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Lienb. /13y4nTb HO30MI0MMYECKMIA CNEKTP NpY CUHOPOME NMePBUYHON rrnepTpodun M1Mokapaa nesoro xenyaoyka (MIJ1X) ¢ npyMeHeHem Mopdo-
JIOTNYECKOW U TeHETUHEeCKON ANArHOCTVKM M COMOCTaBUTb KIMHUYECKOE TeYeHe UCTUHHOW runepTpotdryieckon kapanomuonatum (TKMM) v ee de-
HOKOMUN.

Martepuan n metogbl. B nccnefoBaHme BKoHeHo 55 6obHbIX (29 MyxUMH, cpeaHui Bo3pacT 48,2+17,0 neT) ¢ cuHgpomom MITIXK (o1 12 MM n
6onee). KputeprsamMm nckmiodeHns Bbinn CopTMBHOE, MMNepTOHMYecKoe CepaLle, MOPOoKM Ccepaua W Apyrve NpuHmnHbl BTOPUYHON rvnepTpodum
nesoro xenynoyka (J1X). MposegeHo 11 sHOOMMOKApAMabHbIX OUOMCUIA, 8 HTPAONEPALIMOHHbIX BUoNCUiA, 1 NCCNenoBaHMe SKCMIAaHTUPOBAHHOMO
cepaua, 1 ayToncus ¢ BUPYCONOrMYeckKUM UccneqoBaHvem (nonvMepasHas LenHas peakums B peanbHOM BpeMeHI) KpoBM U Mnokapaa. OCHOBHast
4acTb naumeHToB (N=45) KOHCYNbTMPOBaHa MeHETUKOM. [eHETUYECKNIA CKPUHUHI BKITIOYa OfHOBpeMeHHoe cekBeHmposaHne NGS (lon Torrent)
reHoB MYBPC3, TAZ, TPM1, LDB3, MYL2, ACTC1, MYL3, MYH7, TNNI3 n TNNT2 C NOATBEP>XXAEHVEM BbISIBNIEHHbIX BAPVAHTOB KanNMINspHbIM Cek-
BeHMpoBaHWeM no CeHrepy. MNpu KNMHWYECKOM NOA03PEHMN Ha KOHKPETHbIV reHeTUYeCKm CUHAPOM BHavane NnpoBoamnace npamas JHK-grarHoctvika
MyTaLLMA B COOTBETCTBYIOLLEM reHe. KrvHMYeckoe 0bcneoBaHve BKIIOHaNo 3MekTpokapamorpaduio, XonTepoBckoe MOHUTOPMPOBaHME, 3X0Kap-
fmorpacduio, KOpoHaporpaguio, KOMMbIOTEPHYIO /MarHUTHO-Pe30HaHCHYI0 ToMorpacuio (Mo nokasaHuam). CpeaHWn Cpok HabMoAeHNs coCTaBun
8 [3;32] mec.

Pesynbratbl. Y 28 nauveHTOB AnarHoctpoBaHa nsonmposarHHaa FIKMI, elle y 10 — ee coveTaHVe C HEKOMMAKTHLIM MUOKapA0oM (HKM). MyTtaumm
B reHax MYH7 n MYBPC3 obHapy>xeHbl y 6 6onbHbIX. B 17 cnydasx (30,9%) anarHocTpoBaHbl HecapkomepHble npuditbl MK, Y 3 naumeHTos
[MarHoCTMpoBaHa bonesHb Mabpu, y 2 — bonesHb JaHoHa, y 10 — amunompgos, y 1 — atakcus @Opuapenxa, y 1 — cuHapom LEOPARD (MyTaumm B
reHax GLA, LAME TTR, FXN, PTPN11). Ho3omoruieckuin AnarHo3 noaTsepkKaeH reHetndeckn y 23,6 % 6onbHbIx. Y naumeHTos ¢ TKMI cratncrnyeckm
3HAYMMO Yallle BCTpeYanach aCMMETPUYHAs rMNepTpohus NePEropoaKmM C 00CTPYKLIMEN 1 MbILLEYHBIMU MOCTUKAMM, MPU LPYrX GOpMax NepBUHHOM
rMnepTpodun — rvnepTpodms NPaBoro Xenyaoyka, CHuxeHne Bonstaxa QRS, koMnnekchl QS 1 bonee Hu3kas dpakums Bbibpoca (55,7+12,5%
npotvs 62,5+£10,1% npu TKMIM; p=0,08). Mopdonorinyeckme NnpusHakn MMoKapamnTa BbiseneHbl y 46,7 % naumentos ¢ TKMIM: y 3 6onbHbIX — C
HKM 1y 4 — c usonmposaHHon FKMTI. BupycHbIZ reHoM B MUokapae obHapykeH y 11 naumentos ¢ TKMIM (73,3%), B OCHOBHOM — BUpPYC repreca
Jenoseka 6 TMna (MMenach Koppensums ¢ MMoKapaMToM) 1 napsoBupyc B19. Ymepnu 11 6onbHbIX (OT MHCYNbTa,/CepaeyHon HefoCTaTOHHOCTH)
0e3 [OCTOBEPHbIX pasnuynmn mexay naumnertamm ¢ FKMIM u dheHokonuamm,

3akntoyeHune. CnekTp NPUHNH NePBUYHON rMNepTPodmM NEBOIO Xenyao4ka o4eHb WMPOK. YacToTa MMoKapamTa, CBS3aHHOro ¢ UCTUHHOW FKMIT,
coctaeuna 46,7 %. ECn cHUxeHne coKpaTuMocTn Muokapaa (dpakumm Beibpoca) y naumeHTos ¢ TKMIT MoeT ObITb CNeCTBMEM MUOKAPANTA, TO
y NaUMeHTOB C heHOKOMMUAMM OHO ODObIYHO ABNSETCS Pe3yNsTaToM CaMoro 3aboneBaHus.

KniouyeBble croBa: nepBunyHas runepTpobus M1oKapaa, rmneptpodudeckas KapamoMmonatus, O1uoncmns Mmokapaa, MUoKapauT, aMunonnos, 6o-
ne3Hb ®abpu, bonesHb [laHoHa, atakcms Opuapenxa, cuHapom LEOPARD.
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Syndrome of Primary Myocardial Hypertrophy: Clinical and Morphological, Genetic Diagnostics and Comparison of Sarcomerial
Variants of Cardiomyopathy and its Phenocopy

Olga V. Blagova', Elena V. Zaklyazminskaya?, Evgeniya A. Kogan', Vsevolod P. Sedov’, Gulnara M. Radzhabova?, Margarita E. Polyak?,
Alexander V. Nedostup'

.M. Sechenov First Moscow State Medical University (Sechenov University). Trubetskaya ul. 8-2, Moscow, 119991 Russia

2B.V. Petrovsky Russian Scientific Center of Surgery. Abrikosovsky per. 2, Moscow, 119991 Russia

Aim. To study the nosological spectrum in the syndrome of primary left ventricle hypertrophy (PLVH) using morphological and genetic diagnostics
and to compare the clinical course of true hypertrophic cardiomyopathy (HCM) and its phenocopy.

Material and methods. Fifty five adult patients (29 men, 48.2+17.0 years) with PLVH (12 mm and more) were included. The exclusion criteria
were athletic heart, hypertensive heart disease, severe valvular disease and other causes of secondary left ventricle (LV) hypertrophy. We performed
11 endomyocardial biopsy, 8 intraoperative biopsy, 1 study of explanted heart, 1 autopsy with virus investigation (real-time polymerase chain
reaction) of the blood and myocardium. Mutational screening had included simultaneous sequencing of the MYBPC3, TAZ, TPM1, LDB3, MYL2,
ACTC1, MYL3, MYH7, TNNI3 and TNNTZ2 genes based on NGS technology (lon Torrent PGMTM) with following Sanger resequencing of potentially
significant genetic variants. For patients with a phenotype of particular genetic syndrome the Sanger sequencing of target gene(s) for performed first.
Clinical examination had included electrocardiography, Holter monitoring, echocardiography, coronary angiography, computer tomography/magnetic
resonance imaging (by indication). The mean follow-up was 8 [3;32] month.
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Results. Isolated HCM was found in 28 patients, and 10 have a combination of HCM and noncompaction myocardium (NCM). Mutations in the
MYH?7 and MYBPC3 genes were detected in six cases. In 17 cases (30.9%) the non-sarcomeric causes of LVHS were detected. Three patients had
Fabry disease, 2 — had Danon disease, in 10patients we found amyloidoses, in 1 — Friedreich ataxia, and 1 patient was diagnosed with LEOPARD syn-
drome (all cases were confirmed by DNA diagnostics). Genotype-positive diagnosis was established in 23.6% of patients. In patients with HCM were
significantly more frequent asymmetric septal hypertrophy with obstruction and muscle bridges, in other forms of primary hypertrophy — right
ventricular hypertrophy, low QRS voltage, QS complexes and increasing of ejection fraction (EF) (55.7+12.5% vs 62.5£10.1% in HCM, p=0.08).
The morphologic signs of myocarditis were in 46.7 % of patients with HCM detected: in 3 patients with NCM and in 4 patients with isolated HCM. The
viral genome in the myocardium was in 11 patients with HCM (73.3%) detected, previously human herpes virus type 6 (it was correlation with myo-
carditis) and parvovirus B19. Eleven patients died due to a stroke /heart failure without no significant differences between patients with HCM and phe-
nocopy.

Conclusion. The spectrum of causes of the primary left ventricular hypertrophy is very wide. The frequency of myocarditis associated with sarcomeric
HCM was 46.7%. When lower EF and heart failure in patients with HCM can be result of myocarditis, in patients with storage disease they are the
result of disease itself.

Keywords: primary myocardial hypertrophy, hypertrophic cardiomyopathy, myocardial biopsy, myocarditis, amyloidosis, Fabry disease, Danone's
disease, Friedreich's ataxia, LEOPARD syndrome.
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[MnepTpodma MroKapaa ABMSAETCS YHMUBEPCaSbHbIM
OTBETOM Ha ero AJIUTENIbHYIO Neperpy3Ky 1 OTHOCUTCS K
Hanbornee YacTo BbISBNAEMbIM CTRYKTYPHbBIM U3MEHEHUAM
cepaua. O nepBUYHOW rMNepTPodM N1EBOTO XeNyao4Ka
(MINK) cnenyet aymaTh Npw BbIABNEHUM 0ObEKTUBHbIX
NPM3HaKOB 3TOro heHOMeHa B OTCYTCTBME Meperpysku
MWOKapAa oObeMoM /AaBneHmnem, nmbo Npu HECOOTBET-
CTBMM BbIPaXEHHOCTM (hakTOPOB MEPErpy3ku 1 CTeneHmn
rneptpodum. K npumepy, Hannume HeTsxenom, Heaas-
Hel 1 KOHTPOIMPYEMOW apTepuanbHOM MMNepPTEH3UN He
MOXET CNY>XMTb 0OBACHEHNEM TUNEPTPODUM NEBOTO Xe-
nypoyka (JIX) ot 15 MM. Hepenku codetaHms MITIX ¢
Apyrmm DonesHsMu.

Hanbonee vactom dopmowm MK sBnsetcs rinepTpo-
uyeckas kapamommonatis (FTKMI) — reHeTuyeckn ge-
TEPMUHNPOBaHHOE 3aboneBaHe, KOTOPOEe XapaKTepu3sy-
etca rmneptpoduen JIK, He 0OBbACHUMOM BTOPUYHBIMMN
npUYMHaMK, NpY OTCYTCTBUM €ro Aunataumm 1 npu co-
XpaHeHHoW dpakumu Bbibpoca (PB) [1]. dencraytoume
KpuTepun amarHosa TKMI (W.J. McKenna, 1997 r.)
npeanonaralT Hann4me rmnepTpodun PasnmnyHbIX y4a-
CTOK MMokapga oT 12-15 MM B COYeTaHUK C Hapylle-
HUAMY penonsapmsaLmm, natonorndeckumm Q Ha anek-
Tpokapaunorpamme (3KI), nepegHeCUCTONMYECKNM
IBVKEHMEM CTBOPKM MUTPaNbHOro KnanaHa, Heobbsc-
HUMbIMM OONSIMU B CcepAiLie, OAblLLIKOW, 0bMopokamu [2].

3710 Hanbonee Yactas 13 Kapanomuonatuii (nocnem-
HWe paboTbl roBopsT 0 YactoTe 1:200 [3]), Npw KoTopo
B Hanmbosbluem MPOLEHTe Cly4aeB yaaeTcs BepuduLm-
POBaTb MyTaLMK NPENMYLLLECTBEHHO B reHax capkomep-
HbIX OEMKOB C ayTOCOMHO-AOMUHAHTHLIM TUMOM Hacne-
noBaHua. Modtn y 60% OonbHbIX yOaeTcs YCTaHOBUTb
cemenHbIV xapakTep 3abonesanus [1]. OnHaKo UCTUHHas

FKMI saBngeTca ganeko He eQUHCTBEHHOW MPUYMHOWN
MK, CnekTp reHeTn4eckn OeTepMUHUPOBAHHbLIX U
nprobpeTeHHbIX 3a00NeBaHNM MUOKapaa C ero nepsuY-
HOW runepTpoduen nnu nceegornnepTpodren Ha-
CTONBKO LUMPOK, YTO cerofHs o MITIK cnefyet rosopuTts,
KakK O CHOpOMe.

PekoMeHOaUMK eBponenckmx skcnepto no KMI
(2014 1.) npnaepKMBaOTCA MMEHHO Takoro noaxoda [4].
BonbwmHcTBO He-TKMT BapnaHToB cuHapomMa (T.H. de-
HOKOMMWIA) NPOTEKAIOT C TEMU UM UHbIMU CUCTEMHbIMM
NPOSBNEHNAMM, KOTOPbIE, C OLHOM CTOPOHBI, obneryator
MOCTaHOBKY HO30J/I0MM4eCKoro AMarHo3a, a C Apyron —
co3patoT BosbLLyio BapuabenbHOCTb KIMHUYeCKoW Kap-
TWUHbI, Te4eHUs U UcxomdoB cnHapoma MK, CobcrBeHHo,
K nctuHHom TKMI cnegyet oTHOCUTL Tonbko Te 40-60%,
KOTOpble 00YCNIOBIEHbI MyTaLMAMU B reHax CapKoMepHbIX
6enkoB, rMmaBHbIM 06pasom, MuosnHa 7 (MYH7) n muo-
3uH-cBsi3biBatoLLero npotemHa C 3 Tvna (MYBPC3).

cxonsa 13 3Toro, Hosonormyeckasa onarHocTka y na-
LUMeHToB C cuHapomom [ITIK aBnaetcs BaxHenlweun
(nocne BbIACHEHWS €0 NepPBUYHOCTM) 3aaaqen. Hepedko
MMEHHO MOCTaHOBKa TOYHOIO, B MEPBYIO O4epedb, reHe-
TNYeCKOro AMarHo3a CTaBmUT TOYKY B BOMPOCE O NepBmY-
HOCTW rMnepTPOdUn. HeCOMHEHHbIN MHTepec NpeacTaB-
NSIeT TakXKe BbisiBNeHNe 0COOEHHOCTEN ANArHOCTUKM U
NPOrpeccnpoBaHnNs NOpPaxXeHUst MUOKapaa Y OONbHbIX C
TKMIT 1 ee heHOKOMUAMM B LLENTOM.

Llenbto vccnenoBaHus ObI10 M3y4nTb HO30MOMMYe-
CKUIM CMEKTP NpW CUHAPOME NEepPBUYHOWN rnnepTpodumn
MUOKapAa NeBoro Xenyngo4vka ¢ npuMeHeHneM Mopgo-
NOTMYeCKOW N reHeTMYeCcKom AMArHOCTUKM M ConocTa-
BUTb KNIMHMYeckoe TedeHmne nctiHHon FKMI u ee de-
HOKOMUN.
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MaTtepwan v metoapl

B 1ccneaoBaHme BKoYeHO 55 60mbHbIX (26 KeHLLMH
1 29 My>X4mMH, B Bo3pacTe oT 18 fo 83 neT; cpeaHMIM BO3-
pact 48,2+17,0 neT) c cuHapomom MNITIXK. MposeneHne
NCcCnefoBaHns 0000peHo NoKaNbHbIM STUHECKMM KOMU-
TeTOM. BCe naumeHTbl nognvcani 0obpoBonbHoe NHGop-
MUPOBaHHOE Corflacme Ha y4acTme B UCCIIeLOBaHUN.

Kputepmamm BKlOYEHUA B UCCNefOBaHWE CNYyXXUIN:

1) Bo3pacT ot 18 net 1 cTaplue;

2) Hanu4me rneptpodun JIXK oT 12 MM 1 Bblille Npu
OTCYTCTBMM aOPTasibHbIX MOPOKOB CepALa, apTepranbHom
rUnepTeH3umn 2-3 creneHu unu runeptpocdum JIXXK ot 15
MM U BbiLLIE MPU HEBO3MOXHOCTW MOJTHOCTBIO 0O BACHUTD
ee B paMKax neperpysku;

3) onpeneneHHbI AnarHo3 NcTkHHom FKMIT nnn KoH-
KPeTHOro BapmaHTa 0gHOM 13 ee heHOoKOMUK.

[Ona ANarHoctukn nctuHHom FKMI ncnonb3oBanmch
kputepmn W.J. McKenna [2], B ka4ecTBe LOMONMHUTENbHbLIX
KPUTEPUEB YYUTBIBANTUCH HanMM4YmMe TUMNYHBIX aHAaTOMMI-
4eckMX BapuaHTOB (acMMMeETpUYHas MM BepxyLllevHas
(hopMbI), BHYTPMXKENYOOHKOBOW ODCTRYKLMN, nepenHe-
CUCTONNYECKOTO ABMXKEHUA CTBOPKN MUTPASILHOIO Kfla-
naHa, NaToreHHbIX MyTaLWM B reHax CapkoMepHbIx Oen-
KOB, TUMUYHOM MopdONorm4eckon KapThHbl. OnarHos
deHokonumr TKMIT ycTaHaBAMBaNCa C NpyYMeHeHVeM re-
HeTUYeCKNX, MOPMOSIOrNYECKMX UMM UHbIX KITIMHUKO-Na-
OOpPaTOPHO-MHCTPYMEHTabHBIX KpUTepres, obLienpu-
HATLIX 115 KaXK0ro 13 3aboneBaHum.

KpuTtepuamm HeBKIIIOHEHNS CITY>KUININ HEBO3MOXHOCTb
npoBecTy AnddepeHLManbHYI0 AMArHOCTUKY MEXIY NC-
TMHHOM TKMTT 1 ee beHoKONMAMM, OTCYTCTBME Onpeae-
NeHHOro AnarHo3a y 0onbHbIX C NpeanonaraemMsiMu de-
HokonuamMun TKMIT, oTka3 nauueHTa OT yyactus B
nccnefoBaHnm.

MeToapl obcnegoBaHus

Bcem GosbHBIM NpoBefeHbl 0bLWwekMHUYeckoe 06-
cnenoBaHwue, IKI, axokapamorpadus (3XO-KI), cytouHoe
MoHuTOpUpoBaHue DK no Xontepy. B pamkax andde-
peHUManbHOM AMarHOCTMKK cunapoma MK gpononHm-
TeNbHO BbIMOMIHEHbI ONpefeneHne YPoBHSA aHTUKapau-
anbHbIX aHTUTEN (nabopatopus MMMYHOTUCTOXUMUN
TPAHCMIAHTONOMMKN 1N MCKYCCTBEHHBIX OPraHOB UM, aKa-
Jemuka B.M. LllymakoBa), BWPYCHOTO reHoma B
KPOBW /MWOKapae MeTOLOM NONVMMEPA3HOM LienHOM pe-
akumn (MLUP) B peanbHom Bpemern (OO0 «HK-TexHo-
norns»), MynsTUCIMpPabHas KOMMboTepHas ToMorpadust
(MCKT) cepaua ¢ BHyTPUBEHHbIM KOHTPACTUPOBAHUEM
(n=34), MarHuTHO-pe3oHaHcHas Tomorpadusa (MPT)
cepaua c ragonuHvem (n=23). [Ina AnarHocTuKmn HeKoM-
nakTHoro Muokapga (HKM) ncnonb3oBannck kputepum
C. Stollberger 1 coasT. (2013 ., 9XO-KI) 1 A. Jacquier n
coaBT. (20101, MPT). BonbLuasa YacTb naumeHTos (n=45;
81,8%) KOHCYNLTMPOBAHA FEHETMKOM C MOCNeayoLIMM

nposefeHvem JHK-anarHoctukm B naHenu 10 reHos, KO-
OMpYIOLLMX capkoMepHble benku (MYBPC3, TAZ, TPM,
LDB3, MYL2, ACTC1, MYL3, MYH7, TNNI3 n TNNT2),
NN TapreTHOM AMarHocTukM dpeHokonmi TKMI (B reHax
GLA, LAMP2, TTR, FXN, PTPN 11 v psafe Opyrux).

Mopdonornyeckoe nccnenoBaHe Mmokapaa o110
BbINoSIHeHO 20 6onbHbIM (36,4 % ): s3HAOMUOKAPAMANb-
Has broncus npaBoro xenyaodka (n=11), MHTpaonep-
LMOHHasn broncus JIK B xofe onepaLmm pacLUMPeHHOM
MU3KTOMUN (N=8), UCCnefoBaHMe 3KCMNaHUTUPOBAH-
HOro cepAua nocie 3HAOMUOKapANansHOW droncum
(n=1), aytoncusa (n=1). DHOOMMOKapAMNaNbHas buo-
ncMsa NPOBOAMNIACE MO CTaHAAPTHOM METOAMKE [OCTYNOM
yepe3 DepeHHyio BeHy O1oncurHbIMK Winuamu Cordis
STANDARD 5.5 F 104 FEMORAL c 3abopom 3-5 yya-
CTKOB. buontatbl nccnegoBanncb B CBETOBOM MUKPO-
ckone (0OKpacKm reMaToKCUNMH-3031MHOM, Mo BaH [M30HY,
M>accoHy, Mepncy, KOHro kpacHbiM, LLUNK-peakTeBoMm) u
mMeTtomom [P Ha reHom napsosupyca B19, repnetnye-
ckue BMpYChbl. [Ing NOCTaHOBKW AMAarHosa conyTcrByio-
LLlero MyoKapamuTa UCnosib3oBanmc [annacckme Kpure-
puKn. [JononHUTeNbHO NPOBOAMNACL OMONCUS CIN3UCTON
NPSMOV KULLIKM, MOAKOXHOM XMPOBOW KEeT4aTkM Ha
amunouna (n=8).

MepnmaHa cpoka HabnofeHus coctaBuna 8 [3;32] mec.
B Ka4eCTBEe OCHOBHOW KOHEYHOM TOHKM OLleHBanach Je-
TanbHOCTb. MeankamMmeHTo3Hoe nedveHne TKMIT nposo-
OMNOCh B COOTBETCTBMM C NocedHuMK EBponencknmm
pekomMeHZaumamm (2014 1) [4].

CratncTnyeckas obpaboTtka pe3ynsraToB NpoBefeHa
C nomolubio nporpaMmmbl SPSS 21 (IBM, CLUA). Hop-
MaJIbHOCTb pacrnpefeneHns OLeH1Banach no KpUTepmio
Konmoroposa-CmupHOBa. KofinyecTBeHHble Npr3Hakm ¢
HOPMaJibHbIM pacnpefeneHemM npencTaBneHbl Kak
M=£SD (cpegHee=®1 cTaHOapTHOE OTKIOHEHWE) UNN B
BMAE MefMaHbl C ykazaHuem 1-ro n 3-ro ksaptunen. Cra-
TUCTNYECKas 3HAYMMOCTb Pa3NNYMin OLEHMBaNach C no-
MoLLbto Kputepres CTolofeHTa, MaHHa-Y1THM, YUnkok-
COHa. Pasznin4me cHMTanocChb CTaTUCTUYECKM 3HAYUMbIM
npu p<0,05.

PesynbTaThl

Pe3ynbTaTbl HO30IOMMHECKOW AMAarHOCTLKI Y GONbHbIX
C CUHAPOMOM MepBUYHOW rmnepTpodun JIXK npencras-
neHbl Ha puc. 1.

[MarHo3 reHeTnyeckmn BepnduLmMpoBaH y 13 DonbHbIX
(23,6%): BblsiBNIEHbl CAPKOMEPHbIE N HECAPKOMEpPHbIe
MyTalUMM B COOTHOLWeEHUN 6:7 (Tabn. 1). O Hanu4mu ce-
MenHoM opMbl DOME3HM C TOW UM BEPOSTHOCTLIO
MOXHO rosopuTb y 11 naumeHtoB (20%). Kak MUHUMYM
B 3 CEMbAX OTMEYEeHO COYeTaHMe Pa3HbIXx MOPPOPYHK-
LIMOHalbHbIX TMNOB Kapanomuonatui (TKMI, HKM), y
1 naumeHTkn — TpaHchopMaLma 3a 12 feT 13 rmnepTpo-
PUr4eCcKoro B HEKOMMAKTHbIN PEHOTUM.
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True HCM and its combination with a non-compact myocardium
(presumably corresponds to the share of sarcomeric mutations, 68%)
MctnHHaa TKMI v ee codeTaHms ¢ HeKOMMNAaKTHbIM MYOKapAoMm
(NpeanosoXmTenbHO COOTBETCTBYET A0S1e CAPKOMEPHbIX MyTaumi, 68%)

Amyloidosis (not mutant TTR)
Amunnonaos (He MyTaHTHbIN TTR)

Amyloidosis (mutant TTR)
Amunonaos (MyTaHTHbIn TTR)

45 13

Y
HCM+NCC
TKMT+HekoMNakTHbIA MUOKapA

Y
Isolated HCM
M3onvposaHHas TKMT

The diagnosis is genetically verified
[lnarHo3 reHeTu4eck BepUMLIMpOBaH

KM - runeptpoduyeckas kapanomMmonaTmns

Fabry disease
BonesHb ®abpu

Danone's disease
bone3Hb [laHOHa

HCM - Hypertrophic Cardiomyopathy, NCC — Non-Compacted Cardiomyopathy

AL amyloidosis
AL-amunongo3s

Friedreich's Ataxia
Atakcua Opugpenxa

LEOPARD

Figure 1. Etiology of the syndrome of primary hypertrophy of the left ventricle (%)
PucyHok 1. 3Tnonorus cuHppoma nepsuyHom runeptpodun JIXK (%)

Cpefm HecapkOMepHbIX NpUYnH cuHgpomMa MK oc-
HOBHY!I0 fosmo (10 BonbHbIX, 18,2%) coCTaBU aMUon-
003, oaHako TTR-amMunongos BbifiBeH NLb Y OOHOMO
N3 HWX; elle y 7 — AMarHoCTMPOBaH (TOYHO WUV Npearo-
NOXUTENbHO) CEeHWUMbHbIN aMUIOUI03 N Y ABOUX —
AL-aMmmnnomnpos, nmetollie HereHeTn4eckyto npupoay.
Cpenn 6onee penkux deHokonu FTKMI anarHocTMpo-
BaHbl bonesHn Mabpwu, [daHoHa, atakcns Opuapenxa,
cuHgpom LEOPARD.

OxapaKkTepmsyem KaxKaylo 13 KIMHUYeCKX Noarpynn
B COMOCTaBEHUM C AaHHbIMW FEHETNYECKOTO 1 MOPdO-
NOrNYeCcKoro MCCNefoBaHUN.

KnuHunyeckmne ocobeHHocTn nctuHHom FrKMI
(capkomepHoM KapauommonaTum)

N3onnposaHHas dopma capkomepHon TKMIT gmar-
HOCTMpOBaHa y 28 60sbHbIX (50,1%) NpenMyLLLeCTBEHHO
Ha OCHOBAHWW KITVHUYECKUX OAHHbIX, XOTA Y 3 U3 HUX Bbl-
ABNEeHbl CAPKOMEPHble MyTaLmmn B reHax MYH7 n MYBPC3.
CeMelnHbIN aHaMHe3 OTAroLeH y 6 (21,4%) BonbHbIX.
CpenHui BO3pacT He OTAMYancs OT Fpynnbl C rMNepTpo-
dren B Lenom (48 net). CpeaHsas TONUMHA MEXOKeNy-
no4koBown neperopofdky (M) no gaHHbiM 3XO-KT co-
ctaBunia 17 MM, 3agHen cteHkn JIK — 13 MM. 1o gaHHbIM
MCKT/MPT BblpaxeHHOCTb rnnepTpodunm focTurana

Table 1. Pathogenic mutations found in patients with primary left ventricular hypertrophy syndrome
Tabnuua 1. CnekTp NaToreHHbIX MyTaL Wi, BbISBNEHHbIX Y 60JIbHbIX C CUHAPOMOM NepBUYHON runepTpodum JIK

len KnuHnyecknin guarsos n Myrauns Tun myTaumm % cpepy BCex MyTaLmm
TeHbl capkoMepHbIx 6enkoB (McTuHHas TKMIM)
MYH7 KM 1 p.L.395M MICCEHC 1,7%
MYBPC3 TKMM 2 p.Q1233* HOHCEHC
TKMIM+HKM 3 p.R1048H MICCEHC 38,5%
p.W1214* HOHCeHC
p.Q1233* HOHCEHC
TeHbl HecapkoMepHbIx 6enkoB (cheHokorm FKIVIM)
GLA bonestb ®abpu 3 p.Q283E MUCCEHC 9
23.1%
.964delG  peneuys co CABATOM pamkut
LAMP2 bonesHb [laHoHa 1 €.65-2A>G MyTaLMs CnnacuHra 1.1%
TTR Ammrnounzos 1 p.T40A MICCEHC 1,7%
FXN Arakena Opuapelixa 1 Her ygenuyeHns yucna nostopos (GAA);. 1, B reHe FXN 7,7%
PTPNT1 CvHopom LEOPARD 1 p.T468M MICCEHC 1,7%
JIK - nesbiit xenyzoyek, FKMI - runeprpodnyeckas kapamnommonatis, HKM — HekomnakTHbI MioKaps,
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Syndrome of Primary Myocardial Hypertrophy
CUHAPOM MepBUYHON rnnepTpoghum MMokapaa

Table 2. Comparative characteristics of patients with true
hypertrophic cardiomyopathy and other diseases
that occur with primary left ventricular hypertrophy
syndrome (phenocopies)

Tabnuua 2. CpaBHUTENbHAs XapakTepucTuka 6onbHbIX

¢ uctvHHoM TKMI v gpyrumu 3aboneBaHusMuU,
npoTeKalLWUMM C CUHLPOMOM MEPBUYHOM
runepTtpodun JIXK (deHokonusamm).

Mpu3Hak FKMIM (6e3 HKM) He FKMI p
(n=28) (n=17)
Bo3pact, ner 48,0+14,0 54,9£21,2  p>0,05
XeHwmHbl, % 50 23,5 p>0,05
OTArOLLEHHbIN CEMENHbIN
aHamHe3, % 21,4 11,8 p>0,05
Crapmsa XCH 1A 113 p<0,05
OyHKUMOHaNbHbIN knacc XCH 2[0;3] 3[2,3]  p>0,05
0bmopoki/BCC, % 14,3 23,5 p>0,05
Oubpunnsuwa npeacepaui, % 35,7 58,8 p>0,05
luneprpocms JIX (3KT), % 67,9 29,4 p<0,05
Huzku BonsTax, % 3,6 35,3 p<0,01
3y6usl Q/QS, % 25,0 29,4 p>0,05
KOP JTX, cm 4,7£0,6 4,905 p>0,05
(pakups Bbidpoca 11X, % 62,5£10,1 55,7£12,5 p=0,080
Tonwmra MXM (3X0-KT), MM 16,9%5,0 15,7450  p>0,05
lneprpodud MX, % 7,1 29,4 p<0,05
JTokanbHas runeprpocua
MXTT, % 50 0 p<0,001
0BCTYKLS BEIXOAHOMO
TpakTa J1X, % 46,4 59 p<0,01
MutpanbHas peryprutauns, % 1[0,625;1,875] 2[1;2]  p<0,05
MbllLeyHble MocTuky, % 31,6 0 p=0,077
JletanbHocTb, % 14,3 17,6 p>0,05
[JlanHble npepcrasneHbl 8 Buae M£SD unn Me[25%;75%], e He yka3aHo nHoe
XCH - XpoHmyeckan cepae4Has HeRoCTaTo4HOCTb, BCC — BHe3anHas CepaeyHas cMepTb,
JIK - nesbiit xenynoyek, KIP — KoHeYHbIN gnactonnyecki pasvep,
MXI - mexokenyaoukoBas neperopoaka, X - npasbivt xenysoyex

24 mMm. CpefHUN KOHEeYHO-AMAaCTONNYeCcKUA pasmep
(KOP) JIX cocrasun 4,8+0,6 cM, KOHeYHO-AMacToNMYe-
ckmi 0bbem (KOO) — 92,4+29,6 mn, hpakLms Boibpoca
(®B) - 62,5%+10,1%, OblAN TUNUYHBI AUNaTauMs NeBoro
npencepams (JIM) (03,7£37,6 M) 1 B MeHbLLIEN CTeneHn
— npasoro npeacepams (MM) (71,3+£23,4 M), TeHOeH-
L5t K MOBBILLEHMIO CUCTONTNYECKOTO AABMEHWA B IEMOYHOM
aptepun (CONA) (32,6+11,1 MM pT. CT.).

OTmeYeHbl cnepyoLme KnuHndeckre popmbl FTKMIT:

1. O6cTpykTMBHas (n=13) — y Bcex BOMbHbIX MMenach
cepaeyHas HegocTtatodHocTb IIA-IIB crapmn, 2-4 OK, y 6
— MepuaTenbHas apuTMUs (MperMyLLIecTBEHHO Nepcu-
cTvpyoLasn), y 8 — MUTpanbHas HedoCTaTouHOCTh -1l
cTeneHu. IeBATM NaumeHTaM BbINOMHeHa onepaLms pac-
wnpeHHon munakTomMum (npod. C.J1. [3emellkesny), B
T.4. C NpOTE3MPOBaHMEM MUTPanbHOro knanaHa. OT-
MeYeHbl MPU3HaKM AMUCNAa3nKM KnanaHa, 3KTONus 1 Bbl-
paXxeHHaa rMnepTpoduns NanUINAPHbIX MbILLUL,, YTO MO3-

BONWUIO rOBOPUTE O AUDDY3HO-TeHEePaTN30BaHHOM
opme TKMT [5]. LLiectepbim 60MbHBIM MpenBapuTensHO
NMMNaHTMPOBaH KapanosepTep-aechmbpunnatop (MKI).
OLMH NaumeHT ymMep B paHHeM nocseonepaLoHHOM ne-
proae OT XPOHUYECKOW CepAeyHOM Hea0CTaTOHHOCTU
(XCH).

2. HeobcrpyktneHas acuMmmMetpuyHas TKMIT ¢ npe-
nMmyllectBeHHon runeptpoduert MXT vnn 6e3 Hee
(n=12). B uenom 311 0osibHble OTANYANMCh OTCYTCTBMEM
CTONb BblpaxkeHHoW XCH, ogHako y 3 nauVeHToB MMenuchb
KIMHWYeCKM 3Ha4YMMble MPOsBAEHNS KOPOHAPHOW HEeLO-
CTAaTO4HOCTK, Y 3 — MepLaTeSlbHas apUTMmS, OAMH Naun-
€HT yMep BHe3amnHo 4o umnnaHtaumm UK.

3. AnukanbHas (BepxyLueyHas) dopmMa (n=3), npo-
SIBNIEHVEM KOTOPOW BbINV CUMMATOMbI ULLEMUK, MOMUMO
«KOpOHapHbIX» 3yoLoB T Ha DKT B NeBbIX rpyaHbIX OTBE-
LleHnsx. J1eTanbHOCTb cpefn OOMbHbIX C U30IMPOBAHHOM
FKMIM coctasuna 10,7% (3 GonbHbIX). Kpome 3T10r0,
NPEAnONOXUTENBHO, OT MOBTOPHOIO MHCYIBTa CKOHYanach
OonbHas 17 net 0e3 JOCTOBEPHOW MepLLATeNbHOW apuT-
MWU, HO C BbIPaXXeHHOW neMuren Mruokapaa (puc. 2).

KnuHnyeckmne ocobeHHocT FTKMI
B coveTaHuu ¢ HKM JIK

[aHHasa dpopma okasanace BTOPOW MO 4acToTe Cpeau
BCex naumeHToB ¢ MITIX (n=10) n xapakTepunsoBanacb
BbICOKOWM 4acTOTOM OBHApPY>KeHMs NMaTOreHHbIX MyTaLMm
B reHe MYBPC3 (37,5%). X cpeOHnn Bo3pacT Obin
noytn Ha 10 neT MeHblue (37,1%+11,6 net, ot 25 fo 58
NET), YTO CBSA3AHO C DOMbLLIEN TAXKECTbIO TeHeHNs OoNe3HW.
ObcTpykumm J1XK, a Takke annkansHon opMbl He ObINo
(3a OAHUM UCKIIOYEHEM), CpeaHssa TonLMHa MXXTT co-
cTaBuna 16 MM, 3agHen creHkm JIK — 11 MM, Makcu-
MallbHas TOJWMHA CTeHOK Mo AaHHbIM MCKT/MPT -
22,3£4,8 MM; MUTpanbHas Hedoctato4HocTb -1l cre-
NeHN AMArHoCTMPOBaHa NNLLb Yy 3 BOMbHbIX.

MaBHbIM KIIMHNYECKUM MPOosiBIeHeM Obina cepaey-
Has HedoCTaTouHOCTL (60%), 0bycnoBneHHas coyeta-
HMEM PeCTPUKTUBHOW U CUCTONNYECKOM ANCHDYHKLMN: OT-
HoweHue E/A coctaBuno B cpegHem 2,4; OB
45,3+13,0%; KOP JIK 5,5+0,7 cm; JIM 124,0+60,8
mn; COJTA 31,2+£12,5 MM pr.cT. MepuaTenibHag aputMma
npucyTctBoBana y 7 6onbHbix (70%), conpoBoxaanach
pa3BUTUEM BHyTpUcepheYHoro TpoMbosa (y 2-x naum-
eHToB) (puc. 3), MemMmyeckoro nHcynesta (y 2-x naum-
€HTOB) M MHapkTa M1okapaa (y 1 naumeHTa). Heycton-
YyMBas XKenygo4KoBas Taxmkapamsa sbigsneHa y 9 (90%)
OOnbHbIX; 2 NaUMeHTa Nepexxniv KIMHNYeCKyo CMepTb,
MK »mnnaHTpoBaHbl 5 GonbHbIM, cpabaTbiBaHWI Ha
(hoHe Tepannmn aMMoLapOHOM 1 B-afpeHobnokaTopamm
He 3aVKCMPOBaHO.

Mcxoapbl okaszanmch HanxyawmmMuy cpeam Bcex 00nbHbIX
¢ TKMIM: netanbHocThb coctaBmna 50% (4 OonbHbIX), B
T.4. 0fjHa CMepPTb OT MHMapKTa,/UHCYNbTa, 04Ha — OT Tep-
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Syndrome of Primary Myocardial Hypertrophy
CUHAPOM 1epBUYHON rnnepTpochum Mnokapaa

A. ECG (paper speed is 25 mm/s); B. Fragment of daily monitoring of ECG (record speed is 25 mm/s); C. Echocardiography (local thickening of the interventricular septum up to
17 mm); D. Heart MRI (diffuse LV hypertrophy; E-G. Right ventricular endomyocardial biopsy specimens, hematoxylin-eosin staining; small (E, F) and large (G) enlargement:
hypertrophy and random arrangement of cardiomyocytes, vessels with swollen endothelium, sclerosis and hyalinosis focal sclerosis, accumulations of lymphohistiocytic elements
in the interstitium and perivascular zone

ECG - electrocardiography, MRI = magnetic resonance imaging, LV — left ventricle

A. 3KT (ckopocTb 3anucy 25 Mm/c); B. DparMeHT cyToqHoro MoHuToprposarus K (ckopoctb 25 MM/c); C. IXO-KT (nokansHoe yronierre MXI go 17 mm); D. MPT cepaua (and-
dy3Has runeptpodmns JIX; E-G. SHLOMMOKapAManbHble GUONTaTbI MPABOrO XeNyA04Ka, OKPacka reMatoKCMMHOM-303uHoM; Manoe (E, F) v Gonbluioe (G) yBenuyeHue: runeprpodus
11 XaOTNYHOE PaCcronoXeH1e KapaMOMUOLMTOB, COCYAbI C HABYXLLVM SHLOTENNEM, CKNEPO30M W ManiHO30M CTEHOK, O4aroBbI CKNepo3, CKOMAEHUS IMMQOrUCTUOLMTAPHbIX S1EMEHTOB
B MHTEPCTULLN 1 NEPUBACKYAAPHOM 30He

SKT — anektpokapavorpadus, 9XO-KI — axokapanorpadus, MXI — mexokenynoykoBas neperopogka, MPT — MarHUTHO-pe3oHaHcHas Tomorpadus, JTK — neBbiv xenyaouyek

Figure 2. The results of an instrumental examination of a patient 17 years old
PucyHoK 2. Pe3ynbTaTbl MHCTPYMeHTaNlbHOro obcniefoBaHuns 6onbHom 17 net

&
H
-
18 em
» 128em
g « Dist 188cr 188.cm
13Them + Dist 4.86 er 248 cm

Pronounced progressive dilatation of the left atrium (left pictures - an increase in left atrium volume from 187 to 262 ml); the ratio of non-compact and compact layers in the left ventricule
wall is close to 4, local hypertrophy of the interventricular septum (central upper) is clearly revealed; regurgitation flows through the mitral valve and an open oval window, from left to
right (upper right); massive flotating thrombi of the right (central lower) and left (lower right) atria according to transesophageal echocardiography (lower row); thrombus was also
detected at the apex of the left ventricle

BbipaxeHHas nporpeccupytoluas avnataums I (nesble CHAMKY — yBenu4eHvie obbema co 187 [0 262 MN); COOTHOLLEHME HEKOMMAKTHOO W KOMMAKTHOMO ClloeB B cTeHke JIXK 613ko
K 4, OT4eTANBO BbISBNAETCA NoKanbHas rnepTpodus MXI (BepxHUI psif B LIEHTPe); NOTOKW perypriTaLm HYepes MUTPanbHbIA KnanaH v OTKpbIToe 0BafibHOe OKHO, CleBa Hanpaso
(BepxHuI psif cpaBa); MaccviBHble RoTTUpYIoLL e TPOMObI MPaBoro (B LieHTpe) 1 f1eBoro (crpaBa) npeacepami no AaHHbIM YpecniniieBoaHomn IXO-KI (HUXHWA psg); TPOMO BbisiBeH
Takxe B BepxyLuke JIX

JIN - nesoe npepcepave, IXO-KT — axokapavorpadus, MXIT — MexckenynoykoBas neperopogka, K — nesbivt xkenyaodek

Figure 3. Echocardiography of a patient 38 years old for 2010 (upper row) and 2015 (lower row)
PucyHok 3. 9XO-KT 6onbHo 38 net o1 2010 1. (BepxHui pag) u 2015 . (HUXHUIA pag)
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Syndrome of Primary Myocardial Hypertrophy
CUHAPOM 1epBUYHON rNNepTpohum MUokapaa

ECG (paper speed 25 mm/s, voltage = 10 mV/mm): expressed amplitude criteria for LV hypertrophy without decreasing voltage in standard leads, with the formation of deep negative
T waves (B, C) in older patients (2nd and 3rd patients); small-wave form of atrial fibrillation (A; 1st patient). Echocardiography: pronounced atrial dilatation with a minimal degree of LV
hypertrophy (D; 1st patient); diffuse hypertrophy and heterogeneity of the myocardium of the left ventricle and pancreas, marked thickening of the breast (17 mm) and tricuspid regur-
gitation with moderate dilatation of the atria (E, F; 2nd patient)

ECG - electrocardiography, LV — left ventricle

KT (ckopocTb 3anmcn 25 MM/c, BombTax — 10 MB/MM): BbipaxeHHble aMMNTYAHbIE KpUTepUy runepTpotm JIX 6e3 CHUXEeHUS BonbTaxa B CTaHLAPTHbIX OTBELEHNSX, C hopMMpo-
BaHWeM rybokwx oTpruaTenbHblx 3yduos T (B, C) y crapiumx 60bHbIX (2-1 11 3-1 NaumeHTbl); MENKoBOAHOBas hopma MepLaTenbHoi aputmun (A; 1-7 naumeHT). IXO-KT: BbipaxeHHast
[LvnataLus npeacepavin npu MYHUManbHoO creneru runeptpodun JIX (D; 1-7 naumneHT); auddysHas runeptpotdmns U HEOAHOPOAHOCTL MUOKapaa JIX v MX, BbipaxeHHOe yTonLeHne
MXTT (17 MM) v TpUKyCNMaanbHas perypritauys npy ymMmepeHHon aunatauumn npeacepann (E,F; 2-1 naumenT).

SKI - anektpokapavorpadws, IXO-KI' — axokapanorpagus, MXI — mexckenynoykoBas neperopogka, MK — npabivt enynodek, MarHWTHO-pe3oHaHCHasa Tomorpadus,

JIK — neBbIn xxenynoyek

Figure 4. ECG and Echocardiography of the 1st (34 years), 2nd (53 years) and 3rd patients (51 years) with Fabry

disease

PucyHok 4. 3KT n 3XO-KT nepsoro (34 roga), BToporo (53 roga) nauueHToB 1 TpeTben nauneHTkn (51 roa)

c 6bonesHbto Pabpu

MUMHanbHoM XCH, ofHa — NO HeyCTaHOBNEHHOW NPUHKHE,
N OfHa — B PaHHW NOCIe0oNepaLIOHHbIV Nepmros, nocrne
TPaHCMMaHTaUMW cepaua; elle ofHOM OONbHOW TpaHC-
MnaHTaLUMa cepALa BbIMOHEHA yCNeLHo. BbknBaemMocTb
0e3 TpaHcnnaHTaumm cocrasuna Bcero 44,4% 3a 13
[2;39,5] Mec HabnofeHus.

Pe3ynbtaTbl MOphONOrnyeckoro ncciegoBaHus
Muokappaa y 60sbHbIX ¢ UCTUHHOM TKMIT/ ee
coyeTtaHnem ¢ HKM

Lenbto npukmnsHeHHOW broncum Mmokapaa dbino He
TONMbKO UCKJTI0YeHMe Doie3Her HaKoMMeHUs 1 aMunou-
11033, HO U Bepudmkaumsa mmokapamnta (3 0onbHbIX C
HKM, Ta>Xenom cnctonmyeckom ancdyHKUMen n KimHm-
YeCKNM NOJ03PEHMEM Ha MUOKAPLMUT), MO0 ero UCKIIo-
deHue (y octanbHbIX, BMONCKS BbINOMHANACh MHTpaone-
paLMoHHO). Bcero Mopdonormyeckoe nccrienoBaHmne
BbINOMHeHo 15 6onbHbIM C UCTUHHOW TKMIT. BUpYCHbI
reHOM BbisiBfIeH B KPOBU Y 5 (33,3%) DONbHbIX, B MU1O-
kapae —y 11 (73,3%), B T. 4. MUKCT-UHDekuma 8 20%,

npemMyLLLeCTBEHHO — napBoBUpyC B19 1 BMpycC repreca
6 TWMNa, B T. Y. y BCEX TPOMX BOJbHbBIX C KIIMHNYECKUM MO-
[03peHVEM Ha MNOKAPAUT.

B 100% cny4aeB NoATBEPXAEHO HanMyMe BblpaxeH-
HOW rUnepTpodUmM KapaMoOMMOLMTOB, Y 2 /3 DONbHbIX
BbIAIB/IEHO XaOTMYHOE PacnofoXeHe KapgnoMmMOLMTOB,
1 bonee 4em y 90% — npu3sHakm o4arosoro (3amectu-
TENbHOrO) U NEePUMYCKYNAPHOro ckiepo3sa. MpraHaku
MurokapamTa (MMMdOrncTMoUnTapHble UHMDUNLTPATHI)
BbISIBMEHbI HE TOMbKO Y BCEX DOMBbHbIX C KNMHUYECKMM Mo-
[l03peHMeM Ha Hero, Ho Takxke y 33,3% nauneHToB Oe3
KITMHWYECKMX NPU3HAKOoB MnokapanTa (Bceroy 46,7%).
Y 16,7% 13 HUX BblFBNEHa TakXe BOCMaNUTeNIbHasA MH-
unbTpaums B sHaokapae (B o4HOM Cllydae — Yepes non-
rofa nocsie onepaLmm OTMEYeHO Pa3BUTUE KITUHUKM UH-
hekUMOoHHOro 3HAOoKapaMTa). Hannuve muokapauTa
KOPPEennpoBano C 0bHapyXXeHnemM B MUOKapAe 1N KPOBU
reHoMa Bupyca repneca 6 T1na, HoO He napBoBMpyca B19.
OTMeYeHbl Koppenaunm MopdoiorMyeckoro omarHosa
MWOKapAMTa C PALOM KIMHNYECKNX NMPU3HAKOB (CUMM-
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Syndrome of Primary Myocardial Hypertrophy
CUHAPOM 1epBUYHON rnnepTpoghum MMokapaa

TOMbI VLLIEMMU, NOBbILLEHNE TUTPOB aHTVKAPAMATbHbBIX
aHTUTen B KpoBw). Mpendpacnonarasno K pasBUTMIO MUO-
KapauTa Takxe Hanndne HKM: cpeam 60nbHbix ¢ HKM
MWOKapANT OMAarHOCTMPOBaH B 60% ciyyaes.

KnnHuyeckre ocobeHHOCTU NepBUYHOM
rmneptpodunmn mmokapga JIXX scneacreve
aMmunonpgosa

BonbHble C aMMNoMA030M cepALa Obinm CyLEeCTBEHHO
cTapue (B cpefHeM — 68 f1eT), 4eM oCTasibHble NaLMEHTbI
c cnHgpomom MITIK. IMeHHO 3TOT MyHKT CTaHOBWIICS OT-
npaBHbIM B AnddepeHLManbHoM amarHocTiike (xoTs ca-
MOW Mosiogon 6onbHoM ¢ AL-Tunom 6biio 40 net). Ju-
arHo3 BepudULIMPOBaH C MOMOLLbIO O1OoNCKMK M1oKapaa
(n=2), NoAKOXHOW XMPOBOW KIETHATKM, NCCNef0BaHUS
KPOBM 1N MO4YU Ha CBODOAHbIE Nerkune Lenn MMMYHOT0-
OynnHoB (AL-TWN) nAv CUMHTUIpachum MrMokapaa C nn-
poocthatom (TTR-TUM). BHYTpUxKeNyOo04KOBOM 0OCTPYK-
UMM M aCUMMETPUYHOTO NaTTepHa rmnepTpohum He Obino
HW 'y KOro, cpeaHssa TonwmHa MXIT v 3agHen creHkm JTXK
coctasuna 14 wmMm, KOP JIX 4,9+£0,6 cm; OB
49,6+10,5%; J1M 90,2%24,9 mn, otHoweHne E/A 1,9;
COJTIA 37,0%£9,8 MM PT.CT.; MUTpalibHas He4OCTaTOYHOCTb
Oonee | crtenex umenacb B 70%.

XCH, npenmyuiectBeHHo 3 OK, Obina rmaBHbIM Mpo-
ABNeHneM OonesHu, MepuaTenbHas apuTMIUS pa3Brunach
B 70% cnydvaeB (OTcyTCTBOBana B OCHOBHOM Mpu
AL-Tne). CHUXeHMe BonbTaxa komnnekcos QRS Ha DK
oTMeydeHo B 60%, natonorudeckue 3ybLbl Q /KoMnnekchl
QS — B8 50%, B 70 BpeMd Kak MPU3HaKOB rMnepTpodumn
JIK He BbINO HKM y KOro. M3 cUCTEMHbIX MPOSIBNEHWN
TTR-ammnomnao3a Habnoganack TonbKo Helponatus. Y
naumeHTa 83 neT AMarHOCTMPOBaHO codeTaHme TTR-amu-
JIOVI03a U [ereHepaTMBHOrO aopTalibHOro CTeHo3a. Kap-
avoctimynatop u VKO MnnaHTMpoBaHbl ABOMM Oonb-
HbIM. JleTansHocCTb coctasuna 30%, BkNto4Yas nauyeHTa
c TTR- amunonao3om (Cpok ero >mn3Hu Nocse NocTaHoBKM
AnarHosa goctvr 10 neT); NpUYnHON CMepTU BO BCEX CITy-
4asix Oblna TepMUHanbHas cepeyHas HeJoCTaTO4HOCTb.

KnuHnyeckme ocobeHHOCTU NepBUYHOM
rmneptpodumn mmokappaa JIXXK scneacreve
peakunx deHokonumn FTKMI

Hanbonee 4acton 13 pefkux NpUHMH rUnepTpodum
oka3anacb bonesHb Mabpu, BepUGULMPOBAHHAN Y 2-X
MYXUUH 34 1 54 neT 1 XeHwyHbl 51 roga ¢ NoMoLLbIio
OHK-OnarHoctmku v onpeneneHuns ypoBHA o-rajiakTtosm-
[0a3bl B KPOBK. Y MEPBOrO NaLMeHTa KIMo4YOM K MOCTaHOBKE
OMarHo3a Cranm xapakTepHble Mopdonorn4eckme nme-
HeHns B MUokapae (HakonneHue PAS-MonoxuntensHom
cyOCTaHUMN B KapAMOMMOLMTAX), OAHAKO Y BCEX TPOUX
UMenncb TUMWYHbIE BHEKapAManbHble NpossneHus 0o-
nesnu. inarHos conesHn Gabpu B ceMbsX NMOCTaBNEH He
Obin.

N3meHeHna Ha IDKI Obinm ogHOTUMHBI U BeCbMa
XapaKTepHbI: BbIPaXeHHOCTb CUHAPOMA TMnepTpodunm
JIXK 3HauMTENbHO NpeBbIWaeT 0DbIYHYIO OS89 BTOPUYHOM
rMnepTpodun, SPKO BblpaXKeHbl 3a0CTPEHHble 3yOLbl T
(pnc. 4). CreneHb runeptpocbun JIK No OaHHbIM
SXO-KI y My>4MH Takxxe HapacTana ¢ Bo3pactom (ot
14 00 18 MM), Y XeHLLMHbI OHa MUHMUManbHa (12 MM);
OB coxpaHHa. CyuiectBeHHoe yBenuyerue JIM n mepua-
TenbHas apuUTMUA OTMEYEHbI Y KIMHNYeckn bonee nerkmx
nauMeHToB (MOMOAOro MyXXUMHbI 1 XeHLLMHbI). Pa3sep-
HYTOW MOYEYHOM HeOJoCTaTOHHOCTM He ObIIo HU Y KOro,
apTepuanbHasa rMNepToOHMA BblpaXKeHa yMepeHHo. Bce
DornbHbIe NoMy4HaloT hepMeHT-3aMeCTUTENbHYIO Tepanuio,
COCTOsHME UX CTabunbHO. B ogHOM cnyvae ofnHoBpe-
MEHHO C Ha4yanoM pepMeHT-3aMeCTUTENBHOM Tepanum
Pa3BMNOCh 3aMEeTHOe y4allleHre NMapokCcM3MOoB Meplia-
TeIbHOM apUTMWK, YTO PaCLIEHEHO KakK CleaCcTBMe aKTu-
B13aLMM OOMEHHbIX MPOLECCOB B KapauommoumTax (no
aHanorm ¢ CMHAPOMOM penepdy3mni) 1 BTOPUYHOTO BOC-
naneHus (BbISBNEHO pe3Koe MOBbILIEHWe TUTPOB aHTU-
KapavanbHbIX aHTUTEN).

OcHoBaHMEM AJ15 AMarHocTuk 6onesHn [laHoHa y AByX
MOSOZbIX MYy>X4nH (18 1 24 neT) cTanu, B NepBayto ovepeb,
KpalHsis cTerneHb BblpaxkeHHOCTW anddy3Homn runeptpodum
(0o 3 am 1 Bonee) B COMETaHMM CO 3HAUNMOW CUCTOSNHECKO
ancchyHKUven (B 0aHOM CiyYae), yMepeHHON YMCTBEHHOWM
OTCTaNOCTbIO, MOBbILLEHVEM YPOBHS NeYeHOYHbIX (hepmeH-
ToB, KK, a Takxke non 1 BO3pacT MauMeHToB. B ogHoOM
cyyae MMenncb GornbHble MaTb 1 OpaTbs, Yy KOTOPbIX
COCTOSIHME ANNTENBHOE BPEMS PaCLIeHBANIOCh NeamaTpaMm
kak TKMI. OuarHo3 Obin noAaTBepXAeH MeTodamu
[HK-amarHocrkm 1 Groncnm Mrokapaa. KoHTakT C ofHMM
NaLeHTOM MOTEPSIH, BTOPOW XMB, Y HETO PErCTPMPOBANUCH
onpaBaaHHble cpabatbiBaHus VK,

HakoHel, no ogHomMy G0nbHOMY MMeNnn aTakCuio
Opuapernxa n cnHapom LEOPARD, Takke noATBEp>KaEH-
Hble ¢ nomollblo JHK-gmnarHoctnkmn. B obourx crnyyasx
nopaxeHve cepALa AnuTenbHoe BpeMs pacLleHBanoch
kak TKMI1, ocHoBaHveM Ond nepecMoTpa AMarHo3a
CTanu, B NepBYIO o4epelb, XapakTepHble BHEKapAManb-
Hble NposBeHns. Y naupeHTa 22 NeT C aTakcuen rmnep-
Tpothns MMoKapaa Obina BbipaXeHa O4eHb YMEePeHHO
(MVHWMManbHble BoMbTaxHble kKpuTepun Ha IKTI, 12-13
MM Mo gaHHbiM IXO-KI, 0o 15 MM no gaHHbIM MPT), Ho
Hocuna AMddY3HbIM XapakTep; OTMeYeHbl Hernybokme
oTpuLaTenbHble 3yoLbl T, KOTopbIM Mpt MPT COOTBETCTBO-
Basa 30Ha OTCPOYEHHOIO HaKOMMEHWNS B 3a4HEN CTEHKE.
Y 6onbHoro 54 net ¢ cuHgpomom LEOPARD mmencs Bbl-
PaXKEHHbIN BHYTPUXXENYLOYKOBbIV FPagMeHT, TONWMHA
MPXKTT coctaBnsina 16 MM, KNMHUYECKYIO KapTUHY onpe-
LEenann Xenyoo4koBble HapylleHus putMa (MMNNaHTu-
poBaH WMK[), Taxenas 3actoriHas cephedHas HegocTa-
TOYHOCTb W CUHKOManbHble 3MNU30A4bl BCIeACTBME
FMMNOTOHUM, OOVH 13 KOTOPbIX 3aKOHYMNCA dhaTanbHO.
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Syndrome of Primary Myocardial Hypertrophy
CUHAPOM MepBUYHON rnnepTpoghum MMokapaa

CpaBHUTENbHBIV aHanm3 0ombHbIX C UCTUHHOW TKMIM
1 ee (HheHOKOMUAMMW MPOBEAEH C Liebio BblAeNneHns ob-
LLMX OCODEHHOCTEN KapAMOnormieckmx NpossneHnn de-
HOKOMUI B CpaBHEHWUU C UCTUHHOW TKMTIT (Tabn. 2). B
pe3ynsraTe ObIV BbIABMEHbI MPU3HAKK, KOTOpble J0CTO-
BEPHO OTNNYaNNCh Y MAUMEHTOB C Pa3INYHOM STUONOTUEN
cuHgpoma MK, T.e. c TKMTI n He-TKMTIT. 13 3Toro aHa-
N3a NcKtoYeHbl bonbHble ¢ codeTaHnem FKMI 1 HKM,
OTINYMS KOTOPbIX OT MaLLMEHTOB C M30onmMpoBaHHoM TKMI
0bCy>Xaanmch BbllLe.

[Ona naumenTtos ¢ IKMI oka3anucb bofee crnewum-
DUYHBI acuMMeTpUYHas runeptpodurs MXKTT ¢ obcTpyk-
uen BbIBOAHOrO TpakTa JIXK 1 Hannyme mMblleyHbIX MO-
CTUKOB HafL KOPOHapHbIMU apTepuamu. MNauneHToB C
dbeHokonuamn TKMT otnmnyanu bonee Taxenas cep-
[e4yHas HeLoCTaTO4YHOCTb, CHMXXEHME BOMbTaXa KOM-
nnekcos QRS, ropa3no 6onee penkoe obHapyxXeHne
cnHpgpoma runeptpodum JIK Ha KT, Hannduve runep-
Tpodum MX 1 6onee Hmskas OB JIXK (ocobeHHO 370 Ka-
CaeTcs ammnonao3a 1 6onesHu JaHoHa). TonuimHa Myo-
Kapha B LEeNnoM He oTnim4anacb Mexay rpynnamm, xXora
no AaHHOMY NapameTpy pasfinyHble (eHOKOMUN OYeHb
HeofHOPOAHbI. DeHOKOMMM Yallle BCTPeYanmch y Myx-
YMH, 4TO OTHaCTM ODyCNoBeHoO X-ClenyeHHbIM Xapak-
TepOM HacnegoBaHUa HEKOTOPbLIX M3 HUX (bonesHel
®abpu, JaHoHa).

OOGcyxaeHune

HecmoTps Ha OTHOCUTENbHO HeboMbLLIoe YMCI0 6Oosb-
HbIX, BKJTIOYEHHbIX B HaCTOALLEee UCceoBaHe, yCTaHOB-
J€HHbIV HO30M0rMYecKkI CnekTp crHapoma MK Bkio-
4aeT MpakTUYeCKn BCE BO3MOXHbIE ero npuyuHbl (3a
NCKNOYEHNEM MUTOXOHAPMANbHbBIX MUONATUIN U elle
psOa pefkux reHeTmyecknx cuHapomMos). CrneayeT noa-
4EPKHYTb, YTO NMaLUMEHTbI B UCCIIef0BaHMe He OTOUpPanmCh
crneumranbHo, B Hero BKJloHanu Bcex 60sbHbIX, 00paTmB-
LUMXCA B KapAMOorMyeckoe OTAeneHue, KOTOpbIM yaa-
J1OCb NOCTaBUTb TOYHbIV AMarHo3. Mpu 3ToM fonsa capko-
MePHbIX MyTaLM Cpeam BCeX ODHaPYXKEHHbIX MyTaLmi
cocTtaBuna 46,2%.

STOT nokasaTeflb COOTBETCTBYET AaHHbIM €BPOMENCKIMX
3KCMepTOB, KOTOPbIe OTBOAAT Ha OO CAPKOMEPHbIX MY-
Taumn 40-60%. Ecnn paccMoTpeTb BClo Koropty (B Tu.
OonbHbIX 6e3 reHeTMYeckoro AmMarHo3a) 1 oTcedb naum-
eHToB ¢ bonesHsamMmn HakonneHus (bonesns @abpn, da-
HOHa), amunonao3omMm, atakcment Gpuapenxa n CUHAPO-
MomMm LEOPARD, y koTopbIx HecapkoMepHasa npupona
Oone3HW He BbI3blBAaeT COMHEHMs, TO OocCTaBLlmecs 68%
(T.e. 2/3) 6onbHbIX C UcTUHHOM KM MOryT ObITh C 6OSIb-
LLIOW BEPOATHOCTbIO PacleHeHbl Kak MauMeHTbl C CapKo-
MepHOW kapavomuonatuer (MyTaummn BbiSBeHbl y 5).
DTV AaHHble TOBOPSAT O TOM, YTO (heHokonum KM BcTpe-
4aloTCA YalLle, HeM NPUHSATO CHUTATb, 1 HEAOOLEHMBAOTCA
B KIVHVIKe.

Tak, No AaHHbIM TUTepaTypbl, TONbKO HACEACTBEHHbIV
TPaHCTMPETUHOBBIN aMUNONA03 COoCTaBnaeT 5% cpean
BCeX cyiydaeB runeptpodum J1K 6onee 15 MM cpen na-
LMEHTOB CO CpeflHUM BO3pactoM 62 roga [6]. B Hawem
perncrpe fons Bcex popM amunongosa gocturma 18%
— 04eBUIHO, 3TO Hambonee Yactas n3 heHokonumn FTKMIM
y B3pocnbix. OgHako v gons donesxtu Mabpu coctaBuna
y Hac 6,5%. B nutepatype vacrota bonesnn Mabpu cpean
NauneHTOB C HesacHoU runeptpoduen JIK oueHmMBaeTCs
Ha ypoBHe 4% [7]. Kak paccyutan P. Garcia-Pavia, kap-
LNONOT 33 CBOIO MPOMECCUOHANBHYIO XM3Hb MOXET
BCTPETUTb B CpefHeM 2-5 naumeHToB ¢ bonesHbio Dabpu
(12-30, ecnna NMPWHATL BO BHYIMaHWe Mo 5 pOACTBEHHMKOB
Ha kaxgoro npobaHaa). B 2-x ciydasx 13 3-x amarHos
ObIN NOCTaBNeH HaMK NEPBUYHO.

C Apyron CTOpPOHbI, BeCbMa BEPOSITHO, YTO MHOTMe Na-
umeHTbl ¢ TKMIT gonroe Bpems He MIMelT CYMMNTOMOB,
4TO No3BoNseT boONE3HN 0CTaBaThCsA Hepacno3HaHHoW. Mo-
CKOJbKY K HaM 0bpalllanichb Nuib 60JbHbIE C pa3BepHY-
TbIMW MPOSBNEHUAMYM OONE3HN, NX 0N B PEFUCTPE He B
NOMHOW Mepe oTpaxkaeT 4YacToTy bonesnu. Cpegun 37
OOnbHbIX C NCTUHHOW TKMI Takxe oTMeYeH 3Ha4YuTeNb-
HbI NoNMMopdU3M: n3onupoBaHHas FTKMI Gbina npeq-
CTaBfIeHa He TOJbKO 0OCTPYKTMBHOWM hopMOIt (OCHOBHOWN
KOHTUHTEHT KapOMOXMPYPriMieckoro OTAeNeHns), HO U
HEOOCTPYKTUBHOWM acMMETPUYHOM (MOPOBHY), a Takxe
anvikaneHom. HecMoTps Ha OTCYTCTBME BblpaXXeHHbIX Ha-
PYLUEHUN reMOoAMHAMUKM, OBe nocnefHne popmbl Xa-
PaKTEPN30BaUCh ULLEMUNYECKUMW NPOABIEHUAMMN U CI1Y-
4YaeM BHe3anHom CMepTu.

3HaYUTeNbHbIN MHTepPeC NPeACTaBAT Pe3ynsraTthl
NPeAnpPUHATOrO MOPONOrMYeCcKoro UccyiefoBaHns y
DonbHbIx ¢ TKMI. B kayecTBe nokasaHWm K SHAOMMOKap-
OuanbHown duoncum npu TKMI eBponenckmne skcnepTsl
PacCMaTPUBAIOT HEODXOAMMOCTb UCKIIIOYNTD HE TOMBKO
DonesHun HakoneHus, Ho 1 BocnaneHue (knacc llb, ypo-
BeHb foka3zatensHoct C [4]). Tak, cpean 42 naumeHToB
¢ TKMIM 1 HeoOBbACHMMOWM AeKoMMeHcaLUMen MMOKapanT
npw Groncum BhisiBNeH B 67 % (B NONOBUHE CJy4aeB BU-
PYC-MO3UTUBHBIN), 1 HW Yy KOTO 13 77 NaUMEHTOB CO CTa-
OunbHbIM TedeHmnem TKMIM [8]. Aunataunm JIK ¢ nage-
HMEM ero COKpaTUMOCTU Yy BOJbHbIX C U30NMPOBAHHOM
TKMTM Mbl He oTMeYanu, broncms MMokapaa BbIMOHS-
nacb npenMyLLecTBEHHO MHTPAoMNepaLoOHHO; OOHAKO Y
1/3 13 HMX BbISIBNIEHbI MPU3HAKWU MUOKapaAnTany 3 /4 —
BMPYCHbIN reHOM B M1oKapae. Hann4ve Brpyca repneca
Yenoseka 6 T1na Hanbornee YeTKO KOPPENMPOBASO C MUO-
KapamMtoM. MOXHO npefnonarate NOBbILEHHYIO TPOM-
HOCTb BMPYCOB K FeHeTUYeCKM HemMmoHOLEHHOMY MUO-
Kap4y W, O4HOBPEMEHHO, MOBbILWEHHYIO YA3BMMOCTb
nocnefHero B OTHOLLEHUM Pa3BUTUA BOCMANIEHMA.

Cnepnyet obcyaTb BO3MOXHOCTb MUOKapAMTa U Npu
deHokonusax TKMTI. Y ogHon 13 naumeHTok ¢ 6onesHbio
®abpu Mbl Npeanonaraem pa3BuT1e MMOKapaMTa napan-
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NenbHO Ha4vany hepMeHT-3aMeCTUTENbHOW Tepanuu, 4To
NPOABUNOCH BbIPaXXeHHbIM HapacTaHMeM NapoKCM3MOB
MepLaTenbHOV apUTMUK 1 PE3KMM NOBbILLEHNEM TUTPOB
aHTUKapAManbHbIX aHTUTEN. MpKY SHOOMUOKAPAMANBEHON
Oroncnn NpU3HakK UMMYHHO-OMOCPEOBaHHOMO MUO-
KapawWTa BbigBAANN y 48 13 78 naumeHToB (56%) ¢ 6o-
nesHbio Mabpu [9], NpuyHeM KIMHNYECKM UX TakXe OT-
nnyanu 6onbluas TAXeCTb apuTMUA 1 6onu B obnactu
cepala. Yactora M1mokapamTa Hapacrana ¢ Bo3pactaHuem
TONLWMHBI M/OKapAa. B kadyecTBe ero 0CHOBHOMO MHAYK-
TOpa paccMaTpUBaETCs MMMYHHas peakums Ha Gb3, nog-
TBEPXKAAIOLLAACS MOBbILLEHMEM YPOBHSA aHTUHYKIEapHOro
dakTopa, aHTUKapAManbHbIX aHTUTEN, YTO KOPPennpo-
Baso c kofindectBoM CD3-no3uTMBHbIX Kfetok. Mpu MPT
oTek BblsiBMeH y 24 6onbHbIX [9]. M1oKapamT sBnsetcs
BO3MO>HOW MPUYNHOM PE3UCTEHTHOCTU K PepMEeHT-3a-
MeCTUTEeNbHOW Tepanuu, NpeanonaraeTtcs BO3MOXHOCTb
Ha3Ha4YeHMA a3aTMONpPUHA A5 ero NeYeHus.

CoBepLUEHHO 0CODYI0 1 [OBOIBHO MHOTOYNCIIEHHYIO
rpynny coctaBunn 6osbHble ¢ codetaHnem TKMIT 1 HKM.
Hanndmne HKM He Bcerfa pacnosHaerca y TakMx naumeH-
TOB, €ro TOSLLUMHA OLLIEHVBAETCSA BMeCTe C TOMLLMHOW KOM-
NakTHOIo CI10S, UMUTUPYS BbIPaXXEHHYIO MMNepTpoduio.
OpfHako B psge cydae Mbl OEUCTBUTENIbHO Habmodanm
NoCTeNeHHOE YMeHbLLEHMe CTeneHn rmnepTpodum ¢ no-
ABNleHMEM /HapacTaHeM HEeKOMMaKTHOCTW, a TakXe Co-
yeTaHwe cnydaes KM n HKM B ogHoM ceMbe C capko-
MepHoWM MyTaumen (B reHe MYBPC3). OnucaHbl Takxke
NauMeHTbl C MyTaLMSMU FrEHOB CapKOMeEpPHbIX OenKoB, Y
KOTOPbIX HEKOMMNAKTHOCTL JIXK npefluecTtBoBana pa3su-
tmio TKMTI [10], n cnydan codetanmsa FTKMIM v HKM ¢ my-
Tauuen B reHe TpomnoHuHa I3 [11]. 3T gaHHble cBMae-
TeNbCTBYET B NyOOKOM POACTBE M eAUHCTBE CAPKOMEPHbIX
kapamnommonatnin. C KNMHUYECKOW TOYKM 3peHns coYe-
TaHue TKMTM n HKM Bcerga o3HavaeT OombLLYIO TAXECTb
TeYEeHUs: B Halel KOropTe BbIXKMBAEMOCTb 0e3 TpaHC-
niaHTaumm coctasuna 44% 3a 13 Mec, 4To NoATBepXAa-
eTCs 1 B AeTckoun nonynauum [12].

HakoHeL, ycTaHOBMEeHbl OTNMYMA (PEHOKOMMM B LLENOM
OT NUCTMHHOM (capkomepHor) TKMTI1. Mmenuck ocobeH-
HocTv SKT B OTAeNbHbIX NOArpynnax (BblpaxkeHHoe yBe-
NNYeHMe aMnnnTyabl KommnekcoB QRS npu GonesHsx Ha-
KOMMEeHMSA 1, HANPOTUB, ee CHVXXEHWE MPU MHMDUABTPaLLMA
amunonaom), bonee 4acTo BbISBNSANACh OAHOBPEMEHHas!
runeptpodusa MX. OgHako B NepBylo odepenb PeHOoKo-
nuK oTnnyana Gonee UMM MeHee BblpaXkeHHas CUCTONMU-
deckas AMChYHKLMSA, HE CBOMCTBEHHAs abCONMIOTHOMY
OonblnHCTBY naumeHToB ¢ TKMIM. Hawwu aaHHble nop-
TBEPXXOAOTCS pe3ynbraTaMm O0JbLLIOrO CPaBHUTENTIbHOIO
nccnefoBaHud 1697 nauneHToB, B KOTOPOM CUCTONMNYe-
cKasf AUCPYHKLUMA LOCTOBEPHO Yalle perncrpuposasnach
y 6onbHbIX ¢ heHokonuamu FTKMI: OB meHee 50% oT-
MedeHa y 26% 00orbHbIX C heHOKOMUAMN B CPaBHEHUM C
3% wamonatudeckon nnu capkomepHom TKMI [13]. B

HalKMX rpynnax 3TOT MOKa3aTeflb COCTaBWJI, COOTBET-
CTBEHHO, 53,8% 1 15,8% (p<0,05).

Cpenv nauneHToB ¢ BepUPULIMPOBAHHBIMU CapKo-
MEPHBbIMU MyTaUMAMUM Pa3BUTME CUCTONNYECKOWN ANC-
dyHKUMM oTMedan B 17% crydaeB, XoTs 0ObI4HO 3TOT
nokasaTenb He npesblwaeT 5% [14]. C Apyron CTOPOHBI,
y NMaUMEHTOB C KOHeYHOM (AMnaTaunoHHON) cTadnen
KM YacToTa BbIABNEHNS CApKOMEpPHbIX MyTaLuii (B
80% cnyyaeB — B reHax MYH7 u MYBPC3,8T1.4.B 20%
— KOMMNEKCHbIV FeHOTUM, T. €. HeCKOMbKO MyTaLmiA) fo-
CTaTOYHO BbICOKaA, 1 coctaBnsaeT 67% [15], 4to obnerdaer
anddepeHLmnanbHyo arnarHoctuky npwv F’KMIT co cHu-
>XeHHow OB.

3aknoyeHue

MepBMYHas rmnepTpodma NeBOro Xenyaodka npea-
CTaBNsAeT 13 cebs CUHAPOM U He ABNAETCS CUHOHWMOM
Ho3onoru4eckoro noHatns FKMIT, B ocHoBe KoTopoW, Kak
NpPaBWIO, NexXaT MyTalMK B reHax, KOAUPYIOLLMX CapKo-
MepHble Benkn Murokapaa. CnekTp NPUYMH CUHAPOMA
MKy B3poc/bix BeECbMaA LUMPOK — A0S M30MMPOBAHHOM
FKMI coctaBuna nuwb 46%, pons Bcex dopm KM
(n30n1MpoBaHHOM 1 B codeTaHnn ¢ HKM, npeanonoxu-
TENbHO W TOYHO CapkoMepHom) — 68%. Cpean dheHo-
konui TKMI BbIsiBNEHbI aMUIoMa03 cepaua (Hanbonee
4acTo), bonesHn @abpwu, [laHoHa, atakcus Dpuapenxa,
cuHgpom LEOPARD. 3ddekTmnHocTb JHK-anarHoctnkm
y 6onbHbIX ¢ cuHapomom MK cocrasuna 23,6%; cap-
KoMepHble (Hanbonee yacto B reHe MYBPC3) 1 Hecap-
KOMepHble MyTaLMW BbIABIEHbI B COOTHOLLEHN 6:7.

Mpu nsonuposaHHon NKMTI1, B otnn4ve ee eHOKO-
nun, ®B JIK okaszanacb Bblwe (62,5+10,1% n
55,7£12,5%), p=0,08), HecMOTpsl Ha BblpaxkeHHYto 00-
cTpykumio JIXK y nonoBuHbl 6onbHbIX. BUPYCHBIM reHoM
BbISIBfIeH B Mu1okapae y 73,3% nauneHToB C UCTUHHOM
KM, mopdosnornyeckme NpU3Haky MmMo /3HLoKapamnTa
-y 46,7%, BT 4.y 33,3% GonbHbIX 03 KNMNMHUYECKINX
NOA03PEHNI Ha MMOKapaUT. Bupyc repneca 6 Tvna acco-
LMMPOBANCA C NpYi3HakaMm MUOKapAMUTa, 41O CBUAETENb-
CTBYET O ero PO B MHAYKLMM BOCMaNEHNs 1, BOSMOXHO,
O MOBBbILEHHOW TPOMHOCTU K FeHeTU4eck CKOMMpoMme-
TVPOBaHHOMY MMOKapAy. H13kas cncronuyeckas yHk-
UMS Yy NaUMEHTOB C DONE3HSAMM HaKOMNEHWS MOXET ObITb
o0ycnioBneHa kak camo 6onesHblo (Korga oTCyTCTByIOT
Mopdonormyeckme nNprsHaky BocnaneHus), Tak U pas-
BUTUEM BTOPUYHOTO (?) MMMYHHOrO MUoKapaumTa. Code-
TaHue FTKMIM ¢ HKM nporHoctnyeckn Hambonee Hebna-
FONPUATHO B AAHHOW rpynne 6oMbHbIX (NeTanbHOCTb+
TpaHCnnaHTaunsa 56%, B T. 4. Npu Hann4um NKO).

BnaropgapHocTn. ABTOpPbI BblpaykaloT brnarogapHoCTb
COTPYOHMKAM OTAENEeHUS XMPYPrMieckoro nevyeHus auc-
QYHKUMA MUOKapAa W CepaevHoM HegoCTaTOYHOCTU
PHLLX nm. akag. b.B. MeTtposckoro A.m.H. KO.B. ®ponosown
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Syndrome of Primary Myocardial Hypertrophy
CUHAPOM MepBUYHON rnnepTpoghum MMokapaa

n npod. C.J1. [I3eMeLLKeBn4y, COTPYLHWKY OTAENeHNA Kap-
avnonorum OTK mm. B.H. BuHorpagosa, k.M.H. O.A. Lla-
peropoALesy, Cneumannctam no Ny4eBon AMarHocTmke
K.M.H. H.B. TarapuHon, k.M.H. C.A. AnekcaHOpoBoW,
K.M.H. E.A. MepuwuHon, npod. B.E. CUHULIMHY.
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