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Pesrome

PacnipocTpaHeHHOCTh HOCHUTENEH Pa3IMYHBIX T'€HOB TUMIEPTPOPUIECKON KapIHOMHUOTIATHH
MOXKET OBITh OIleHeHa Kak | cirydait Ha 200 4enoBek, OJHAKO HE Y BCEX MAllMEHTOB Pa3BUBAIOTCS
KIIMHUYecKHe npu3Haku 0osne3Hu. [lpencraBnsiercs KIMHUYECKUI Cilydyall MOJOJOTO MY>KUHHBI
(20 ner) ¢ nebroToM 3a00s1€BaHMS B BUJE PECTPUKTUBHON KapAHOMHUONATHN, IPUYUHON KOTOPOM
SIBUJICS TIOCTMHOKAPAUTUUECKHN KapAUOCKIepo3 Ha (oHE NEPBUYHOM TUTIEPTPOPUUecKoit
kapauoMuonaTuu. llanyieHTy BbINOJHEHA TPAaHCIUIAHTALMs CEpAlla B CBSI3U C TEPMHUHAIbHOMN
XpOHMYECKOH  CEpJIeYHOM  HEJOCTaTOYHOCTBhIO,  Takke  OblT  MpOBeACH  OOJBIION
T depeHInanbHO-TMarHOCTUUECKUN TMOUCK Ul ONpPENENICHNs NMPUYMHBI KapJAUOMHONATUU U
MIPUPOIbI JIUM(OIIUTAPHOTO MUOKAPINTA.

KualoueBble ciaoBa: pecmpuxkmugnas u —eunepmpoguueckas — KapoOuoOMuonamuu,

oecmMuHonamus, MUOKApOum, mpaHcnianmayus cepoya

Change in the phenotype of cardiomyopathy against the background of myocarditis
Makarov I.A., Borodin K.O., Makarova T.A., Mitrofanova L.B.
Federal State Budgetary Institution “V.A. Almazov National Medical Research Center” of
the Ministry of Health of the Russian Federation, St. Petersburg, Akkuratova 2, 197143
+79315329832, doctormakarovia@gmail.com

Summary

The prevalence of carriers of various genes for hypertrophic cardiomyopathy can be
estimated as 1 case per 200 people, however, not all patients develop clinical signs of the disease.
We present a clinical case of a young man (20 years old) with the debut of the disease in the form
of restrictive cardiomyopathy, the cause of which was postmyocardial cardiosclerosis against the
background of primary hypertrophic cardiomyopathy. The patient underwent heart transplantation
due to end-stage chronic heart failure, and a large differential diagnostic search was also carried
out to determine the cause of cardiomyopathy and the etiology of lymphocytic myocarditis.

Key words: restrictive and hypertrophic cardiomyopathy, desminopathy, myocarditis, heart

transplantation
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Cnucok coKpaleHui:

AMR - antibody-mediated rejection

CD — cluster of differentiation

CMV - cytomegalovirus

EBV — Epstein-Barr virus

HHV-3 — human alphaherpesvirus 3

HHV-6 — human alphaherpesvirus 6
SARS-CoV-2 — severe acute respiratory syndrome-related coronavirus 2
I'KMII — runeprpoduyeckas KapIuOMHUONATUS
KMII — kapinomuonatus

JDX — nieBbIi XKemyno4ex

MPT — MarHUTHO-pe30HaHCHAasi TOMOTrpadus
PKMII — pecTpukTUBHAs KapIMOMHUOINIATHS
OKT — anextpokapauorpadus

9XO-KT" — sxokapauorpadus
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BBenenune

Pectpuktunas xapauomuonatus (PKMII) npexncrasnser coboii 3ab6oneBanne MHOKap/a,
KOTOpOE€ OOBIYHO BO3HUKAET B PE3yNIbTaTe MOBBIIIEHHON KECTKOCTH MUOKap/a, YTO MPUBOJHUT K
HApYIICHUIO HamoJHEeHUs kenymnoukoB. PKMII moxker OBITH pe3ynbTaTOM HACIEICTBEHHOM
MIPEIPACIIONOKEHHOCTH W TPUOOPETCHHBIX 3a00JeBaHUN WM WX KoMOwHamuu. BcenepcrBue
TFEeTEPOreHHOT0 XapakTepa MPOUCXOXKACHUs, MHOrooOpasus mnposisaeHudt PKMII, a Ttaioke
CIIO)KHOCTH B JIMATHOCTUKE OTHX 3a00JIeBaHHWW, TPYAHO TOYHO OIICHUTH 3a00JICBAEMOCTh H
pacrpoctpaneHHOCTh J1i000ro u3 TuoB PKMII [1]. PKMIIT — noBosibHO pejkoe 3a00ieBaHKe, HO
Ha €ro JIOJIO MPUXOAUTCS MPUMEPHO 5% Bcex ciiydaeB KapAuoMHonaTHu [2].

Boigensitor ocHoBHble 4 MmexaHusma myTted pasButus PKMIL unuibTpanus ctpomsl
MHUOKap/a, OOJEe3HH HAKOIUICHUs (MHOWIBTPALUS KapHOMHOIMTOB), SHIOMHOKApIUATbHBINA
¢ubpo3, rpynmna HEeHHPHUIBTPATHBHON MaTOJOrMH MHOKapaa (cM. Ttabmury 1). Tepmun
nnuonatuiyeckuit  PKMII, BeposiTHO, He mTOAXOAMT It OOJBIIOW TPYMNIBI TAIMEHTOB: B
pe3ynbTaTe OYpHOTO pa3BUTHS MEAULIMHCKON M€HETUKH ObUIM MAECHTU(ULIMPOBAHBI MYyTallUU B

pa3IMYHBIX TeHaX, MTPEX/Ie BCEro B capKOMepHBIX [3].

Tabauua 1. 3a6oieBaHusi MUOKapPAA, acconMupoBanHble ¢ pa3ButueM PKMII

Nudunprpanus bonesnn HakoruieHus OHAOMUOKapAUATbHbIN HeundunprpaTusHas
CTPOMBI ¢ubpos MaTOJIOTUSI MUOKapa
— Ammionno3 — IJIMKOreHO3EI — Kapuunoup cepaua —  Cxkneponepmus
— Capkounno3 — HacneacrBennsie — T'unepaosuHodminpHbd — [[nabeTmdeckas
— IlepBuunas reMOXpOMaTO3bl CUHAPOM KapAUOMUOTATHS
rurnepokcan- — Mykononucaxapuno3dsl — ®dudposmnacros —  MuodubpumispHas
ypust — bone3nr Humana-ITuka SHJOKapIa MHOIIATHS
— bonesns ['ome — Meracrassl onyxosied  — boise3snu
— bounezns ®abpu — JlyueBas tepanus CapKOMEpOB
— Paguanus — DOnactuueckas
— JlekapcTBa IICEB/IOKCAaHTOMA
(aHTpaIUKIINHBI, — Cungpom Bepuepa
CEpOTOHMH, 3proTamMuH — Muanonaruueckas
U TIp.)
— HWnuonarnueckuii
MUOKapIUaTbHBIN
¢ubpos
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Jlo cux nmop He cymecTByeT enuHbIX Kpurepues nuarno3a PKMII. B nacrosimee Bpems
HanbOoJIee YaCTO MCIOJIb3YEMBbIMU KPUTCPHUSIMU SIBISIOTCS clienyromue [4, 5]:

1.  Dxokapaumorpaduueckue TNPU3HAKK — YBEJIWYCHHE pPa3sMEpOB TNpEACepIuil mpu
HOPMaJIbHBIX WJIM IOYTH HOPMAJbHBIX pa3Mepax JIeBOoro xemynouka. CoxpaHHas
cucToNndeckas QYHKIUS P CHIDKEHUH JJHACTOIMYECKON (DyHKIINH.

2. OtcyrcTBHE 3HAUUMOTO YBEIMYESHHS TOJIIHUHBI cTeHOK JDK.

3. HckmodyeHne KOHCTPUKTHBHOTO MTEPUKAPANTA.

4.  VYBenuueHHE KOHEYHO-IMACTOJIMYECKOIO JaBJIEHHUS B JIEBOM IKEJIyJO0YKE IpHU
KaTeTepu3aluy Kamep cepala.

5. Hapymenue putmMa wu mpoBoaumMocTd. Haumbonee dacteie: AB-Omokansi,
KEIIYI0UKOBBIE  AKCTPACUCTOJIMM, CHUHAPOM  CJIadOCTH  CHUHYCOBOIO  Yy3Jja,
KEITyI0UKOBas TaXukapaus, GuOpHUIUISILIMS U TpereTaHue NpeCcepauii.

Heab: npeactaBuTh U 00CyIUTH ciiyyail H3MEHEHUs (EeHOTUIIa KapAUOMUOTIaTUH Ha (oHE

MHUOKap/InuTa, O0O003HAYUTh BO3MOXKHBIE MOAXOAbI K  MEHEKMEHTY [MalUeHTOB C

KapJUuOMHUOIIaTUAMHA HEACHOI'O I'€HE3a

Kinununuyeckuii ciayyait
[Tanment myxuuna, 20 sner. C 16-Tu 1T oT™Mevayics AePUITUT MacChl Tela, HEYyTOYHEHHBIC
Hapymenus putMa 1o OKI'. B 18 ntet Ha hoHe nmepeHeceHHOM BUPYCHOM MHGEKIINH CTal OTMEYaTh
CUMIOTOMBI XPOHHYECKOW CepAeYHONl HEJOCTATOYHOCTH B BHJIE MOSBICHHUS aclUTa, OTEKOB
HIKHUX KOHEYHOCTEH, CHUKEHHS TOJIEPAHTHOCTU K pu3nyeckoil Harpyske. [Ipu oOcienoBanumn
nanueHTa ObUIM OOHApY)KEHBI: TpeneTaHue MpeACcepAuil ¢ peryaspHbIM mHpoBeaeHueMm 2:1,
cHIbkeHue ¢pakuuu BbeIOpoca a0 35%, pacmmpeHue MosocTeil npeacepauid, Auddy3Has
TUIMOKHHE3Us] CTEHOK MHUOKapja, MPU3HAKH MOPTAIbHOM TUIEPTEH3UH, YBEIMUYEHHUE KOHEYHO-
JMACTOJIMYECKOTO JaBJICHUS B JIEBOM JKENyJOYKe MpPH KaTeTepus3all cepiAlla U YTOJIICHUE
nepukapaa 0e3 yBeJIMUEHHUS CTEHOK JIEBOTO IKelynodka. B xoze rocnuTamu3anud ObLl
3aUKCUPOBAaH SMU30J TMOJHOW CHHOATPUANBbHOM Onmokaabl ¢ may3oi mo 3,7 c. Ilamuent B
JMArHOCTUYECKOM IUTaHe ObLI HE SICeH, HO KIIMHUYECKH CKJIaJIbIBAIIOCH MIPEJICTABICHUE O 1e0I0Te
PECTPUKTUBHOM KapJIMOMHOIIATHH, B CBA3M C dYeM Obl1 Hayar auddepeHuuarbHo-
JUArHOCTUYECKHUI MOMCK MPUYMH 3TOW MaTOJOTHH.
1) WckmroueHne KOHCTPUKTHBHOTO — IMEpUKapAWTa: ObUTM  MPOBEAEHBI  JIOMILIEP-
axokapauorpadus u MPT-cepama, mo pesynpTaTaM KOTOPBIX OBbLT UCKIIOYEH STOT
JTMArHO3.

2) Tlouck mHOUIBTPATUBHOMN MMAaTOJIOTUN MUOKAp/a:
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3)

4)

Amunonnio3 cepaua Obul HCkMO4€H ¢ momouibto MPT-cepana u cuuHTHrpaduu
MHOKapJa C Tc99m (uckitoueH TPaHCTUPETUHOBBIH aMWION103);
SHJIOMHOKapIUAIbHOW OMOIICHH; a TaKkke HOPMAJILHOMY YPOBHIO MapanpOTEHHOB B
MOYE M CBIBOPOTKE.

Capxouno3 Obu1 MckitoYeH ¢ nmomotibio KT opranoB rpynHOi KIIETKH, IO YPOBHIO
AIl® (106,3 E/l), kanpuusa (2,2 MMOJIB/JT), OTCYTCTBHE KalbIMypuu. Tarke He
MOJy4eHO MJaHHBIX 3a capkouno3 npu MPT-cepmma u 3XO-KI. He Obuio
IpaHyJIEeMaTO3HOTO BOCHAIICHUS U B YHIOMUOKApIHAIHLHON OUOTICHY.

[lepBuuHast rHUmepokcanypusi ObUIa WCKIIOYEHA Ha OCHOBAHWU OTCYTCTBHS
MOPaXKEHUS TIOYEK, HOPMAIBHOTO YPOBHS OKCAIaTOB M HOPMAJILHOTO COOTHOIICHUS

oKcajaTa/KpeaTHHUHA B MOYE.

TTouck 0one3HElN HAKOIUICHUS:

Bonesnp ®abpu Obla HCKIOYEHA HA OCHOBAHUHM OTCYTCTBHSI CEMEWHOIO aHaAMHe3a,
CUCTEMHOCTH MOPaXEHUsI, OTCYTCTBUS runepTpoduu nesoro xemynouka no 9X0-KT,
a Taxke 3HadeHHsa ypoBHSA Lyso-GB3 B msaTHaxX BBICYIIEHHOW KpPOBH B Ipenenax
pedepenca.

I'eMoxpomaTo3bl ObUIM MCKIIIOYEHBI IO OMOXMMHUYECKOMY aHAJIM3y KPOBH: )KEJe30,
dbepputuH, TpancheppuH B nipeaenax pedepeHCHbIX 3HAYCHUH.

I'mukoreHo3bl ObUIM HCKIIIOYEHB! MO JAHHBIM 3HIOMUOKAapAHaIbHOM Ouorncuu, a
TaKXKe 110 OTCYTCTBHIO CHCTEMHOCTH ITOPAKEHUS.

Mykonoaucaxapou03bl ObUIM UCKIIIOUEHBI HA OCHOBAHMM OTCYTCTBHUSI CEMEHHOIO
aHaMHe3a, HOPMAJIbHOT'O YPOBHA JiepMaTaHCyib(aTa U remnapaHcyibdara B Moue, a
TAK)K€ CUCTEMHOCTH ITOPAKEHUSL.

Taxke KIMHUYECKH HE MOJY4YEeHO JaHHbIX 3a Ooje3Hb ['omie u 3a 6one3np Humana-
IInka B CBSI3M C OTCYTCTBHEM CEMEMHOIO aHAMHE3a U CHCTEMHOCTH IMIOPaKEHHUs, B TOM

YUCJIC ITIOPAXKCHHUA HCpBHOﬁ CHUCTCMBI.

ITouck OHIAOMHOKAPpAUAJIbHBIX IIPUYHH:

®dubposnacTo3 3HA0KapaAa ObuT HCKIr0UYeH 10 naHHbIM DXO-KI' u MPT-cepana
['unepro3uHO GUIBHBINA CUHIPOM OBLIT UCKITIOYEH HA OCHOBAHUU HOPMAJIBHOTO YPOBHS
703WHO(HIIOB B KPOBH, a TAaKKe MO pe3yabTaTaM JHIOMHOKApAMATBHON OuoTCHH
(oTcyrcTBHE P03MHO(DUIOB B MHTEPCTHIIMA MUOKAp/Ia U MO SHIOKAPIOM).

JlygeBass Tepamnus, crenuduyeckas JIeKapCTBEHHas Tepamusl TMalUeHTy He

IIpoOBOANIIACD. Taxoke maryeHT He HaXOAWJICS B 30HaX C BEICOKOM pannauneﬁ. Ha (I)OHC
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9TUX JAaHHBIX ObUIM HCKIIOYEHBl MPUYMHBI PECTPUKTHBHON KapIUOMHUOIATHUH:
panuanus, JydeBasi Tepanus, JeKapCTBeHHO-UHIYIIUPOBAaHHAS KapIHOMHUOIIATHSI.

—  KiuHnyecku He CKIAIpIBaJIOCh IPEICTaBICHHE O KapLUMHOUIHOM CHHIPOME Y
MalUeHTa, a TAakK€ O BO3MOXHOCTHM METAaCTaTUYECKOTO MOPa)K€HUs cepua, uTo
MOATBEPKIATIOCH pe3yabTaTaMu cliMHTUTpadun Muokapaa, MPT-cep/ma u JaHHBIMU
SHIOMHUOKAPAUATEHON OHOTICHH.

5) Tlouck HEMHPUIBTPATUBHO MATOJIOTHH MHOKapa:

- CknepomepMusi W CHCTEMHBIE BACKYIMTHI OBUIM HCKJIIOYEHBI Ha OCHOBAaHHUH
KIIMHUYECKUX JaHHBIX U 110 OTCYTCTBUIO cepoiornyeckux mapkepos (AHLIA, AHOD,
AT x xapauonmnuny, 1gG u IgM, scl-70).

- Dnactuyeckass ICEBJOKCAHTOMA, JauabeThyeckas KapAMOMHUONATHUS U CHHAPOM
Beprepa ObLIM HCKITIOYEHBI HA OCHOBAHWH KIIMHIUYECKUX JTaHHBIX.

B anamHese mnamueHTta oOpamiaioT Ha ce0s BHUMaHUE MHOTOYHUCIIEHHBIE BHUPYCHBIE
WHQEKINH, TeYCHNE KOTOPHIX MPHUBOIMIO K MPOTPECCUH CHMIITOMOB XPOHHYECKON CepIeUHON
HEJOCTaTOYHOCTH W MPOrPagTUeHTHOMY CHUXEHHIO (pakiuu BbIOpoca JIEBOTO >KETyAOouKa.
[TanieHT nBaXAbl TEPEHOCHJI HOBYIO KOPOHABHPYCHYIO HWHQEKIMIO C JBYCTOPOHHHMH
MHEeBMOHMSAMU B stHBape 21 rona (B Bo3pacte 19-tu ser) u B HosiOpe 21 roga (B Bozpacte 19-tu
net). [Ipu o6cneoBanny y manyenTa Obut 0OHAPYKEHBI MTOJI0KUTEIBHBIC Ma3KH U3 POTOTIIOTKH
Ha EBV u HHV-6 B nexabpe 21 rona, Hanmuune aTUIUYHBIX MOHOHYKJIEapoB (6%) B KpOBH OT
apens 21 roma. Taxxke y mamueHta ectb uMMmyHuTeT k CMV, HHV-3 (mo yposHio
cnenupuuecknx IgG).

Ha MPT-cepaua ¢ BHyTpUBEHHBIM KOHTPACTHPOBAaHHEM Yy MallMeHTa ObUIM OOHApPY>KEHBI
¢ dy3HO pacoIoKEeHHbIE YIaCTKH HaKOIIJICHHUS] KOHTPACTHOTO BEIIECTBA B OTCPOUYCHHYIO a3y
(uepe3 8-10 MuH) B MpPaBOM U JIEBOM JKEIyI0UKaX, YTO MOXKET CBHAETEIbCTBOBATH O HAIMYHU
MHUOKapIUTa.

[Ipu sHIOMHOKApAMATBEHOM OMOTICHU Obla 3am0I03pEeHa JECMUHONATHS 110 TPaHYISIPHOMN
skcnpeccun Oenka. Kierok BocmamurensHoro uHpuibTpata (CD45+) B crpomMe He ObLIO
BBISIBIICHO.

[Ipn reHeTMYEeCKOM HCCIEAOBAHUU METOJOM CEKBEHHPOBAHHUS HOBOIO IOKOJICHHUS C
IpUMEHEHHEM IieJeBoi maHenu oboramieHus Ha npudope Illumina MiSeq Obulo mpoBeneHo
TeHETUYECKOE UCCIIEIOBAHUE T€HOB, aCCOLIMMPOBAHHBIX C Pa3BUTHEM BPOXKJICHHBIX 3a00J1€BaHUN
MUOKap/a, KapJUOMHUOTIATHII W KaHANOMAaTUW, a TakkKe C JPYTMMU HacleACTBEHHBIMU
3200JI€BaHUSIMU €O CXOJHBIMM  (PEHOTHINMYECKMMHU MPOSBICHUSAMH, C  TOCIEAYroIei
BepuduKanueil pesyabTata METOJ0M cekBeHHpoBaHus 1o Conrepy. B mcciemyemom obpasie

JIHK ObL11 BBISIBIIEH BapuaHT HYKJI€OTHIHOM nocnenoBarenbHocTy B reHe DES (Chr2:220285069,
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1s397516698, NM 001927.4:¢.735+1G>C) B rerepo3UroTHOM COCTOSIHMU. J|aHHBIM BapuaHT B
cooTBeTcTBUU ¢ KputepusmMu ACMG 2015 r. paccMaTpuBaeTcs Kak MaTOT€HHBIH, SBISIOLIUNCS
BEPOSITHON MPUIMHON Pa3BUTHS 3a00ICBaHMSL.

Ha ocHOBaHMM JaHHBIX BBIIIEONUCAHHBIX OOCIEIOBAHUN NAIMEHTY ObLI YCTaHOBJIEH
JUAarHo3 IEepBHYHOM  PECTPUKTUBHOM  J€CMHHOBOM  KapauoMuomatuu. B cBasm ¢
MIPOTPECCUPYIONIEH XPOHUYECKOM CEpPIACUYHOM HENOCTATOYHOCTHIO, OTCYTCTBHEM HddekTa OT
MEMKaMEHTO3HO! TepaIiny, MalueHT 10 )KM3HEHHBIM NoKa3aHusAM Obul nepeseiéH Ha DKMO ot
09 sBapst 22 rona (B Bo3pacre 20 j€T) U BKIIOYEH B JIMCT OXKUAAHUS TPAHCIUIAHTALMU CEp/ALa.
23 suBaps 2022 roaa ObliIa BBITIOJIHEHA TPAHCIUIAHTAIIHS CEPIIIA.

[Ipn maromopdosiornyeckomM HccIeA0BaHUU cepAlla perunuenta Macco 307r Muokapn
TJIOTHBIN, IEPUMETP TPUKYCTIHIATBLHOTO Kianana 13cM, mutpanbHoro - 10cM, nérouHoit aprepuun
- 6¢M, a0pTHI - 6CM, KOPOHAPHBIE apTepun 0€3 CTEHO30B, C TJIAJIKOW HHTUMOM, TOJIIIUHA CTCHKU
npaBoro xenynouka - 0,8cMm, MexoxenTy1oukoBoil neperopoaku - 1,4cm, JDK - 0,9cm. [Tonoctn
pacmupensl. Ha pa3zpese Muokapa KOpUYHEBBIH C "pa3MbIThIM" CEpbIM MIIOTHBIM MEITKOOYaroBbIM
($huOpPO30M B MEAOKEITYIOUYKOBOM TIEPETOPOJIKE, TPABOM U JICBOM JKEITyT0OYKaX.

l['ucronoruueckn B MHOKapAe ompeaensuiach runeprpodus ¢ mnoauMoppusMoMm U
TUIIEPXPOMATO30M Sifiep KapAUOMHUOLIUTOB, MEPUHKYICAPHBIMU BaKyOJIsIMHU, TUCKOMILIEKCcAlUen
MBIIIIEYHBIX BOJIOKOH BHE 30H (pubpo3a, ¢ oTpuiaTeIbHbIMU KOHTO KpacHbIM U [IIMK-peakmueii,
Menkoo4aroBbii (ubpo3. beur mocraBnen muarno3 nepsuyHo KMII, ructorunm T'KMII,

MOCMUOKAPAMTUEUCKUN KapIUOCKIEPO3 — PeCTpUKTUBHBIN (heHoTHu (Puc. 1).
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Pucynok 1. Cepaue penunueHTta. a — o0l BUA MHOKapJa PELUINEHTa; B IIUTOILIa3Me KapAHOMHUOLIUTOB
OIPENIeTISIOTCS Y03MHOMUIBHBIE TPAHYIIbl; OKpacka IeMaTOKCHIMH-303uH, X40; 6 — 303MHO(UIbHBIC TPaHY/bl B
LUTOIUIa3Me; TeMaTOKCHIMH-303MH, x400; B, T, 1 — BBIPOKCHHBIH MOCTMMOKAPIUTUUECKHI O4aroBblii (Guodpos,
reMaTokcinH-303uH, x40, 100 u 200 cOOTBETCTBEHHO, € — arpeccuBHas nuMdouutapHas UHOWIBTpaAIUs C
BHEJPEHUEM B IIUTOILIa3My KapAMOMHOLIITOB, HEKPO30OM U AUCTPO(dHel KapJHOMHOLUTOB; K, 3 — IUCKOMIIIEKCALHS
MBIIICYHBIX BOJIOKOH KapuOMHUOIUTOB, PAS-peakius, x40 u 100 cOOTBETCTBEHHO; M — IEPUMYCKYISIPHBINA (UOPO3-

orérka, PAS-peakuust, x100.

[Ipn mpoBegeHHMM HMMYHOTHCTOXMMHYECKOTO HCcieloBaHus 62 CD3+/mm?, 56

CD68+/mm?, desmin - rpanysisipHas SKCHPECCHs B HEKOTOPHIX MBIIIEYHBIX BoJIokHaxX (Puc. 2).

; s ST 23 .v : 'ﬂ_‘:;~ ‘,fﬁﬁ' = :‘.

78
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Pucynoxk 2. IMMyHOTHCTOXHMHYECKOE HCCIISA0BaHIE MIOKap/ia C Pa3IMYHbIMHU aHTHTENaMHI. a —3kcnpeccus CD3 Ha
T-nmumdonurax, 6 — sxcnpeccuss CD68 Ha makpodarax, B — TpaHyJbl JeCMHHAa B HEKOTOPBIX KapIHOMHOLUTAX

(TeMHO-KOpHUHEBOE OKparnuBanue), x100.
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VYuuTheiBasg HaIM4YWe Yy TalMeHTa JUMQOLUTAPHOTO MHOKapIUTa, a TaKXKe Ppa3IHMYHbIX
BUPYCHBIX HMH(peKkuuié B  aHaMmHe3e, OBLJIO  PEIIEHO MPOBECTH  JONOJHHUTEIBHOE
MMMYHOTUCTOXUMHUYECKOE HCCIEJOBAHUE C IENBI0 OIpEeNieHHs] MEPCUCTEHLIUH BHUPYCOB B
MHUOKapze. B pe3ynbrare ObUia BhISIBIIEHA SKCIIPECCUs] aHTUTEHOB BUpYyca repreca 1-ro Tuna Ha
saporennu 10-20% kamwsipoB muokapna, skcrpeccuss HHV-6 B eauHnynbIX auMdonurax,
akcrpeccust EntV B snpoTenu 80-90% kanwisipos u B kapauomuonutax (Puc. 3 a, 0, B). Mcxos
U3 TIONYYEHHBIX IAaHHBIX, MBI CJENaJH BBIBOJ O CMEIIAHHOH STHOJOTMH MHOKapauTa —
SHTEPOBUPYCHOW W Teprnermueckoil. Dkcnpeccuss HHV-6 tonbko Ha JmM@OIMTaX TOBOPHUT O
HOCHTEJIECTBE ATOTO BHpYCa MAIMEHTOM, OJHAKO OTCYTCTBHE HKCIPECCHH Ha Kammuisipax W B
KapIMOMHOIIUTAX HCKIIIOYAeT POJIb 3TOTO BUpyca B IMAaTOreHe3e MHUOKapauTa. Taxke He ObUIo
0oOHapyXeHO 3Kcrpeccuu aHTHTeHOB BUpycoB: SARS-CoV-2, CMV u EBV, uro uckirouaer
KOPOHABUPYCHYIO, ITUTOMETAIOBUPYCHYIO M OMIITeHH-bap-BUPYCHYIO TpPUPOTY MHOKapAWTA.

Okcnpeccust HLA-DR noarsepauina ayTouMMYHHBIN TIPOIIECC U MUOKApPIUT.

—~ o
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Pucynox 3. VMMYHOrHCTOXMMHYECKOE HCCIEIOBaHHE MHOKapAa C pPa3IHYHBIMH aHTUTEJAMH. a —
uMMyHookpammsanue ¢ HHV-6, 6 — ¢ HSV-1, B — ¢ EntV, r — ¢ HLA-DR: ompenensercs sxcrpeccus Ha 50%

SHIOTENHS KanuuisipoB Muokapaa; x100.

[Tocne TpaHCIUIAHTAIIMK Ceplla y MAlHeHTa ONPeAe/sUICS KpPH3 KIETOYHOTO U
rymopanbHoro otrropxkenusi tpancrantata (R1, AMR2 (H+, 1+)), koTopblii ObLT yCHeIHo
kynupoBad (Puc 4). B Hacrosimiee Bpems MAIlMEHT HAXOJWTCS Ha  CTaHAAPTHOM
UMMYHOCYIIPECCHBHOW  Tepairud, BKIIOYAOMEd B ceOsi HHIHOUTOPHI  KaJlbIMHEBPHHA,
MHKO(GCHOJATHl M TIIIOKOKOPTHKOCTEPOUIBl. B JaHHBIH MOMEHT y MalUeHTa QYHKIUSA
TPaHCIUIAHTAaTa COXPAHEHA, HapyIICHHH PUTMA M MPOBOJMMOCTH He OTMedanoch. CocrosHue

nalyeHTa crabuiIbHoe.
306



MEDLINE.RU, TOM 23, ITATOJIOTMTYECKAA MOP®OJIOI'UA, 21 MAS 2022

PI/IcyHOK 4, 3HI[OMI/IOK8.pI[I/IaJ'ILHI)Ie OUOIICUU TIOCTIE TpaHCIUIaHTallMU CE€pJla. a — MEepBUYHAA ouorcus ¢ KpU3oM

orropxkenus R1, AMR2, 6 — moBTopHas Guorncus 6e3 kpuza orropxerus (RO, AMRO); x200.

Oo0cy:xnenue

Mbl  mpencraBiasieM  Ciiydad MalMeHTa C  YBEJIWYEHHUEM TMpeacepAaui, KOHEYHO-
JTUACTOJIMYECKOTO JIaBJICHHS B TIOJIOCTH JIEBOTO Kelyfouka, MTu(dy3HON THIMOKUHE3UEH CTEHOK
KaMmep cepra ¢ CAMITOMAaMU CEpJISYHON HETOCTAaTOYHOCTH, BO3HUKINKNX HA (DOHE TTepEeHECEHHOM
BupycHo#l uHpekuu. [Ipu obcnenoBannu mamnureHTa Obl1 ycraHoBiieH auarHo3 PKMII. Tlepen
noctaHoBkor auarHo3a PKMII cinenqyer MCKIOUMTh Ipyrue NpUYMHBI, KOTOPHIE MOTYT BBI3BATh
xapakTepHble cuMnTombl. Taxke auarHo3 PKMII He sBnsieTcs OKOHUYATeIbHBIM W TpeOyeT
BBISIBJICHHE PUYHMHBI 3a00J1€BaHMUSL.

[Ipn maToMOpQoOIOTrHYeCKOM HCCIEAOBAHUN CEpAlla PELUIIMEHTa YCTAHOBJIEHO, YTO
MEepBUYHAS KapAHUOMHUOMATUS SBISETCS TUNepTpoduyeckoil, HO Ha ¢GoHEe TUMPOLUTAPHOTO
MHUOKapuTa Ipou3oluia Tpanchopmanus GeHOTHNa B PECTPUKTUBHBIN (32 CYET BBIPAXKEHHOTO
MMOCTMUOKAPAUTHYECKOTO Kapauockieposa). B cBoro odepens kmuHuueckw ¢enotun ['KMIIT
HUKaK ce0s He mposBisul. Takum 006pa3om, MUOKApIUT U BOSHUKAIOUIUI TOCTMHOKAPIUTHYECKUN
KapAMOCKIIEPO3 SBISIOTCS OJHOW M3 MPUYMH T[epexoJa TMEepBUYHON KapAUOMHUONATHU B
PECTPUKTUBHBIN (DEHOTHIIL, YTO IETEPMUHUPYET HEOOXOIUMOCTD O0JIee TIIATETFHOM TMarHOCTUKU
MUOKapJuTa Yy TMalHeHTOB C pa3IUYHbBIMU TUIAMU KapJMOMHOMNATHH, B OCOOCHHOCTH
pecTpuKTUBHOU. Takxke cienyer 0OpaTUTh BHUMAaHUE, YTO MIPU MEPBUYHON SHIOMUOKAPAUATbHON
Oouorcuu He OBLJIO OOHAPYKEHO BOCHANUTENHbHOW MHOUIBTPAIMM MHOKAapAa M MHUOKapauTa
COOTBETCTBEHHO, YTO HE MO3BOJWJIO TUATHOCTHPOBATh MHOKAPJUT Ha OoJiee paHHEM 3Tare. ITo
MOXXHO OOBSCHUTH HEOJHOPOJHOCTBIO TIpollecca W TOTYYEHHEM JIOKHOOTPUILIATETHHOTO
pe3ynbTaTa BCIEACTBHE HCCIEIOBAaHUS 30HBI MHOKapia Oe3 BocmaneHus. [Ipaktuuecku 5TO

MNOATBCPXKAACT MHCHHUC MHOI'MX aBTOPOB O HCO6XO,Z[I/IMOCTI/I MMPpOBCACHUA TTOBTOPHBIX
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SH/IOMUOKApIMAIbHBIX OHMONCHM NMPH KIMHMYECKOM IOJO3PEHHH HAa MHOKAPIUT C LIETBIO €ro
THCTOJIOTUYECKOW BEpUPHUKALIUK U OTpEe/ICIICHHS KOHKPETHOTO BU1a MUOKapauTa [6, 7].

I'KMII B Hacrosimee BpeMs NPEICTaBISIETCS HauOoliee pacHpoOCTPaHEHHBIM W3
reHeTHuYecKux 3aboseBaHuil cepaua. CoBpeMEHHOE I€HETHMUYECKOE TECTHUPOBAHHUE OMPEIENINIIO0
HOBYIO MOATPYNIY NAMEHTOB 0€3 KIMHUYECKUX MposiBieHuid u runeprpopuu JOK (G+ P-), HO
HMMEIOIYI0O HOCHUTEIIBCTBO TIeHOB, accouuupoBaHHbIX ¢ ['KMII. Takxe B Hacrosiiee Bpems
pacrio3HaBaHue HEKOTOpwIX (eHotunoB ['KMII ynydmaercs 3a cyeT pacHIMPEHHOM
Busyanuzanuu (MPT). IloBeiienue ocBeomiieHHOCTH O 4actoTe pactpocrpaHeHus ['KMII
KapAMOJOraMyd M BpauyaMU CMEXKHBIX CIELHMaIbHOCTEH, B CBOIO OYEpE]b, MOBBICUT OOIIMN
M0Ka3aTejab HACTOPO’KEHHOCTH B JMAarHo3€¢ M YBEJIMYUT YAaCTOTY BBISBIECHUS 3a00J€BaHUS Yy
YJIEHOB CEMbU U CPEIN HACEJEHHs B LI€JOM. JTO OyJeT crnocoOCcTBOBaTh 00jiee CBOEBPEMEHHBIM
U COBPEMEHHBIM BapuaHTaM JIEYEHUS IS MHOTMX MAlMEHTOB C BO3MOYKHOCTBIO CHHKEHHS
CMEPTHOCTH U TIOTPEOHOCTH B TPAHCIUIAHTAIMK cepiia, csizannon ¢ ['KMIT [8].

I'en DES xomupyer OenoK A€CMHUH, UTpaloluil BaXHYI POJb B (DYHKIIMOHWPOBAHUU
KapAMOMHUOIIUTOB C TOYKH 3pEHUS MEXaHMUYECKOW CTaOWIM3allMd M CLEIJICHHUS] KJIETOYHBIX
CTpyKTYyp. JlecMuH (PyHKIMOHUPYET KaK 4acTh INIMKOMPOTEMHOBOIO KOMILJIEKCA, CBSI3aHHOIO C
IUCTPO(UHOM, ¥ B OCHOBHOM BJIMSIET Ha IUTOCKeneT [9].

AMEpUKAHCKUN KOJUICIK METUIIMHCKOW reHeTuku W TeHOMHKH (ACMG) mpemmoxut
cUCTeMYy Kiaccu(UKaluU Uil WHTEpIpeTalMi BapUaHTOB T€HETUYECKUX MOCIIeI0BaTeIbHOCTEH
B COOTBETCTBUM C HECKOJBKUMH KPUTEPUSMHU, TAKUMH KaK COBMECTHAasl Cerperanus B CEMbE,
OTCYTCTBHE B KOHTpOJIE, TIpe/icka3zanue in silico wim GyHKIIMOHAIBHBIN aHamu3. B cooTBeTCTBUM
C 9TUMU PEKOMEHJAIMSIMU BApUAHThl T€HETUUECKUX MOCIeI0BAaTEIbHOCTEN MOKHO pa3/IeUTh Ha
IATh KJIACCOB: JOOPOKAaYeCTBEHHbBIE, BEPOSITHO J1O0OPOKAUECTBEHHbIE, FTEHETUYECKUE BApPUAHTHI C
HEHM3BECTHOM 3HAYMMOCTHIO, BEPOSITHO MIATOTCHHBIC MJIM ATOTeHHbIe cooTBeTCTBEHHO [10].

CrnenyeTr OTMETUTH, YTO CHEKTP KapIUalbHBIX ()EHOTUIIOB, CBA3AHHBIX ¢ MyTauusimMu DES,
BapeupyeT ot aunaranuonnoro (DCM, MIM #604765), aputmorennoro (ACM, MIM #107970),
Hekommnaktoro (NCCM, MIM #604169), runeprpoduueckoro (HCM, MIM #115197) u, B
PEAKHX cIydasx, TakKe pecTpUKTHBHOTO (eHortuna xapauomuonatuu (RCM, MIM #115210).
Opnako, B HacTosiIee BpeMsi HEU3BECTHO, moueMy (eHOTHrbl, Bbi3BaHHbIe DES-myranusmu
pa3HO0Opa3Hbl M BKIIIOYAIOT CKEJIETHBIE U CepeyHble MUOMATUH. PazinuuHble KapAMOMHONIATHH
HaOII01aMCh JaKe B Mpejienax 0JHOU ceMbH. [IpeanonoxkuTenbHo, pa3anuHble (PeHOTUITB MOTYT
U3MEHSTBHCSI CO BPEMEHEM, M BOBJICUEHHE CEPACYHOMW WIIM CKEJIETHON MYCKYJIATypbl MOKET
Ha4yaThCs HE OJJHOBPEMEHHO, a BO BpeMsl IporpeccupoBanus 3adonesanus [11, 12].

Taxxe B nuTEpaType UMEIOTCS AAaHHBIE O TOM, YTO KIMHHUYECKHE (PEHOTUIIBI HOCUTEIEH
mytaiuun DES Moryt co BpemMeHeM M3MEHUThCS Ha Apyrue (EeHOTHNBI KapAHUOMHONATHHU, YTO
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3aTpyAHSET KOPPEISIUIO MEX/Ty TEHOTUIIOM U KIIMHUYECKUM (penoturom. B rienom knnHnveckne
¢deHoTunbl, cBs3aHHbe ¢ MyTanusMu DES, mupoku U BKIIOYAIOT U30JUPOBAHHBIE CKEJIETHBIC
MUOTIaTHH, KapIMOMHUOTIATUH, TAKUE KaK AUIATALMOHHAS, TUIIEPTPOPUIECKast KapJHOMUOTIATHH,
apUTMOTE€HHAs JUCIUIAa3Hs [IPaBOTro JKEIyJ0UKa U HEKOMIIAKTHBIM MUOKap/ JIEBOTO XKelyl0uKa, a
TaKKe UX KOMOMHAIIWH.

IToMrMO ayTOCOMHO-JOMMHAHTHOTO HACJIE0BAHMS, KOTOPOE YaCTO COYETAETCS C HEMOJIHOU
IIEHETPAHTHOCTbIO, HWHOTJA pelieccuBHOE HacinenoBanue DES-myranum Taxke criempyer
YUUTBIBATh, OCOOCHHO B CEMbsIX, TJIe CEMEWHBI aHaMHe3 3aTpyAHEH WM WHpOpManus O HEM
HejocToBepHa [13].

CeronHss W3BECTHO, YTO JIECMUHONATHU ONPENENSIOT BBICOKMM PHUCK  pPa3BUTHS
KU3HEYTPOXKAIOUINX HAPYIIEHUH Cep/IeYHOr0 pUTMa U BHE3AITHOM CMEPTH BCIIEJCTBUE TAKEIBIX
NeQeKTOB IPOBOAMMOCTH, TO3TOMY paHHsAi BepuUKalMs 53TOr0 JUarHo3a SBISeTCs
CTPATETMYECKH BAXXHOM 3a/1adyeil, BO MHOTOM OIPENEISIONIE NPOTrHO3 M IMOTEHUIHAIBHYIO
HEO0OXOIMMOCTh B NPEBEHTUBHON HMMIUIAHTAIlMM KApAMOCTUMYISTOpAa WM KapIuoBeEpTep-
nebubpuIsTOpA.

Onnaxo, nuarsoctuka DES-acconmupoBannoit KMIT moskeT ObITh 3aTpyAHUTEIBHON U3-3a
3HAYUTENIBHON BapualeNbHOCTH KIMHUYECKUX MPU3HAKOB (MEpeKphIBatonIfecs: (EHOTHUIIbI
TUISITAITAOHHOW, TUNEPTPO(OUUECKONW, PECTPUKTHUBHON KapAMOMHOIIATHH, apUTMOTEHHOU
JHCIUIA3UM TPABOTO XKeilynouka, Muomaruu). [lopaxeHune CKkelneTHON MyCKynaTypbl B psize
CllyuaeB MOKET OTCYTCTBOBaTb WM NpOTEKaThb B JIAaTEHTHOW ¢opme (Kak K HpUMepy B
MPEeACTaBICHHOM KIMHUYEeCKOM citydae), a KMII mosxet nebrotupoBath ¢ AB-010Kaab1, CHHKOTIE
WK apUTMHA. MopQOCTpYKTypHbIE H3MEHEHHSI MUOKap/ia ¥ MBIIIIL HAa pAaHHUX CTaIusX OOJIE3HU
MOXXHO  OOHApy)KUTh TOJBKO C TOMOINBIO  CHEHUAIBbHBIX METOJOB  HCCIEAOBAHUS
(ynpTpacTpyKTypHass —~ MHKPOCKOIHS,  HMMYHOTHCTOXMMHYECKHN  aHaau3  OWOITATOB,
MOJIEKYJISIpHO-TeHeTH4Yeckoe TectupoBanue). [loaromy ciemyer paccMarpuBaTh BO3MOXHOCTH
MIPOBEJICHUS] TEHETUYECKOTO MCCIEA0BaHNUs Ul BCEX MAIMEHTOB C pAHHUM Pa3BUTHEM J1e(DeKTOB
AB-nipoBogumoctu Ha pone KMII unm ckeneTHO-MbIIIeYHOU JUCTPOPHH.

B Hacrosimee Bpems He CyIIecTBYeT crHenu(uueckoil Tepamuu JECMHUHOIATHI.
HenenanpaBnennas perymsuus reia DES, npuBoasnias K CHUKEHUIO SKCIPECCUU MYTAaHTHOTO
aiuenst DES, Moxet ObITh MHOTOOOEIIAIOIIEH TapreTHOM Tepanuei JIe4eHus 3TUX NallMeHTOB.

MmnuianTanyioo  KapIUOCTUMYIIATOpa MM KapJauoBepTepa-aepuOpwiisTopa  Ais
NEPBUYHON NMPO(UIAKTUKU CIEIYeT pacCMaTpUBaTh HAa PAaHHHUX CTaJUSAX M3-3a BBICOKOTO PHCKa
pa3BUTHUS ApPUTMHUHN, BKJIIOYAs ATPUOBEHTPUKYISIPHYIO OJOKaay WM BHE3AlMHYIO CMEpTh.
JlerouHass TUNEpPTEH3UA  SBISIETCS  YAaCThIM  OCJOXHEHHEM, KOTOpPO€ MOXKET  ObITh
IIPOTUBOINIOKa3aHMUEM K TpPAHCIUIAHTALlUU CEpALa, MOATOMY CIEAYeT PacCMOTPETh BOIPOC O
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paHHEM IIPOBEICHUY TPAHCIUIAHTALIMH CEp/illa BCKOPE NOCIIE BBISBICHUS JIETOYHON TUIIEPTEH3HH,
a TaKKe B CBSI3M C HEOJIArONPUSTHBIM IIPOTHO30M M OTCYTCTBHEM JieueHus [14].

3akJ/loueHue

OHJOMHOKapAuaibHas OWOICUS HMMEET KpailHe Ba)XHOE€ 3HAYEHUE HE TOJIBKO s
JUArHOCTUKU KapJIUOMMOINIATHUH, MHUOKAapJIUTa, MHUOKapJUTHYECKOIO KapAUOCKIEepo3a, HO U
JIECMHHOIIATHH.

BaxxHo mpoBoAMTH reHeTH4ecKoe 00cCiieJOBaHHE MAallMEHTOB C KapAWOMHOIATUSMU Kak
MOKHO paHbIlle, TaK KaK TOJy4eHHBbIC JAaHHBIE TTOMOTAIOT OIICHUTh NMPOTHO3 3a00JICBaHUS U
chopMupoBaTh MIIaH 00CIETOBAHUS.

[Ipn Hanuuuu y DalUeHTa PECTPUKTHUBHOM KapJUOMHOINATHH CJEIyeT IOMHHUTh O
BO3MOXXHOM MMOKApAUTE M TMOCTMUOKApIUTHUYECKOM KapJUOCKIEepo3€ KaK HPUYMHE 3TOro
(dbeHoTurma.

B Hacrosimiee Bpemsi HE CYIIECTBYET YHHMBEPCAJIbHOW M IOJHON MATOATUOJOTHYECKON
KJIacCU(UKAIUU KapAMOMHUOTIATHI, TOATOMY HY>KHO OBITh TOTOBBIM K TOMY, YTO KapIMOMHOIIATHUS
y KOHKPETHOI'O MallMeHTa MOKET He YKIIaIbIBaThCsl B pAMKHU MPUBBIYHOM KJIacCUpHUKaAIUK, U Oojiee

TOro, ¢ TCHCHUEM BpEMECHU (1)eHOTI/IH KapaAUuOMHUOIIATHUH MOXKET U3MCHATHCH.
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