapTHOe OTKJoHeHue. [Ipu pacmpe-
JeJICHUH, HE SIBISIOLIEMCS HOPMallbHBIM, YKa3aHBI
MenuaHa ¥ KBapTWiIH. B Hadane mccinenoBaHUil HOp-
MaJIbHOCTh paclpeesieH s IPOBEPsIach C MOMOLIBIO
tectoB KonmoropoBa—Cmupnosa u [lanupo—Yuinxka.
JlononHuTenbHBIME (DAaKTOPaMH, BIHSIOIIMMU Ha BbI-
BOJIbI O HOPMaJIbHOCTH pachpefelieHus JaHHBIX, SIB-
JSUTUCH OLIEHKH KOA(PGHUINEHTOB ACUMMETPUH U JKC-
necca, a TakkKe BHU3YaJbHBIH aHaJIU3 THCTOTPaMM
1 HopMaIbHBIX rpadukoB Q-Q. ITpu BeIsiBIEHUM CBS3M
KaueCTBEHHBIX IIEPEMEHHBIX OBIJIH ITOCTPOCHBI TA0OIH-
bl CONPSYKEHHOCTH, COAEpIKallie 3HAYEHHsI YacToT,
Kak B aOCOJIIOTHBIX €IWHHIIAX, TaK U B MPOLEHTaX.
g cpaBHEHMS 4YacTOT MCIIOJIB30BAJICA KPUTEPUH CO-
orBercTBUs [Iupcona — % Eciiu B HEKOTOPBIX sTYeid-
Kax TaOJHIIbl COMPSDKEHHOCTH OKUAaemas 4acToTra
Obuta MeHee 5, TO MPUMEHSUICS TOYHBIM METOA pac-
YyeTa ypOBHS 3HAUMMOCTH Kputepusi. Jns Tadmui co-
NPSHKEHHOCTH 2 X 2 MpH HEOOIBLIOM YKciie 00bEKTOB
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(mo 40-50) ucrnonp30BaJICS KPUTEPHIA > C TIOMPABKOI
Ha HEMPEepBIBHOCTb, & MPU HAPYLICHUH YCJIOBHU €ro
NpUMEHeHHUs (Majas 4acToTa B siueiKax) — TOYHBIN
kputepuiit Oumiepa. Pa3nuuus cuuTamuch CTaTUCTH-
YeCKU 3HaYMMbIMU 1pu 3HaueHusx p < 0,05.

Pesynbrarsl

B uccnenyemoii rpynmne nanuentoB ¢ ' KMII myx-
yuHbl cocTaBuwin 52 % (n = 89), sxeHmuHbl — 48 %
(n = 82), cpenHuil Bo3pacT MyX4YUH ObLI MEHBLIE,
YyeM >KeHIUH. KnuHuyeckas XapakTepucTHKa Maiu-
eHToB ucciaenyemort rpynnsl I'KMII npencrasiena
B Tabnuue 1. Ha MomeHT nepBuuHOro o0cienoBaHus
OOJIBLIMHCTBO MALMEHTOB UMEJIN «KIIACCUYEeCKHH (e-
Hotum» 'KMII — mopdodyHKunoHanbsHbIH GeHOTHIT

Pemakumonnasn cratea / Editorial

I'KMII, mpu KoTOpoM codeTaroTcsi aCHMMETPUYHAs TH-
neprpodus JOK (runeprpodus MIKII), ymeHbIIEHHBIH
pazmep nonoctu JIK 1 oOCTpyKIHs BBIXOZHOTO TPaKTa
JOK. ¥V 51 % xenmmH 1 49 % MyK4uH onpeaensiach
obctpykrunas ' KMII. Yacrora BeisiBnenus OI1, apre-
PHAaIbHOM TMIIEPTEH3NH, IIEMHYECKOH 00JIe3HU cep-
1a ¥ APYroil COMYTCTBYIOIIEH MaToJOrHK ObLUTH COTIO-
ctaBuMbl y nanueHToB ¢ ' KMIT Mmy»xckoro u xkeHckoro
nojia. Y IByX KEHILMH K KOHILY NIepruoaa HaOMOaeHUs
Obl1a AMAarHOCTUPOBaHA AUJIaTallMOHHAs (a3a 3aboe-
BaHMs. Y OOJBIIMHCTBA 0OCIEIOBAaHHBIX MAL[IEHTOB
ormeueHa Al, y 27% myxuuH n 16 % xeHIMH —
OII. Caxapublii quadet 2-ro Tma Berpedancsa y 13,5 %
MYX4HH U 23,2 % xeHuuH. Y Oojee 4YeTBEpTH Malu-
€HTOB OblJIa TMarHOCTUPOBaHA UILIEeMUYECKast O0Ie3Hb

Tabnuya 1

KJIMHAYECKAS XAPAKTEPUCTUKA MAITMEHTOB C THEPTPO®UYECKOI KAPIUNOMHAOIATHEN
B BO3PACTE > 18 JIET HA MOMEHT HEPBUYHOI'O OBCJIIEJJOBAHUS (n =171)

Myx4UHBI KeHmHbI

IMapameTtp (}rll - 89) (n 2182) P
Bospact, Me (min; max), Tomsl 53 [42; 62] 61 [46; 73] 0,001
O6ctpykrusnas ['KMII, n (%) 27 (49,1) 28 (50,9) 0,523
AT, n (%) 52 (58,4) 54 (65,9) 0,32
UBC, n (%) 24 (27,0) 22 (26,8) 0,98
[THKC, n (%) 12 (13,5) 13 (15,9) 0,66
OI1, n (%) 24 (27,0%) 13 (15,9%) 0,078
Osxwupenne, n (%) 34 (38,2%) 35 (42,7 %) 0,55
CJ1 2-ro tuna, n (%) 12 (13,5) 19 (23,2) 0,1

Mpumeuanne: 'KMII — runeprpoduueckas kapauomuonarus; AI' — aprepuanbhas runeprensus; UBC — umemnyeckas 601e3Hb
cepana; [TMKC — noctundapkrHeiii kapauockiepos; OI1 — dubprmisius npeacepauii; C[I — caxapHblii quader.

Tabnuya 2
XAPAKTEPUCTUKA XPOHUYECKOM CEPAEYHOM HEJOCTATOYHOCTH
Y HAIMEHTOB C TUITEPTPO®UYECKOMN KAPTUOMUOIIATUENM B BO3PACTE > 18 JIET
K KOHIY HEPUOJA HABJIOAEHUS (n =171)
MyKYUHBI KenmuHbI

IMapameTtp (n = 89) (n=82) P
XCH k xoHIy nepuoza HadmoaeHus, n (%)
[ ®K 7(7,9) 1(1,2) 0,004
II ©K 41 (46,1) 42 (51,2)
I ®K 28 (31,5) 37 (45,1)
IV ©K 13 (14,6) 2(24)
®B JIX k koHiy nepuona HadmoaeHus, n (%)
OB JDK > 50% 65 (73,03) 66 (80,5) 0,484
®B JIXK 4049 % 11 (12,4) 6(7,3)
®B JIXK <40% 12 (13,5) 10 (12,2)
Her nannbix 1(0,01)
Junaranuonnas ¢aza ['KMII 0(0) 2(2,4)

Ipumeuanne: XCH — xpornueckas ceprednas HenocrarouHocts; DK — dynxunonansasrii knacc; @B JDK — ¢pakmus Beropoca

neBoro xemynouxa; ' KMIT — runeprpodudaeckas kapJHOMHOIIATH.
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cepaua, uy 6onee 10 % My>K4WH 1 )KEHIIUH UMET MECTO
BepU(UIMPOBAHHBIHN € TTOMOIIBIO BU3YATU3UPYIOIINX
METOJIUK MOCTHH(APKTHBINA KapANOCKIEPO3.

VY Bcex MauuMeHTOB HA MOMEHT MEPBUYHOTO 00-
cnenoBanus onpenensiack XCH ¢ coxpanennoit ®B
JIK (= 50%) na yposne Il ®K. V 6onee 40 % myxunn
n keHIIuH (45,1 % 1 47 % cooTBETCTBEHHO) B TEUCHHE
nepuoaa nabmonenus yxyammics @K XCH (tabdm. 2).
[Ipu sTom XCH I ®K BbIsBISIIACH NPEUMYIIECTBEH-
HO y MmyxuuH ¢ ['KMII, a XCH I1I ®K — y xeHmuH:
45,1 % mpotus 31,5%, (p = 0,004). XCH IV ®K
MPaKkTHYECKU B 6 pa3 yaile HaOIroanach y MyX4UH
(14,6 %), uem y xenuH (2,4 %).

3a yKa3aHHBIN epHOJ HAOMIOACHUS Y 24 MY>KUNH
n 16 sxenmmn @B JDK crana vmke 49 %. Y My)unH
1 4aCTH JKeHIIWH HapyIIeHHE CUCTOIMYECKON (PyHKLIUH
JIK ©b110 CBSI3aHO ¢ yXyALLICHUEM TeueHHs 3a0oieBa-
Hus Ha hone nosiBneHust cuaapomoBs (XCH HI-TV ©K,
OI1, BCC u ux coueranuii), a Takke 3a cueT BKIaga
KOMOPOUAHOM NMaToJI0THH.

Cpenu >xeHIIUH co cHKeHHOU u cpenneid @B JIK
(<49 %) Taxoke NpUCYTCTBOBAJIHN MALIMEHTKH C KpaiiHe
HeOIaronpusATHBIMA T€HETHUECKU AETEPMUHHPOBAH-
HBIMHU BapHaHTaMH PEMOJIETMPOBAHMS MUOKAP/Ia, B TOM
yucie ¢ auiarauonHoi dazoit FKMIT, 'KMII ¢ 06-
ctpykuueit JOK Ha cpeanHHOM ypOBHE, OCITOAKHUBIIEH-
Csl pa3BUTHEM alMKAJIbHOW aHEBPHU3MBI.

[Tpu ananuze DXO-KI" mapamerpos (Tabm. 3) 3Ha-
YUMBbIE TeHACPHBIC Pa3Iuuusl ObUIM MONTYUYCHBI IS
TaKuX MOKa3aTesei, Kak pa3Mep JIEBOTO Ipeacepans
(JIIT) (y maunentoB myxckoro mnona ¢ 'KMII atot mo-
Ka3arejb BbIIE) U HHIEKC KOHEUHO-AHACTOINYECKOTO
pasmepa (KJIP) JDK (y nur skeHCKOTO 1mosia OH ObLI
BBIILIE IO CPAaBHEHHIO C MY)KYMHAMH ). 3HAYUMBIX TCH-
JIepHbIX paznuuuii o Tonmuuae MXII, 3aaneit cten-
ku JOK, nnnexcy maccsl Muokapaa JIOK u @B JIK
nonydeHo He Obu10. Takke He OBLIO yCTaHOBIEHO

TeHAEPHBIX Pa3IUYUi MO TSHKECTH JUACTOIMYECKON
JUCHYHKLNH.

[To pesynpraram aHanu3a KIMHUYECKOTO TEUEHUS
'KMII (tabn. 4) ¢ npuMeHeHHEeM MOJENH, pa3pado-
tanHoi E.J. Rowin, M. S. Maron 8 2017 rony [5], 3Ha-
YUMBIX TeHJEPHBIX PA3IHMUUI NOITy4eHO He ObLI0 (p <
0,426). Kax y Mmy»xumH, Tak 1 y skeHIiuH ¢ ' KMII nan-
Oonee yacto BcTpevascs KnuHundeckuii Bapuant ' KMIT
¢ mporpeccupoBanuem XCH mo [II-1V ®K—y 29,2 %
m=26)uy 34,1% (n=28) COOTBETCTBEHHO.

W y myxuus, n y xxermus ¢ 'KMII B Bo3pacre >
18 neT ObUIM BBISBICHBI 3HAYMMBIEC PA3IUUMS 10 Ya-
CTOTE JIETAJIbHBIX HUCXOJIOB, B 3aBUCHUMOCTH OT CHM-
IITOMHOTO WIH ManocuMmnTomMHoro tedenus ['KMII
(tabm. 5). [Ipu cumnromuom Teuenun I'KMII (1 cun-
IpoM U 0ojiee) y MareHTOB MYKCKOTO IMojia CMepT-
HOCTh 3a 10 JeT mpakTU4ecku B 2 pa3a MpPEBbIIIAET
AQHAJIOTMYHBIN MOKa3aTeib B TPYIINE NallMeHTOB C Ma-
JIOCUMITOMHBIM T€4eHUEM (OTCYTCTBHEM CHHAPOMOB
Ha ¢oHe MenukaMmeHTo3Hou Tepanun) (p < 0,003).
YV nanueHToB XKEHCKOTo Moja MPU CUMITOMHOM Tede-
nun ['KMII (1 cunapom u Gonee) cmeptHOCTS 3a 10 et
Oosiee yeM B 6 pa3 MpeBHIILIACT AHAIOTHYHBIN TOKa3a-
TeNb B TPYIINE NallMEHTOB C MAJIOCUMIITOMHBIM Te4e-
HueM (p <0,001).

B rpynny nmis npoBeaeHusi FTEHETHYECKOTO HCCIIe-
JoBaHus ObUI0 BKIIOYEeHO 146 maumenTtos ¢ ['KMII
(myxuu — 50 %, xenmmH — 50 %). Hamu Obuia
MIpOaHaIN3UPOBAHA CBA3b T'€HOTUIIOB M ajljieneil mo-
mumopdHoro BapuanTa rs1739843 rena HSPB7 u knu-
HUYECKUX TMOoKa3aresel B rpymnie nanueHToB ¢ 'KMII
B 3aBUCHMOCTH OT I10JI1a.

Boun oOHapy)keHBbI 3HaYMMBIE Pa3Iu4us B pac-
MIpeeIeHUH TeHOTHUIIOB M BCTPEYaeMOCTH aJuienel Mmo-
aumopduoro Bapuanta rs1739843 rena HSPB7 y na-
LIMEHTOB MYCKOT0 110J1a C pa3anuHoi TsxecThio XCH
(Tabn. 6). YctaHOBIEHO, YTO ajuienb T y manueHToB

Tabruya 3

CPABHUTEJIBHASI XAPAKTEPUCTUKA KOJIMYECTBEHHbBIX 9XOKAPANOT PAOUYECKHUX ITAPAMETPOB
HALMEHTOB C THIIEPTPO®UYECKOM KAPIUOMUOIATHE B BO3PACTE > 18 JIET

Mapaverp My)K'{I/l]-[.LI (n=389) )Ke]-[l[llzll-[‘bl (n=82) p
Me (min; max) Me (min; max)
MIKTI, mm 20 [16; 25] 19,3 [17; 24] 0,86
3C JIK, mm 13,6 [10,3; 16] 13 [11; 16] 0,67
KIP JDK, mm 49 [44; 55] 44 [40; 50] 0,001
Wnpexe KIP JDK, mm/m? 24,6 [22; 26,6] 26,3 [23,2; 28,5] 0,008
UMM JIK, r/m? 176,5 [142,6; 220,1] 177 [150,2; 238,8] 0,525
JIIT, MM 49 [44; 55,7] 45,4 [42; 49] 0,001
®B JIK, % 60 [48; 67] 63,5 [56; 69] 0,12

Hpumeuanue: MXKI1 — mexorernynoukoBas neperopoaka; 3C JDK — 3aanss crenka neBoro xenynouka; KJP JIDK — koneuHo-
JIMacToNIM4YecKuil pasmep nesoro sxkenynouka; UMM JIDK — uHaexc maccsl MuOKapaa jeBoro sxenynouka; JIII — neBoe npeacepaue;
OB JIK — ¢dpakuus BeIOpOCca JIEBOTO KETyJ0UKa.
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TEHJIEPHBINA AHAJIN3 KJIWHUYECKUX BAPHAHTOB PA3SBUTHS
M VICXOJIOB 3ABOJIEBAHUS Y TAIIMEHTOB C THITEPTPO®HUYECKOM KAPTHOMUOIIATUE
B BO3PACTE > 18 JIET (n=171)

Tabnuya 4

IIyTu nporpeccupoBanusi Myactniet KenumHe! p

n (%) n (%)

Nesoanmowes e ey emeompon TN jy0s) | e

IIporpeccupoanne XCH go -1V ®K 26 (29,2) 28 (34,1)

[ocrosHHas unu nepcuctupyromas OI1 12 (13,5) 5(6,1)

BCC 2(2,2) 0(0) 0,426

ITporpeccupoanune XCH go III-TV ®K + OIT 9(10,1) 7 (8,5)

[porpeccuposanue XCH mo I1I-IV ®K + BCC 33,4 33,7

@I1+ BCC 0 (0) 0 (0)

porpeccuposanne XCH mo III-1V @K + OIT + BCC 33,4 1(1,2)

Mpumeuanune: ' KMIT — runeprpoduueckas kapauomuonarus; XCH — xponnueckas cepiednast HenoctarouHocts; DK — dyHk-
nroHanbHbIH Kinace; OIT — ¢ubpuusiius npeacepaunii; BCC — BHe3anHast cepaedHas CMepTb.

Tabnuya 5
FEH}IEPHblﬁ AHAJIN3 YACTOTBI JIETAJIBHBIX UCXOA0B
MPU MAJIOCUMIITOMHOM U CUMIITOMHOM TEYEHUU T'MIIEPTPOD®UYECKOM KAPAUOMUOIIATUHN
Y HAIHMEHTOB B BO3PACTE > 18 JIET (n =171)

MaJgocumnromuoe Tedenne | Cumnromuoe Tedenne I'KMII
(oTcyTcTBHE CHH/APOMOB) (1 cunapom u Goee) P
My K4YuHBI
YKussl, n (%) 29 (85,3) 28 (50,9)
Jletanbubrit ucxom, n (%) 54,7 16 (29,1) 0,003
Tpaucrutantanus cepaua, n (%) 0(0) 1(1,8)
Het nannsix, n (%) 0(0) 10 (18,2)
7KeHIIUHBI
Kussr, n (%) 35(92,1) 16 (36.4)
JletampHbril nexomd, n (%) 2(5,3) 16 (36,4) 0,001
TpancmmanTtaus cepama, n (%) 0(0) 24,5
Her nannbix, n (%) 1(2,6) 10 (22,7)
Mpumeuanne: TKMII — runeprpodudeckas KapAuOMHAOIATHSI.
Tabnuya 6

PACITPEJIEJJEHUE TEHOTHUTIOB 1 AJUIEJEN ITOJITMMOP®HOI'O BAPUAHTA RS1739843 TEHA
HSPB7 IO TSKECTU XPOHUYECKOMN CEPIEYHOM HEJIOCTATOUHOCTH
B I'PYIIIE HAIIMEHTOB MYKCKOI'O IIOJIA C TUIIEPTPO®UYECKOM KAPIMOMUOIIATHEM (n = 73)

I'enoTHIIBI M aJLT€JHM TOJAMMOP(HOTO XCH I-I1 ®K XCH HII-1V ®K
BapuanTa rs1739843 rena HSPB7, % (OIII) (n=41) (n=32) P
TT 4 (0,098) 11 (0,344)
CT 17 (0,586) 12 (0,375) 0.03
CC 20 (0,488) 9 (0,281) ’
T 25 (0,305) 34 (0,531) 0,006
C 57 (0,695) 30 (0,469)

Ipumeuanue: HSPB7 — 6enoxk temnosoro moka 7; XCH — xpoHudeckas cepieuHast HenocTatouHocth; DK — (yHKknoHab-
HbI# ki1acc; Ol — oTHOIICHUE IIAHCOB.



Penaxumonnas cratresa / Editorial

Tabnuya 7

PACITPEJIEJIEHUAE AJUIEJIENA TOJTAMOP®HOT'O BAPUAHTA RS1739843 TEHA HSPB7
MO KOHEYHOM ®PAKIIUU BEIEPOCA JIEBOT'O )KEJYIOUYKA
B I'PYIIE MAIIMEHTOB JKEHCKOT'O TOJIA C THITEPTPO®UYECKON KAPIUOMUOITATHEM (n = 73)

Anjiesi MoJMMOP(PHOTo BapuaHTAa o o
rs1739843 rena HSPB7, % (OLII) B JIK (<49%) PB JIK (2 50%) P
T 5(0,156) 53 (0,465) 0,002
C 27 (0,844) 61 (0,535)

Mpumeuanne: HSPB7 — 6Genok TemnoBoro moka 7; @B JIDK — ¢pakuus BeiOpoca sieBoro xenynouka; Ol — orHomieHue

1IaHCOB.

MY>KCKOTO I10JIa BCTpeyascsl 3HaUMMO Yallle y Mnamu-
entoB ¢ 'KMII u XCH II-IV ®K no cpaBHeHuto
¢ XCH I-II ®K (53,1 % npotus 30,5 %, p < 0,0006),
B TO BpeMs Kak aymens C ompenessics npeumyIie-
ctBeHHO B rpynne myxuuH ¢ 'KMII u XCH I-II
OK (C: T, orHomenune mancos (OL) = 0,387,
95-mponeHTHBIN AoBepUTENbHBIH HHTEpBad (95 %
JAN) = 0,196-0,764, p < 0,006). CxomHbIM 00pa3om
y Mmyxuu ¢ ['KMII u XCH III-IV ®K o6napyxena
OoJee BbICOKasi pacpOCTPaHEHHOCTh reHOTHIOB TT
u TC, no cpaBuenuto ¢ TakoBsiMu ipu XCH [-11 ®K
(TT: TC+CC,0111=0,212,95 % AU = 0,065-0,688,
p < 0,03). Beuno BesiBICHO, uTO Y MykunH ¢ ['KMII
B Bozpacte > 18 set amnens T monumopdHoTo Bapu-
anta rs1739843 BcTpewancs yaie Opu Oporpeccu-
poBanuu XCH no -1V @K (26,5 % npotus 16,0 %
COOTBETCTBEHHO), @ TAaK)K€ MPH NPOTPECCUPOBAHUU
XCH go II-IV ®K u nosenenun ®IT (17,6 % mpo-
TuB 6,0 % COOTBETCTBEHHO). 3HAUMMBIX pPa3TUIUI
B pacupeneneunu amieneid T u C momumopduoro
BapuaHTa rs1739843 rena HSPB7 B 3aBucumoctn
ot koHeuHoi @B JIXK cpean nui mykckoro mosa BblI-
SIBIIEHO HE OBLIO.

Jns mamuentoB ¢ I'KMII skeHCKOro I10j1a BEISB-
JIEHBl 3HaUMMBbIE pa3IuuMsl B paclpeiesieHuu ajuie-
neii T u C nonumopduoro Bapuanta rs1739843 rena
HSPB7 B 3aBucumoctu ot koHeunoit ®B JDK. ¥V ma-
uueHToK ¢ coxpanenHoid @B JIK (=50 %) mpeobnanan
amnens T monmumopduoro BapuanTa rs1739843 rena
HSPB7, no cpaBHEeHHIO C XKEHUIMHAMH CO CpeaHEH
u cHmkeHHor OB JIK (<49 %) (46,5 % npotus 15,6 %
COOTBETCTBEHHO). Asmienb C monmuMop(hHOro BapuaHTa
rs1739843 rena HSPB7 ¢ Gosnbiieit yactoroii BCTpe-
yaJjics y JKEHIIMH cO CHMXEeHHOM u cpenneit @B JIDK
(<49%) (C: T, Ol = 0,213, 95% A1 = 0,077-0,593,
p <0,002) (tadm. 7).

Oo6cy:xnenue

I'ennepnas menuuuHa — OJHO M3 CaMBIX IEp-
CIEKTUBHBIX Pa3BUBAIOLINXCS HAYUHBIX HAIIPABIEHUH,
YUUTHIBAIOLLEE MUAEMHUOIOTHIECKIE, TaTO(PU3NOIO0-
THYECKUE U KIMHUYECKHE 0COOCHHOCTH TEUCHUS 3a-
OoJsieBaHMI y MYXXUYHMH | sKeHIIUH [ 14]. M3yuyenue rex-

JEepHBIX 0COOCHHOCTEH KIMHUYECKOTO TEYCHHUS U UC-
xon0B ['KMII mo3BosuT nepcoHupUIIMpOBaTh MOIXO0T
K BBIOOPY TaKTUKH BEJCHUS TALUCHTOB.

B Hacrosiiiem uccienoBaHuy B rpymIie NalueHToB
¢ 'KMII B Bo3pacte > 18 net ObLIO BHISBICHO HE3HA-
YUTENbHOE MpeodafaHue JUI MYKCKOTO I10JIa, Y4TO
HE pacxXomuTcst ¢ OpUIHATBHON MEAUIMHCKON CTaTH-
ctukoit [1]. Pazmep JIIT u KJP JIXK y My>4nH npeBsl-
IIaJIM aHAJIOTUYHbIE MoKa3arenu y skeHuH ¢ ['KMIT
B Bo3pacTe > 18 net (mpu MEeHbIINX 3HAYCHUSIX HHICK-
ca KJIP JIXX). Cxoxue naHHble IPUBOIST B CBOUX UC-
cnenoBanusix T. Kubo u coaropst (2010) [3], a Takke
A.A. TlonsikoBa u coastopsl (2018) [15]. Hecmotps
Ha 3T0, aHanu3 knuHrdeckoro Teuerus [ KMII (c mpu-
MEHEHHEM HOBOU Moenu, pazpadoranHoii E.J. Rowin,
M. S. Maron u coaBropamu B 2017 roay [5]) B uccie-
JIlyeMbIX HaMU IPYyTIax He BBIBUJ 3HAUUMBIX T€HJIEp-
HBIX Pa3IU4Ui.

[TokazanHble B HacTosel paboTe 0COOCHHOCTH
kiuHrYeckoro redenust ' KMII cornacytorest ¢ pesynb-
taramu uccienosanus E. J. Rowin, M. S. Maron u co-
asTopos (2017) [5].

YacroTa neTanbHBIX HUCXOAOB MPHU CUMITOMHOM
teuennu ['KMII (1 cunnpom u Gonee) 3a 10 et 3Ha-
YIMO MIPEBBIIIAET aHAJIOTMYHBIN TOKa3aTelNb B TPYIIIe
MaLUEeHTOB C MAJIOCUMITTOMHBIM T€UeHHEM (OTCYTCTBH-
em cunapomoB 'KMII na ¢one MeaukamMeHTO3HOU
Tepanun) Kak My>KCKOTO, TaK M )KEHCKOTo 1oia. bonee
Tsxkenoe Tedenue I'KMII y sxeHIInH B MOXUIOM BO3-
pacte, 00yCIOBIEHHOE YacThIM Pa3BUTHEM OOCTpPYK-
TUBHBIX (popM M nunataunoHHo (a3el 3a00IeBaHMs,
NOAPOOHO OMUCAHO B psifie MyONMKaLMi OTeYeCTBEH-
HBIX 1 3apyOEKHBIX aBTOPOB [ 15, 16]. ITH pe3ynbrars
HaAXOJAT NoATBepkIeHue B padote J. B. Geske u coas-
TopoB (2017), Tie Ha OOJBIIION KOrOpTE MAIUEHTOB (N =
3673, cpenuuii Bo3pact — 55 £ 16 neT, 55 % My»4uH)
oKas3aHo, uTo keHImuHb ¢ ' KMII numerot 6oee Hu3-
KYI0 BBKHBAaEMOCTH 10 CPAaBHEHMIO ¢ MyurHamH [17].
C 3TUM coracyroTcs U JaHHBIE, TOJTy4YEHHBIE B HCCIIe-
JlyeMOI HaMH rpyTIe, B KOTOPOH K KOHILy Ieproja Ha-
OmroneHus aunaranyuonHas (asza 3aboneBanus (n = 2)
Obu1a BBIsIBIEHA TONIBKO y keHIuH ¢ 'KMII (B 06oux
CITy4asX 3aperuCTpUPOBaHbI JIETAJIbHBIE HCXO/bI).
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Ha ceropnsmnmii 1eHb JaHHBIE O TEHIEPHBIX 0CO-
OEHHOCTSIX IPU paclpeaeICHUU TEeHOTHIIOB U ajlieien
nonuMopduoro Bapuanrta rs1739843 rena HSPB7 npu
I'KMII B coBpeMeHHOI auTeparype OTCYTCTBYIOT.

Enunoro MHeHHs 0 MeXxaHHM3Max MPOTEKTUBHBIX
3¢ PEeKTOB TeHOTUTIOB U ajuleiel moJIMMOPQHOro Ba-
puanTa rs1739843 rena HSPB7 B Hacrosiiiee BpeMs
Het [10, 12, 18], 4T0 MOXKET OBITH O0YCIIOBICHO ATHH-
YECKON pa3HOPOJHOCTHIO NCCIIEAYEMBIX Py, a TaK-
K€ MIPUCYTCTBUEM JOMOIHUTENBHBIX 3THOJIOIMUECKHUX,
TeHETUYECKHX, JeMorpaguieckux (HakTopoB, MOAHDH-
LUPYIOLIUX MposiBIeHus 3a0oneBanus. B HacTosimem
HCCIIeIOBAHUH MBI OTIMCAJIM 3HAYMMOE NpeodiaiaHe
amnenst T monumopduoro Bapuanta rs1739843 rena
HSPB7 B cnyuasx tsoxenoit XCH (III-IV ©K) y nun
MYy’KCKoro noja B rpymnie nanueHToB ¢ ['KMII. Takum
00pa3om, MpeAcTaBIeHHbIC HAMH PE3YJIbTaThl [T03BOJIS-
0T BbICKA3aTh MPETOI0KEHHE O HATMYUN TPOTEKTHB-
Horo 3¢ ¢exra amnens C B oTHomeHnu Tsoxkectn XCH
B rpynme I'KMII cpeau nun Mysxckoro mnosna.

B 1o xe Bpems ocobenHocThio TeueHuss XCH
¢ coxpanennoit ®B JIXK (= 50 %) y sxenuun ¢ [KMIT
ABIISIETCS accolManus ¢ amieneM T moauMopdHOro
Bapuanra rs1739843 rena HSPB7. Hanporus, an-
nens C gaHHOTO MONMMMOpP(HOTO BapuaHTa ¢ 00JIb-
LI€H 4aCTOTOM BCTPEYAJICA Y JKEHIIUH CO CHUKEHHOMN
u cpeaneit @B JIXK (< 49%). OnqauM U3 BO3MOXKHBIX
00BSCHEHNH JAaHHOTO MPOTHBOPEUHUS MOXKET SIBISITHCS
HEOAHOPOAHOCTH rpynmnsl xeHMH ¢ 'KMIT n XCH
co cHikeHHOU u cpennert @B JIK (< 49 %), B koTO-
PO MPUCYTCTBOBAJIM MALIUEHTKH HE C «KJIACCUUECKUM
tdenorunom» 'KMII, a ¢ kpaiine HeOIaronpuUsATHEIMA
FeHEeTUYECKH AETEPMUHUPOBAHHBIMU BapHaHTaMU
peMoienupoBaHsl MHOKap/ia, B TOM YHUCIIE C JuaTa-
mroHHo# (azoit 'KMII, TKMII ¢ obctpykuueit JIK
Ha CPEJMHHOM YPOBHE, OCJIOKHUBLIEHCA pa3BUTHEM
anuKaJbHOM aHeBpHU3MBI. TepMHHAIbHBIN MEpPHOT
y 9THX TAaLMEHTOK MPOTEKa Ha (POHE FIMEKTPHUECKOH
HECTaOMIBHOCTH MHOKapAa, MOSBICHHUS (aTaabHBIX
JKEITy0UYKOBBIX aPUTMUH U 3MIHM30/10B OCTPOH JIEBOXKeE-
JIyIOYKOBOH cep/ieuHOI HEZJ0CTaTOYHOCTH.

ITpu stom XCH ¢ coxpanennoit @B JIXK (> 50 %)
XapakTepHa B OOJIbLICH CTENCHU JUIS KCHIIUH, YeM
MYXXYHH, YTO OOBSCHICTCS TEHAECPHBIMU Pa3IHYMSIMU
B amantanuu K passututo XCH [2]. IIpu XCH c co-
xpanenHoir @B JIK (= 50%) y nui xeHckoro moia
OTMEYaeTcsl MEHbINAs CTeNeHb OUIaTaluu, HO Oojee
BbIpaxkeHHas puruaHocTs JOK o cpaBHEHMIO € MyX-
YMHAMH, YTO MOXET OBITh CBS3aHO C PAa3IUYHBIM CO-
CTaBOM COEAMHUTENIbHOM TKaHU WM KHHETHKOH pac-
ciabJeHus, 3a CUeT MOJIOBBIX Pa3lMuuil B mpolecce
oOmena kanbimd [2, 19]. DT renaepHbie pa3nnuus
B pemonenupoBanuu JOK u passuriu pubdposa Muokap-
Jla HaXOASIT MOJTBEPKACHNE B pe3ybTaTaX MarHUTHO-
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pe3onancHol Tomorpaduu (MPT-uccnenosanus) [20].
Hecmotps Ha TO, 4TO B HacTosIIIeH padoTe HE OBLIO
YCTaHOBJIEHO T€HAEPHBIX PA3IUUYMNA MO TSHKECTH JHa-
CTOJIMYECKON MUCPYHKIUHU, CYIIECTBYIOT IaHHbIC
0 TOM, 4TO MeXaHMU3MbI pemojenupoBanus JOK u paz-
BUTHsI (pUOpO3a MOTYT NMPHUBECTU K JHACTOINYECKON
TUCOYHKIMK ¢ Oosee BBICOKOH BOCIPUUMYHBOCTBHIO
K HeOJIaronpusATHOMY KJIMHUYECKOMY MCXOMY Y JKEH-
e [21].

Takum oOpazom, npeodnananue amiens T monu-
Mopdnoro Bapuanra rs1739843 rena HSPB7 y xen-
e ¢ [KMIT u XCH ¢ coxpanennoit ®B JIK (>
50%) accOLUMUPOBAHO C KIACCHUECKUM (PEHOTUTIOM»
'KMIL

[TonyueHHble naHHBIE TPEOYIOT YTOUHEHUS MPH
pacupeHnn o0caeyeMbIX TPYII.

B nenom npezncraBneHHbIE HAMU PE3YNbTaThl HE
MIPOTHBOpEYAT THIIOTE3€ O BayKHOMN POJIU TAHHOTO MOJIH-
MopdHoro BapuanTa rs1739843 rena HSPB7 miist paz-
BuTHa XCH B pamkax ['KMII. BersiBnenHble reniepHbie
paznnuns B penotunuueckom nposisieann I’ KMIT mo-
3BOJISIIOT MPEIOJIararb, 4To Kak SHIOKPHUHHBIE (haKTo-
PBI, TaK ¥ TEHETUYECKHE IeTEPMUHAHTHI MOT'YT BIHATh
Ha KIMHUYecKoe Teyenne u ucxoasl ' KMIT.

3akiouenne

VY sxenmun ¢ 'KMII B Bo3pacte > 18 et BbIsB-
nen menbimi pasmep JIIT u KJP JIK npu 6ombmmx
3HadyeHusAx uHjaekca K/IP no cpaBHeHHIO ¢ My)KUMHA-
MH. 3HaYMMBIX T€HJEPHBIX pa3Iu4uil IO pe3yabTaTam
aHanu3a kinHu4eckoro tedenus 'KMII B coorset-
CTBHH C HOBOH MOJIeTibIo, pazpaborannoii E. J. Rowin,
M.S. Maron B 2017 roxy [5], monydeHo He OBLIO.
VY myxunn ¢ 'KMII B Bo3pacte > 18 net amnens T
urenorun TT nomumopdroro Bapuanta rs1739843 re-
Ha HSPB7 accounnposan ¢ Hannuuem Tsxeno XCH
(III-IV ®K). Ocodennoctrio TeueHust XCH (I-1V ®K)
¢ coxpanennoil ®B JIXK (= 50 %) y sxenuun ¢ ['KMIIT
SABIISIETCSI accolManus ¢ ajmieneM T moauMopdHOro
BapuanTa rs1739843 rena HSPB7.
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