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Pesiome. [IpeacraBineno KIIMHIKO-MOP(OJIOTHYeCKoe HaOIONeHIe cydas mo3aHeii auaraoctuku LAMP2-
kapauomuomnartuu (6one3nn JaHoHa) y sxeHmuHb! 44 net. LAMP2-kapaunomuonarus o0yciaoBiIeHa Hapy-
IICHUSIMH TIPOIIECCOB ayTo(haruu B CBS3H C AS(PUIINTOM JIN30COMACCOIIMUPOBAHHOTO MeMOpaHHOTO Oerka 2
(LAMP2) B kapmuomMuonuTax. ITo peaKoe U CIIOKHOE I TUaTHOCTHKY 3a00JIeBaHNEe, HACIEIyoIeecs CIie-
IUIEHHO ¢ X-XpOMOCOMOH1. XapakTepHas KIMHHYECKast TPHaza MPU3HAKOB BKIIIOYAET MOPaKCHNE MUOKap/a
¢ pa3BuTHeM rumneprpoduaeckoit LAMP2-kapamomuonaTiy, HHTEIUIEKTyaIbHbIe HAPYIIEHUS U CKEJIETHYTO
muonaruo. HeOnaronpusaTHeIM MPOrHOCTHYECKUM (DaKTOPOM M OCHOBHOM HMPHUYMHON CMEPTH MAIMEHTOB
SIBISIETCSI pa3BUTHE KapauoMuonariy. OHAKO 9acTO HapyIIEeHNE IPOLECCOB ayTO(aruy 1 JIN30COMaIbHOE
HaKOIIJICHHE IIMKOT€HA B KapJHOMHUOLUTAX MOTYT OCTaBaThCsl HEPACIIO3HAHHBIMH KaK ITPUYHMHA Pa3BUTHUS
THNEPTPO(YUIECKOi KapIuOMHONIaTHH. B cTaTbe KpaTKo OCBEIIEHBI BOIPOCH ITHOIOTUH M SMHIEMUOIOTUT
3a00JIeBaHUs, N3JI0KEHBI KIIMHNYECKUE IPU3HAKH, PE3YIBTaThl MOP(OIOTHIECKOTO HCCIIEI0BAHMS C AKICH-
TOM Ha NPYKU3HEHHBIX YIBTPACTPYKTYPHBIX 0COOEHHOCTSIX MIEPECTPOMKH MHOKapa. Vcrionp30Bannch 1aH-
HBIE UCTOPHUHU OONIE3HU, PE3YIbTaThl 1a00PaTOPHO-NHCTPYMEHTAIBHBIX HCCIIEI0BAHIH, MOP(]OIOrHIecKoro
HCCIIEJOBAaHUS SHAOMHUOKAPANAIBHBIX OMONTATOB HA CBETOONTHYECKOM H HIIEKTPOHHOMUKPOCKOIINIECKOM
YPOBHSIX.
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Morphological features of the myocardium in LAMP2-cardiomyopathy
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Abstract. We present a clinical and morphological case study of a delayed LAMP2-cardiomyopathy (Danon
disease) in a 44-year-old woman. LAMP2-cardiomyopathy is caused by impaired autophagy processes due
to lysosome-associated membrane protein-2 (LAMP-2) deficiency in cardiomyocytes. This is a rare and
diagnostically challenging condition inherited in an X-linked dominant pattern. A medical triad includes
myocardial damage with hypertrophic LAMP2-cardiomyopathy, intellectual disability, and skeletal myopa-
thy, the first one being the most significant prognostic factor and the main cause of death in these patients.
However, autophagy disturbance and lysosomal glycogen accumulation in cardiomyocytes often remain
unrecognized as the cause of hypertrophic cardiomyopathy. The report briefly describes disease etiology
and epidemiology and outlines the clinical findings of the morphological study focusing on intravital ultra-
structural features of structural changes in the myocardium. We provide data from the patient’s history, the
results of laboratory and imaging studies, as well as endomyocardial biopsy examination at the light-optical
and electron microscopic levels.
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BBenenue

T'uneprpoduueckas LAMP2-kapauomuonarus — Tsi-
JKeloe, HEYKIIOHHO Iporpeccupyloliee 3adoieBaHue, CBs-
3aHHOE C META0OIHMYECKUMHU HAPYIICHUSIMHU, 00y CIIOBIICH-
HBIMH MEPBUYHBIM J€(QHUIIMTOM Ba)KHOTO CTPYKTYPHOTO
KOMITOHEHTA JIN30COMaJIbHBIX MEMOpPaH JTM30COMaCCOLIH-
upoBaHHOTr0 MeMOpanHoro 6enka 2 (LAMP2). ITatonorus
BriepBbie onrcana M. Jlanonom (M. Danon) B 1981 rony
Ha IIPUMEpPEe TUCTOJIOIMYECKOTO UCCIIeOBAHHS MBIILICYHBIX
TKaHel JByX MaJIbYUKOB, CTPaJaOLINX KapAHOMUOMIATH-
eli, CKeJIETHON MUONaTUEW U OTCTAaBAaHHEM B YMCTBEH-
HOoM pa3Butui [1]. B mocneayromem Obi1a 0OHapyxeHa
CBSI3b MEXKIY Pa3BUTHEM 3a00JIeBaHMs U MyTalluei B reHe
LAMP2, qT0 1103BOIAIIO TIPE/ITOIOKUTEH HAPYIIIEHUE ITPO-
1eccoB ayTo(aruu Kak OCHOBY IaToreHesa 0one3nu [2].
Hakomnnenue B Muonurtax ayToarolMTapHOro MaTepua-
Jla ¥ TIIMKOTeHa BeaenctBue nucynknuu Oenxa LAMP2
CIIY>KUT IIPUYMHON yBETUYEHUS pa3MEPOB KIIETOK, UX TH-
nepTpodun, pa3BUTHSI HEKPO3a KapIUOMHOLIUTOB U (HHOpPO-
3upoBaHusl Muokapaa [3]. HacnenoBaHue JOMHHAHTHOE,
CHEIIEHO ¢ X-XPOMOCOMOH, MOATOMY KIMHHYECKasi Kap-
THUHA Y MY)KYHMH U )KEHIIHUH oTinvaercs [4]. us MyXuuH
XapakTepHbl paHHAs MaHU(ecTanus U 6oljiee TKEI0e
TedeHue 3aboneBanus. KnuHuueckas kapTuHa O0Ne3HUu y
JKEHILUH YacTO XapaKTepHU3yeTCs CTEPTOM KIMHUYECKOM
CUMITOMATUKON, HEMOJHON BBIPAKEHHOCTHIO Kilaccude-
CKOH TpHajbl 3a00JI€BaHuUs, YTO, BEPOSTHO, O0YCIOBIEHO
reTepO3UTOTHOCTHIO U MO3HEH MEeHeTPaHTHOCThI0. CKe-
JIETHasi MUOTIATUS U KOTHUTUBHBIE HAPYIICHUS Y KESHITUH
BCTPEYAIOTCS HAMHOTO PEXKe, UeM y MY>KUHH, YTO B psijie
CIIy4aeB 3aTpyAHsET JUarHOCTUKY, OCOOCHHO IPU HEBO3-
MOYXHOCTH BBITTOJTHEHUS T€HETHUECKOTO HCCIIeI0OBAHUS.

PacnpocTpaneHHocTs Oosie3Hu JlaHOHa B momyss-
[IMU B HACTOSIIEE BpeMs JOCTOBEPHO HEU3BECTHA. DTO
CBA3aHO KaK C PEAKOCThIO 3a00JIEBaHUSA U CIOKHOCTHIO
JUArHOCTUKH, TaK M C TEM, YTO MPUYUHA TUIepTpoun
MHUOKap/ia Kak pe3yJapTar MyTaluu B rene LAMP2 moxet
ocTaTbcsl Hepacno3HaHHOU. Ilo maHHBIM NIUTEPATYPBHL,
myTanuu LAMP2 obHapyxuBaroTcs y 2—6% HalnueHToB
¢ runeprpoduyeckoit kapauomuonaruei [4], mosTomy,
MPEANOIIOKUTEIBHO, MUHUMAJIbHAS pACTIPOCTPAHEHHOCTh
0osne3nu JlaHoHa B €BPONEHCKOM MOMYJISIIMA MOXKET J10-
cturarth ot 2 1o 6 cnydaeB Ha 100 000 Hacenenus [5].
IIpu 3TOM yKa3biBaeTcs Ha HEOOXOIUMOCTh YUUTHIBATh
BO3MOXXHYIO THUTIOJIMarHOCTUKY YKa3aHHOTO COCTOSHUSA
y MAIMEeHTOB, CTPAJAOLINX THIEPTPOPUUECKON Kapanuo-
MHOTIATHEH, 0COOCHHO Y XKEHIUH IPU CTEPTOH KIMHU-
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YeCcKol KapTuHe 3a0oneBaHus [6]. B oTeuecTBeHHOU
JaUTeparype MyOIHKaluK pe3yJlbTaToB MPKU3HEHHOTO
MOP(}OIOTHUECKOT0 HCCIIEOBAHIS MUOKap/ia MAIIUEHTOB C
LAMP2-kapruomuonaruei BCTpe4atoTcsi He4acTo, II03TO-
MY MBI TOCUUTAIN BO3MOXKHBIM IIPEJICTABUTH COOCTBEHHBII
OTIBIT HAOJIOICHUS] TUTIEPTPOHUECKON KapAMOMUOIIATHH,
CBsI3aHHOU ¢ MyTauuei B rene LAMP?.

Knuamyeckoe HaOnogenne

ITanmentka 44 ner. 113 anamHe3a U3BECTHO, YTO C JIET-
CTBa OECIIOKOMIIN MTPUCTYIIBI YHAIIEHHOTO CepALeOUeHHUS,
oTel yMep BHE3aIHo, BO CHE, B 60 JIeT, y cTapllero chbiHa
B Bo3pacrte 1,5 roga Opu1a JMarHoCTUpOBaHa JUIIATallMOH-
Hasl KapAMOMHOIATHs, Aajiee BepupuuupoBaHa 00Jae3Hb
[anoHna, MaisuuK ymep B 16 JeT BeiencTBUe POrpeccu-
pOBaHUs cepIeuHO HenocTaroyHOCTH. B Bo3pacte 39 et
y HaLMEHTKH PU TPAHCTOPAKaJIbHOM 3XOKapIuorpaduye-
ckoM oOcnenoBanuu (Ixo-KI') BeisiBieHa runepTpodus
MHUOKapa JIEBOTO KeNyA0uKa C YTOJIIICHUEM MEXKeTy-
JIOYKOBOH MEPErOpoJIKH U 3aJIHEH CTEHKH JIEBOTO XKelly-
Jouka 1o 13 MM, XxapakTep HapylIeHUH puTMa HE BEepH-
unupoan. Yepes 4 rosia cTanu OECIOKOUTE YacThIe (110
3—4 pa3 B HeJeN0) MapoKCU3Mbl HapylleHus putMa. 1o
pesynsraram OKI BriepBbie OblL1a BepUpHLIMPOBaHA TapOK-
cusMalibHas (hopma GUOPHILIALUN/TPETeTaH s pecep-
JIUH, TpOBe/ieHa PaJlodacTOTHas abianys yCTheB PaBbIX
U JIEBBIX JIETOYHBIX BEH, 30HBI MPEICEPIHON TaXUKAPIHUH,
KaBa-TPUKYCNUIAIBHOTO Teperienka.

B Bo3pacte 44 neT y NalMeHTKH yCUINIACh OJBIIIKA,
MOSBHJIOCH OPTOITHO?. B ¢BsA3M ¢ pa3BUBIIEHCS KIMHUKOM
JIEKOMIIEHCAIIMN XPOHUYECKOH CepledHON HelnocTaToy-
HOCTH XEHIIMHA OblJIa TOCIIUTAIN3UPOBaHa B OT/IEIICHHUE
HEKOPOHApOTEHHOW MaTOJIOTUH MUOKapAa AJTaiCcKOro
KpaeBOTo KapAHOJIOTHYecKoro aucnaHcepa. Ilo pesynb-
TaTaM TpaHCTOpaKalbHOHU dXoKapAuorpaduu oOHapyKeHa
JUIIaTaIus JIEBBIX OTJENOB CepAla: pacUIMpEHUE JIEBOTO
npeacepans 10 46 MM, KOHEUHO-HMACTOIMYECKUN pa3mep
JIEBOTO JKeIyI0uKa cocTaBui 56 MM. Bennumnna dpaxuu
BbIOpOCa JIeBOro xenyaouka — 45%, CUCTOINYECKOe /1aB-
JICHUE B IPABOM XKelyfouke —48 MM pT. cT. Habmrogamucs
MPU3HAKY TUIEPTPOPUN MUOKAPAA JIEBOTO JKETYyI0UKa C
YTONIIEHHEM MEXKETYI04YKOBOH neperopoaku a0 11 mm,
3aJlHENl CTEHKH JIEBOrO Xeiayaouka a0 11 MM, uHIeKc
MacChl MHOKap/a JICBOTO JKeMyA04uKa cOCTaBia 133 r/m2.
C yderoM aHaMHe3a KHU3HHU, KIMHUYECKON KapTHUHBI (TH-
neprpoduueckuii penorumn nmo Ixo-KI' B Teuenue 5 ner,
Juiataiuus KaMep cepaua, OTCYTCTBHE TUIIUYHBIX MPH-
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3HAKOB TUIIEpTpOdHUecKoit Kapauomuomnaruu mo JKT, Ha-
pYLICHUsT pUTMa) 00pa3ibl OMOJIOTHYECKOTO MaTepraia
MAIMEHTKU OBLIM HAIIPABICHBI HA MOJICKYISIPHO-TCHETH-
YeCKOe MCCIIeI0BAHNE, BBIMOTHEHA SHIOMHOKAPIUATb-
Has OUOTICHS C [EIbI0 UCKITIOUEHUS 00JIe3HU HAKOTIIICHHS
MHUOKap[a.

IMocire u3ydeHnst OMONICHITHOTO MaTepHana B JHCCEK-
UOHHOM MHUKPOCKOIE OBUTH 0TOOpaHbl OUH (HparMeHT
JUTSL SIICKTPOHHOMHKPOCKOITUMIECKOTO HCCIICIOBAHUS, TBA
(hparmMeHTa A TPOBEICHUS MIPSIMOTO KMMYHO(Iyopec-
IEHTHOTO MCCIICAOBAHUS C MCIOIb30BAaHUEM aHTUTEN K
ummyHormoOynunam M, G, C, , C,, A- ¥ K-JIETKUM LETsM,
¢ubpunoreny. OcraBmuiicss MaTepualn mocie GUKcanuu
B 10% pacTtBOpe popmannHa ObIT 00E3BOKEH U 3aJIUT
B mapaduH. [lomyueHHbIE Cpe3bl OKPAIINBAIN FeMaTOK-
CHIIMHOM H Y03HHOM, 10 MaccoHy, KOHTO KpacHBIM, CTa-
Bu PAS-peaxiyro. J{i1st 311eKTpOHHOMUKPOCKOTTMYECKOTO
HCCIIeI0BaHusI 00pasiibl TKaHel Gpukcuposanu B 3% pac-
TBOpPE TIIyTapOBOTO JIbACTH/A, IIPUTOTOBICHHOM Ha (hoc-
daraom Ooydepe (pH 7,2), ¢ nodpukcanueii B 1% pactBope

Fig. 1. Endomyocardial biopsy.
A — enlarged cardiomyocytes, extensive vacuolar changes in the sarcoplasm. Swelling of the endothelial cytes in the
microvasculature. B — stromal fibrosis between cardiomyocytes. Loss of myofibrils in cardiomyocyte sarcoplasm. C — irregular
vacuolization, numerous sarcoplasmic inclusions of different shapes and sizes in a cardiomyocyte. A, B — light microscopy,

C — semi-thin section. A — H&E stain, B — Masson stain, C — toluidine blue stain. A, B — x400, C — x630
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OsO,, nerupaTnpoBau B STUIOBOM CIIUPTE BO3PACTAIO-
el KOHLEHTPAUK U 3aKII0YUIN B 310H. 13 momyden-
HBIX OJIOKOB M3TOTOBHJIH ITOJyTOHKHE CPE3Bl TONIMHON
1 MKM, OKpacUIX TOJYUJUHOBBIM CHUHUM, U3YUYUIIU MOJ
CBETOBBIM MHKPOCKOIIOM 1 BEIOpAJI HEOOXOUMBIE y4acT-
KU TKaHEH JJIs UCCNe0BaHUsI B 3JIEKTPOHHOM MHUKPOCKO-
ne. 13 oToOpaHHOTO MaTepralia NoIyYHiIn YABTPaTOHKHE
cpe3bl ToNmuHoM 55 HM Ha ynerpatome Leica EM UC7
(Leica, I'epmaHust), KOHTPACTUPOBAIN HACHIIIEHHBIM BO-
JHBIM PacTBOPOM ypaHUIaleTaTa, UUTPATOM CBHUHIA
Y M3YYWIH B 3JIEKTpOHHOM MHKpockore Libra 120 (Carl
Zeiss, 'epmanns) npu yckopsiroieM Hanpsbkernu 120 kB
¢ mocneayomuM (hoTorpadpupoBaHUEM NP YBETHIEHHH
ot x1985 mo %20 000.

IIpu rUCTOIOrMUECKOM UCCIENOBAHUH YHIOMUOKAP-
JMAJBbHBIX OMONTATOB ONpPENeIsIICS POBHBIN TOHKHUIT 9H-
JoKap] 6e3 BBIPAKEHHBIX IPU3HAKOB CKIEPO3UPOBAHMUS.
B mMuokape Habnroaanach KapTHHA TUIIEPTPOPUHU KapIro-

MHOIIMTOB: HEPAaBHOMEPHOE YBEJIHMYEHUE PAa3MEPOB Kile-
TOK 710 35—40 MKM, THIIEPXPOMHBIE sIApa C U3PE3aHHBIMU

Puc. 1. DHnoMuokapManbHbINA OHOMNTAT.
A — KapJMOMHOLUTHI 3HAYNTEIEHO YBEIHYEHEI B pa3Mepe,
BaKyOJIM3aIHs CapKoILIa3Mel. [Ipu3Haku HaOyxaHus
SHJOTENUS COCY0B MUKPOLUPKYISTOPHOTO pycIa.

B — nepumycKysipHBINA CKIEpO3 MHTEPCTULIMS MUOKap/a.
CHIDKEHHE KOJIMYeCTBa MUOGHOPHILT B CApKOILIa3Me
KapanomMuouuToB. C — HepaBHOMEpPHAs BaKyoIH3alus,
MHOTOUYHCIIEHHBIE, Pa3HBIX Pa3MEpOB BKIIIOUSHUS
HeTIPaBIILHON (OPMEI B capKOIIa3Me KapANOMHUOLHUTA.
A, B — cBetoBast Mukpockonusi, C — IIOIyTOHKHH cpes.

A — OKpacKka réeMaTOKCHIIMHOM U 303UHOM, B — okpacka
1o Maccony, C — okpacka TOTyHIWHOBBIM CHHHUM.

A, B —x400, C — %630
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KOHTypaMH, GOPMUPOBaHUE OTPOCTUATHIX KAPAHOMHO-
IIUTOB, OJJMHOYHBIC OMHYKJIeapHbIe KiIeTkn. OTMeUannch
MPOCBETIICHNE NMEPUHYKIEaPHOH 30HBI C HAKOIIJIEHUEM
TUMO(YCIHHA, OTTECHCHHE COKPATUTEIBHBIX IICMEHTOB
Ha nepudepuio ¢ GOpMHUPOBaHUEM B OTACIBHBIX CIyda-
X KJIETOK C «ONTHYECKHU MYCTOi» capKoIja3MoH, 3Ha-
YHUTEIbHAS HEPABHOMEPHAS BAKYOIH3AINs CAPKOILIA3MBI
(puc. 1 A). Capkomiazma KapAMOMUOLIUTOB OKpalInBa-
nack npu [IINK-peaknun HepaBHOMEPHO, B OTACIHHBIX
BaKyoJIsiX BRIIBISLTUCH (hparmenTsl LIIMK-no3utuBHOTO
coziep)xuMoro. B nHTepcTULINK OTMEUEHBI phIxias TuMdo-
THCTHOLMTApHAS HHPHUIBTPAIHS C IPUMECHIO OIUHOYHBIX
CErMEHTOSIIEPHBIX JICHKOLUTOB, SIBJICHHUS OTE€KA, MEJIKO-
0YaroBbIi CKIIEPO3 MPEUMYLIECTBEHHO 10 IEPUMYCKYIISP-
Homy Tuny (puc. 1 B). B anemMeHTax MUKpOLUPKYIATOP-
HOTO pycJa Ha CBETOONTUYECKOM YPOBHE HaOIIONATHCh
HaOyxaHHe s1ep dHIOTeNHns, 3aiepkKKa B MPOCBETE Ka-
MUUISPOB OAUHOYHBIX JICHKOIIUTOB.

IIpu BEINONHEHUH IPSIMOTO UMMYHO(ITYOPECLIEHTHOTO
UCCIIEeI0BaHUs OMONTATOB OTMEUeHa KapTHHA, CXOXKasl C
MOBPEXKACHUEM MUOKap/Ja MpH ayTOUMMYHHBIX MpoLec-
cax [7]: HaOmonanace MenKorpanymnspHas ¢ukcanus IgM
u C3_B 30ne 10 20-30% kanuisapos, hukcanus C3 cyo-
SHAOKapIUaIbHO 04aroBo IO CapKoJieMMe U CapKoIjia3me
OTAENbHBIX KaPAUOMHUOLIUTOB.

[Ipu uccnenoBaHuy MOTYTOHKUX CPe30B (HhparMEeHTOB
9H/IOMUOKApANAIBHOTO OHONTAaTa, B3STHIX JUIS 3JIEKTPOH-
HOMHKPOCKOITUYECKOTO MCCIICNOBAHMUS, 0OpaTii Ha ceOs
BHUMAaHHE HEPAaBHOMEpHAs BAKYOJIH3ALHs CAPKOILIA3MBbI
YBEIUYCHHBIX B pazMepax KapAHOMHUOLUTOB, CHIDKCHHE
KOJIMYECTBA COKPATUTENBHBIX AJIEMEHTOB, HATUYHE TIJIOT-
HBIX LUTOIUIA3MaTUYECKUX BKJIIOUEHUH Pa3HOTO pazMepa
(puc. 1 C).

ONeKTPOHHOMHUKPOCKOIIMYECKOE HCCIIeIOBAaHUE TO-
Ka3aJI0 HaKOIUIEHHE 110l CapKoJIEeMMOH KapJHOMHUOIITOB
MHOTOYHCIIEHHBIX BKIIIOUYEHUH TIIMKOTeHa, TIepUHYKJIe-
apHO CKOIUIEHHE JUIOo(yCLHUHA, PaCIIHPEHHE dIIeMEH-
TOB CapKoIIa3MaTHYecKoil ceTH, anmmapara [ombKH.
HaOmronanuchk cHIDKEHHE KOJTMYECTBAa COKPATHTEIIBHBIX
9JIEMEHTOB, OTTECHEHHE MX Ha Mepu(epHuto, MpU3HAKH
UX Je3opraHusanuu. B capkomiasme mMexay muoduia-
MEHTaMH PacIioJlarajuch MHOTOYHCIEHHBIE PHOOCOMBI,
OJJMHOYHBIE BTOPUYHBIE JTHU30COMBI C HEOJHOPOJHBIM
9NEKTPOHHOKOHTPACTHBIM COAEPKUMBIM. OTIpeiessuiuch
IPYIIIBI MUTOXOHAPHH C SBJICHUSIMH HaOyXaHHs, CHYDKe-
HHEM IIJIOTHOCTH MaTpUKCa, HapyIIeHHeM OpHEHTalnuu
KPHCT, UX OTEKOM W BaKyoJH3aIuel, pparMeHTaIue,
JnecTpykuueid MmemOpaH. B capkoruiazme HaGutonaiuch
MHOTOYHCJIEHHBIE Pa3HBIE 110 pa3Mepy BaKyoJld, COep-
Kalyue ayTo(arouTrapsie JIEMEeHThl U TPaHyIIbl TITHKO-
reHa (puc. 2 A). [IpeumyIiecTBeHHO B epH(pepHISCKUX
OTJeNax KapJAHOMHOLUTOB OTMEYEeHO (hOpMHUpPOBaHUE
9JIEKTPOHHOIUIOTHBIX MUEJIMHOIIOIOOHBIX CTPYKTYD, 00pa-
30BaHHBIX KOHIICHTPHYECKHU PACIIOI0KEHHBIMU MeMOpaH-
HBIMHU 35ieMeHTamMu (puc. 2 B). JlokanbHO onpenessuiuch
HapylIeHHe [eJOCTHOCTH CapKOJIEMMBI, Pa3BOJIOKHE-
HHUE, CMa3aHHOCTh CTPYKTYpHI 0a3aJlbHOH MeMOpaHBI.
Habnronanoch 3HaunTeIbHOE HaOyXaHUE SHIOTENHUs
KalWIISIPOB UHTEPCTULHS, B OTAEIbHBIX KallMILIApax
BIUIOTh JIO CMBIKaHUsI [IPOCBETA, CO CHHIKEHHEM KOJIHYe-
CTBa BE3UKYJISIPHBIX 3JIEMEHTOB U OPTraHesll LIUTOILIa3Mbl
(puc. 2 C).

B pesysbraTe MOJIEKyISIpHO-TEHETHYECKOTO HCCIeO0-
BaHMS 00pa3L0B OHOJIOTHUECKOrO Marepuaa MalueHTKH
METOJIOM NPSIMOT0 CEKBEHUPOBaHUs 110 CaHrepy ObLI 00Ha-
py>KeH reHerryeckuii Bapuant NM 002294.3:¢.893 923del

Puc. 2. CyOsrnokapauaabHble yH4acTKH MUOKap/a MPaBoro JKEeyI04Ka.
A — MHOTOYHCIICHHBIC ayTO(aronuTapHble BKIIOYCHHS B CApPKOILIa3Me KapAHOMHOLUTOB. B — mepudepunueckue yqactku
CapKOILIa3Mbl KapIHOMHOLIUTA COEPKAT (HOPMHPYIOLIEeCcs] MUEITHHONON00HOE 00pa3oBaHie U BKIIFOUSHHE C ayTO(aronuTapHbIM
MartepuaioM. C — 3HaYUTeNbHOE HaOyXaHKe LIUTOILIA3MbI SHIOTEINONNUTA KaIMUIIPa, OKKIIO3Hs IPOCBETa (cmpenka).
DIeKTPOHOTpaMMBI, KOHTPACTHPOBAHKIE YPAaHWII alleTaToM M HUTpaToM cBHHIA. A — x1985, B — %6300, C — x4000

Fig. 2. Subendocardial areas of the right ventricle myocardium.

A — numerous intracytoplasmic vacuoles containing autophagic material in cardiomyocytes. B — cardiomyocyte sarcoplasm
containing an emerging myelin-like formation and inclusion with autophagocytic material at the periphery. C — capillary with
marked endothelial swelling, occlusion of the lumen (arrow). Transmission electron microscopy, uranyl acetate, and lead citrate

contrast. A — x1985, B — x6300, C — x4000
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(p.E298A4f5*38) B reTepO3UrOTHOM COCTOSTHHU TOCIIEIOBA-
TenbHOCTU TeHa LAMP?2.

[To COBOKYNHOCTH KIMHHKO-aHAMHECTUYECKUX JaH-
HBIX, PE3YyJIETaTOB MOJIEKYJIAPHO-TEHETUUECKOTO, MOP(OIIO-
TMYECKOT0 HCCIIeJOBaHu, BKITIOYaBIIEro IMMYHO(ITyopec-
LIEHTHOE 1 JIEKTPOHHOMHUKPOCKOIMMUYECKOE UCCIIE0BAHUE,
yCTaHOBJIEHa MeTaboIu4ecKas MpUYrHa runepTpodun
MHUOKap/a, paHee KIMHUYECKH HE PacliO3HaHHAsA, ¢ MOP-
¢ornorugeckoii kapruHoit LAMP2-kapauomMuonaTiu u mo-
CTaBJICH KIIMHUYECKH 1uarno3 «CeMeiiHas FeHeTHUeCKH
JIeTepMUHHUPOBaHHAs Kapauomuonarus (0one3ns JJanona).
XpoHuyeckas cepedHas HenocTarouyHocTh IIA cragum,
[T dpyHKUIMOHATBHBIN KIIACCH.

O6c¢cyxaeHne

PazBuTHe runepTpoduIecKoil KapJHOMUOIATHH SBIISI-
€TCsl OCHOBHBIM MOP(OJIOTUIECKIM TIPOSIBIICHHEM OOJIC3HU
JanoHa 1 00yCIIOBIEHO OTIOKEHHUEM B KapIHOMHUOLIUTAX
U HX JHM30COMax aHOMAaJbHBIX MPOLYKTOB MeTaboIMU3Ma.
Knunnyeckue npusHaku 3a00jeBaHUs PAKTHUECKH HE
OTIMYAIOTCS OT APYTruX (OpM runeprpopuyecKux Kap-
nuomuomnaruid. O6eryHO LAMP2-kapnuomMuonarus mpo-
SIBIIIETCS 3HAYUTEIbHOW KOHIIEHTPUYECKOH CUMMeETpHY-
HOI runepTpodueil MUOKapaa ¢ yBeTHUYECHHEM TOJIIUHBI
CTEHKH JIEBOTO XellyAouKa (110 JaHHBIM JIUTEPaTyphl, 10
29-65 mm) [5].

Tem He MeHee onucaHHOe HaOMIoeHHE XapaKTepu3y-
€TCs MO3AHUM JIeOI0TOM 3a00JIeBaHUA, CTEPTOM KIIMHUYE-
CKOM KapTUHOM U HESIBHBIMU Pe3yJbTaTaMU JOTIOTHUTEb-
HBIX METOJIOB 00cCNeOBaHUsl, OTCYTCTBHEM CKEJIETHON
MHUOIIATUU U KOTHUTUBHBIX HapymeHui. [1pu atom mMop-
(donoruueckas nepecTpoiika MUOKapaa COOTBETCTBOBAJIA
TUNHUYHBIM Tpu3HakaM LAMP2-kapaiuomuonaruu: Ha-
Onrofanch BeIpaXKeHHasi TUNepTPoPus KapIuOMHUOLIH-
TOB, HAJIMYUE LIUTOIUIa3MaTHUYECKUX BaKyoJield pa3HOTo
pasmepa u GuOpPo3 MHTEPCTULUS. DINEKTPOHHOMUKPOCKO-
MUYECKOE UCCIIEA0BAHUE MO3BOJIMIIO BBIABUTH B CapKO-
1a3Me KapIuOMHOILMTOB MHOTOUMCIIEHHbIE BKIIIOUEHUS
ayTo(arouuTapHoro MaTepuaia U IJIMKOTeHa, IPU3HAKH
JIe30praHu3alui MUO(DUOPHUILI, YTO TAK)KE COOTBETCTBYET
Moponorudeckoi kaptune Oonesznu Janona. OnHako
B OOJIBIIIMHCTBE UCCIIEIOBAaHNI HE OMMCHIBACTCA HATUUNE
MHUEIMHONOAOOHBIX CTPYKTYP, KOTOPbIEe 00HAPYKUITU MBI
0J] CapKOJIEeMMOH KapAHOMHOLUTOB. BeposiTHO, popmu-
pOBaHUE 3TUX 00Pa30BaHUI CBA3aHO C Pa3BUBAIOIIMMCS
ayTo(arouTo30M U Jerpaganueil ayrodaronurapHbix
9JIEMEHTOB BCIICJICTBUE YACTUYHOTO COXpAaHEHUs (PyHK-
it myTanTHeIX LAMP2 6enkoB [8], yTo monTBepkaaeTcs
oOHapy)XeHHEM B CapKoILIa3Me BTOPUYHBIX JTU30COM.

B omuceiBaeMoM ciyuae oOpataet Ha ce0si BHUMaHHE
peaKIys SHAOTENIUS KalUIIPOB HHTEPCTHUIIMS, [IPOSB-
TAIOIIAsICS BBIpaXKeHHBIM HaOyXaHUWeM (BILTOTh IO OK-
KIIIO3UU TIPOCBETA), CHI)KEHUEM KOJIMYEeCTBa OpraHe
Y TPaHCIIOPTHBIX BE3UKYI. B mocieaHue roapl mokasaHo
BO3MOXKHOE pa3BUTUE MHUKpoaHruonaruu npu LAMP2-
KapJIHOMUOIIATHH B CBSI3M C HapylIEHUEM MPOLIECCOB
aytoaruu. MexaHnu3M 3TUX U3MEHEHHUH HesiCeH, ycTa-
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HOBJICHO, YTO HOPMAaJIbHOE (DYHKIIHOHUPOBAHUE JIN30COM
U pa3BUTHE MPOIECCOB ayTodaronuroza HEOOXOAUMBI
JUISL IO AEP KaHUSL apXUTEKTOHUKU U (PyHKLIHOHUPOBA-
HUSL KPOBEHOCHBIX cOocyaoB. IIpu 3TOM GOJBIIMHCTBO
ABTOPOB CBSI3BIBAIOT Pa3BUTHE MUKPOAHTHONIATHH C MEp-
BUYHBIM U3MEHCHHEM B ITIAIKOMBIIIEUHBIX KIETKaX, 00y-
CIIOBJIUBAIONIUX FHIIEPTPOGDHUIO METUH B IIEPBYIO OUEPEb
MeJKuX apTepuod [9]. BeposiTHO, HabrOnaBIIAsCS HAMA
HepecTpoiika MUKPOIUPKYISITOPHOTO pycia MUOKapaa
MOXeT O00yCIIOBIMBATh HAapyIICHUE TPOPUKH U TEM ca-
MBIM YCYTYOIISTh TOBPEXACHUE KapauoMuonuTos. Ilox-
TBEP>KACHUEM 3TOMY MOXET BBICTYNIAaTh HAaOMIOAABIIAsICS
IIPU UMMYHOTHCTOXUMUYECKOM HCCIIECJOBAHUH 04aroBas
¢ukcanus ¢pparMenta koMmruieMeHnTa C3c 1o capkoneM-
M€ U B CapKOIUIa3Me OTJENIbHBIX KapAMOMHOIIUTOB, BO3-
MOXHO, 00yCJIOBJICHHAS UX HIIEMUYECKUM ITOBPEXKICHH-
eM [10]. B cBsI3u ¢ 3TUM IIPEACTABIAECTCS IEPCIEKTUBHBIM
JaNbHeHIIee n3ydyeHne peakuu YHA0TEIHS KalUIIpOB
WHTEPCTULHS IPH PA3BUTHUH META00INIECKOH THIIEPTPO-
¢mgeckoi KapIHOMHONATHH HA (JOHE MYTALMH B TE€HE
LAMP2.

3aknoueHnne

[IpencraieH penkuii cirydail HO3HETO KITMHUYECKOTO
BoisIBIIeHus Oone3nu [lanona (LAMP2-kapauoMuonarun),
MOP(OJIOTHYECKH NPOSABIIABIICHCS HAKOIJIEHUEM B CapKO-
TU1a3Me KapAMOMHUOLIUTOB ayTo(harouTapHOro MaTepuasa,
IJIMKOTeHAa, 0CMUO(DUIIBHBIX MUEIIMHOMIOAOOHBIX CTPYKTYP
Y BBIPKEHHBIM HaOyXaHUEM 3HAOTEIH KPOBEHOCHBIX Ka-
NUWIISPOB UHTepcTHLMA. [laHHOe HaOMIoAeHe HAMIATHO
JIEMOHCTPHPYET MPAKTUUECKYIO 3HAYUMOCTh YJIBTPacTpyK-
TYpPHOT'O UCCIIEI0OBaHUA SHAOMHOKapIUAIbLHOTO OHoITaTa
JUTSL ONIpeieNIeHHst HCTUHHOHN (hopMBbl METabOIM4eCKOM Tu-
nepTpouu U OLEHKH CTEeTIeHH MOP(OJIOrHUECKON mepe-
CTPOIKM MHOKap/a.
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Mudopmanus 06 aBTopax

Haranbs BJ'[aI[I/IMI/IpoBHa MotuHa — KaHAuJaaT MEAUIUHCKUX HAYK, TOLCHT Kacbez[pm 6HOJ’IO]"I/IH, TUCTOJIOTHH, 3M6pI/IOJ'[01"I/II/I W ATOJIOTUH
AJTalicKoro TOCYyNapCTBEHHOI'0 MEAUIIMHCKOI'O YHUBEPCUTETA MI/IH3L[paBa Poccun.

Hanexna ['puropbeBna BecenoBckast — TOKTOp MEIUIIMHCKHUX HayK, JOICHT, 3aBelyI0Iasi KapAHOJIOTHIeCKUM oTaenaeHueM Ne 2 Anraiickoro
KPaeBOro KapAHOJIONHYECKOro Aucnancepa, npodeccop kadeapbl KapAHOIOTHH U CEPACUHO-COCYAUCTON Xupypruu ¢ kypcom JAI1O Anraiickoro
TOCYIapCTBEHHOTO MEAUIIMHCKOTO YHIBepcuTeTa Mun3apasa Poccun.

I'ennauii MiBaHoBHY KOCTIOUEHKO — JOKTOP MEAMIIMHCKUX HAyK, PyKOBOIUTEINb OT/ela Ja00paToOpHOil IMarHOCTUKHM KPaeBoW KIMHUYECKON
OOJIBHUIIBL.

Anna BrnagumupoHa OTT — KaHAWAAT MEIUIMHCKUX HAyK, Bpad-KapAHOJIOr ANITaliCKOro KpaeBoro KapAnoJorniecKoro AUCIaHcepa, aCCHCTEHT
Kageapbl KapANOIOTHH U CEPAEYHO-COCYAUCTON Xxupypruu ¢ KypcoMm JII1O AnTaiickoro rocyrapCTBEHHOTO MEAUIIMHCKOTO YHUBEPCUTETA
Mumnzapasa Poccun.

Buranmii SIkoBneBuy ['epBanba — KaHAMIAT METUIIMHCKHUX HayK, JOLEHT Kadeapsl cyaeOHo MeauHbl uMeHn npodeccopa B.H. Kprokosa
¥ matosorudeckoit anaromuu ¢ Kypcom IO Anraiickoro rocyaapcTBEHHOTO MEIUIIMHCKOTO YHUBepcuTeTa Mun3apasa Poccun.

IOpuii I'puropseBnd MOTUH — IOKTOp MEJUIIMHCKUX HayK, JOLEHT, Bpau-I1aToJI0roaHaToM KpaeBoi KIMHUYECKOH OonbHHUIIbI, Tpodeccop
Kadenpsl cyne6HOI MenunuHbI HMeHH nTpodeccopa B.H. Kprokxoa u nmaronorudeckoii anaromuu ¢ Kypcom 1O Anraiickoro rocynapcTBeHHOTO
MeAUIUHCKOTo yHUBepcuTeTa Munsapasa Poccun.
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