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PecTpukTUBHasi KapAUOMUONATUS — CJIOXKHBINA nyTb K AMarHo3y gecMmHonatum

BanxaHckas T. F.1, KonTiox T. M.1, Kypywko T. B.1, CuBuukas J1. H.2, JleBpaHckuin O.,El,.z, JaHunexko H. r?

B ctaTbe npencTtaBneH kpatkuii 0630p Npobiembl CIOXHOW AUarHOCTUKM U 3TWO-
NOr4eCcKoi Bepndukaumm pecTpukTUBHOM kapavomuonatum (PKMI). K pectpumk-
TUBHOMY (EHOTUMY BHYTPUCEPAEYHON reMOAVHAMUKM W AMACTONMYECKOW AMC-
dYHKUMK cepaua NPUBOAAT MHOXECTBEHHbIE MPUYKHBL: MHOUABTPATUBHBIE (aMK-
Nnonao3, capkoupos, anactoma, MeTabonMyeckuii  CUHAPOM, OmnyxofeBoe
MeTacTasnpoBaHWe B MMOKapA); SHAOMUOKapAmanbHble (TPOMUYECKUIA SHAOMUO-
KapAvanbHblid Grbpos, rmnepan3nHOGUIbHBIN CUHAPOM, KapLUVHOWA, PaaVaLnoH-
Hble MOpaxeHus); BONE3HN HakomIeHust (remoxpomaTos, rvkoreHo3bl Momne
u lowwe, 6onesHb Pabpu). PKMIM xapakTepHa 1 ans AecMyUHONaTu, Tak HasblBae-
Moii 6one3Hn HakomnneHns aecmuHa (desmin storage diseases). 310 3ab6onesaHue,
06ycnoBneHHoe MyTauusMu B reHe aecmuHa (DES), KoTopble AeTepMUHUPYIOT
pasBuTME KapAMOMMONATUM UM MUODUOPUNNAPHON MUOMATUM, @ B HEKOTOPbIX
Cryyasix BbI3bIBAIOT COYETAHHbIN heHoTUN 6onesHn. [leCMUH OTHOCKTCS K rpynne
NPOMEXYTOYHBIX unaMeHToB, obecneynBaloWmnX NOAAepXaHNe CTPYKTYPHOM
1 GYHKUMOHANBHOM LeNnocTHOCTM Muodubpunn. MyTaumm B DES nprBoaaT K Hapy-
LUEHUIO CO0PKU DUNAMEHTOB U U3MEHEHUIO MUODUBPUANSPHOTO Kapkaca KneTku,
4TO CNOCOBCTBYET NOBLILLEHHON YSI3BUMOCTV MUOLIMTOB K MEXaHU4ECKOMY BO3[eli-
CTBMIO. B cTaTbe npeactaBneH KIMHUYECKWMIA Cyyan CEMENHON OeCMuHonatum,
aCCoUMMPOBaHHOW C HOBOWM MUCCeHC MyTauwent p.R118P B rere DES, ¢ noMuHupy-
oWuM kapamanbHeiM deHoTnom PKMM u cyGKIMHUYECKUMN MPOSIBNEHNSIMU
MUOPUOPUNNAPHOA MUONATUN.

KnioyeBble cnoBa: pecTpuKTUBHAS KapAMoOMUONaTUs, A4eCMUHONaTus, MUodu-
OpUNNSpHas MMoNaTus, reH AeCMIHa, aTPUOBEHTPUKYNSPHas Gnokaaa.
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Restrictive cardiomyopathy: difficulties desminopathy diagnostics

Vaikhanskaya T.G., Kaptsiukh T. M., Kurushko T.V!, Sivitskaya L.N.%, Liaudanski O.D.?, Danilenko N.G.?

The article provides a brief overview of the problems of diagnostics and etiological verifi-
cation of restrictive cardiomyopathy (RCMP). Multiple causes lead to the restrictive phe-
notype of intracardiac hemodynamics and diastolic dysfunction of the heart: infiltrative
(amyloidosis, sarcoidosis, elastoma, metabolic syndrome, tumor metastasis to the myo-
cardium); endomyocardial (tropical endomyocardial fibrosis, hypereosinophilic syn-
drome, carcinoid, radiation damage); accumulation diseases (hemochromatosis, Pompe
and Gaucher diseases, Fabry disease). RKMP is also characteristic for desminopathy —
so-called desmin storage disease. This is a disease caused by mutations in the desmin
gene (DES) that determine the development of cardiomyopathy or myofibrillar myopathy,
and in some cases cause a combined phenotype of the disease. Desmin belongs to the
group of intermediate filaments that maintain the structural and functional integrity of
myofibrils. Mutations in DES lead to disruption of the assembly of filaments and a change
in the myofibrillar cell lattice, which contributes to an increased vulnerability of myocytes
to mechanical stress. The article presents a clinical case of familial desminopathy associ-
ated with a new missense R118P mutation of DES gene, characterized by dominant car-
diac RCMP phenotype and subclinical manifestations of myofibrillar myopathy.
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OB30PbI JINTEPATYPbI

PectpuktuBHast kapmmomuonatus (PKMII) mpen-
cTaBJIsIeT coOO0il cepleuHylo MaToJIOT1I0, KOTopas Xapak-
TepU3YETCsl TMACTOINYECKON AUCHYHKIIMEN, TTOBBIIIEH-
HOI XX€CTKOCTbIO MUOKApAa U YMEHbIIIEHUEM HamoJIHEe-
HUs XenaymoukoB [1]. PemakcaumoHHBIE W3MEHEHUS
Muokapaa ¢ peHoruriom PKMIT xapakTepHBI IUISI IIMPO-
KOTO crekTpa 3aboyieBaHUI, pa3HOPOMHBIX MO 3THOJIO-
TUMU U TIATOTeHE3y, HO 0ObeAMHEHHBIX HAJTMUMEM OOILIETO
MaTo(U3NOJIOTMIECKOTO TIPU3HAKa — HApYIICHUS THha-
CTOJIMYECKOTO pacciaabieHus] PUTHMAHBIX CTEHOK XKeJy-
JIOYKOB BCJIEACTBUE PACIIPOCTPAHEHHOTO MUOKapAUaIb-
Horo (prbpo3a Win MHPUIBTPALIMKU CTEHOK XKeJIyTO0YKOB
Pa3IUYHBIMU TATOJOTMYECKUMU CYOCTaHLIMSIMU (aMU-
JIoul, NeCMUH, TeMOCHUAEPUH, SMUTEIUOUIHbIE I'PaHY-
JIEMBI ¥ [Ip.), 9TO IIPUBOOUT K 3aTPyTHEHUIO ITOJTHOICH-
HOTO AMACTOJIMYECKOTO HAMOJHEHUS XKeIyI04YKOB, Hapy-
LIEHWIO BHYTPUCEPIECUHON T€eMOAMHAMUKU U CepAeYHOMN
HegocratouHoct (CH). Ilpornoz PKMII Bapwsupyer
B 3aBMCUMOCTHU OT 3TUOJIOTUHU U JICUEHUSI, HO Yallle BCETO
KpaiiHe HeOJaronmpusTHhIM, TaK KaK B pe3yJibTaTe
PECTPUKTUBHOI Te€MOINWHAMMKU Pa3BUBAETCS TsXKeast
muacroamyeckass muchyakumst ¢ CH, pesmcTreHTHOM
K MEIMKAMEHTO3HOW Tepaluyu U Hepeako TpeOytolueit
MPOBeIeHUS TpaHCIIaHTaluK cepana [1-3].

PKMII sBasieTcst caMbIM peIKUM BUIOM KapaUOMMO-
natun (KMII) u cocrapisier npubIU3uTeNbHo 5% ciy-
yaeB u3 Bcex tTunoB KMII [1]. Apyrue ¢popmbr KMII
Knaccupuuupylorcd 1mo MopdodyHKIMOHAILHOMY (he-
HoTumy Ha runeptpoduueckyto (F'KMII), nunataunoH-
ayto (AKMII), mekommaktHyio (HKMII) u apurmo-
reHHylo npaBoxemynoukoByio (AITXKK). B mocmemmee
NECITUIIETUE 3apEeTrMCTPUPOBAHbI Clydyau pa3BUTHUS (e-
HoturioB 'KMII, IKMII u PKMII npu anomanusx
B OJHUX M TeX Xe TeHax, KOAUPYIOLIMX OeIKU capKoMepa
n Z-nucka [4, 5]. ®opmer PKMIT otnyaroTcs MHOTO-
obpasuemM — (eHOTUIILI BapualelIbHbI I10 KJIMHUKE,
TeTEepPOTreHHBI 110 3TUOJOTUH; BCTPEUAIOTCS UANONAThYE-
CKMe UM CceMeliHble ciyyau, a TakxKe 3a0ojeBaHMs,
00yCJIOBJIEHHBIE PA3JIMYHBIMUA CUCTEMHBIMU PACCTPOIi-
CTBaMU — aMWJIOMA030M, CapKOUI030M, T€MOXpPOMATO-
30M, 303MHO(GWINEN, KAPLIMHOUIHOM 00JIe3HBIO cepalia,
CKJIepOooepMHEl, aHTPALUMKIMHOBON WHTOKCHUKAIIAECH,
IIMKOTreHo3amu [1-6].

st PKMIIT xapaxkrtepHa nuacronuuyeckast muchyHK-
1IMsI, OMHAKO 0O111e pa3Mephl ceplia yalille BCero UMeroT
HOpMaJibHbIE MapaMeTphbl (32 UCKITIIOUEHEM YBETUYEHUS
npencepanii OT He3HAYMTEIbHOI 10 BbBIPAXKEHHOI CTe-
rmeHu auiaTanun). OrpaHTYeHNe HATIOJTHEHUS U CHIKE -
HU€ IMACTOJINYECKOro 00beMa OMHOIO U 000UX XKeJy-
JIOYKOB CepAla COIMPOBOXAAIOTCA HOPMaJIbHOM WINA
MMOYTH HOPMAJLHO# CHCTONMYECKOM (DYHKIMEH W TOJ-
IIITHOM CTEHOK XKeTyIOYKOBBIX KaMep. dedeKT 1uacTos
MPUBOAUT K Pa3BUTUIO TUIIMYHON AUACTOJIMYECKOM
cepaeyHoi NUCHYHKIMU — peJlakKCallMOHHOW HeaoCTa-
TOYHOCTH XEJyTOYKOB U CUCTOJIMYECKON HECOCTOSITEb-
HOCTH TIpencepnuii [6].

OCHOBHBIMU KIMHHYECCKMMHU cuMmITomMamMu PKMIT
SIBJISTIOTCST KaJIOOBI TMALIMEHTOB Ha YCTaJOCTh, IyBCTBO
cepaueOneHNsT U OOBIIIKY IIPY HE3HAYMTEIBHON (hHU3M-
yecKoif Harpyske. dmarHocTmKa 3a0ojieBaHUS 0a3mpy-
eTcsl Ha BBISBICHHU TUIWYHBIX MOP(OIOTTISCKIX
KkputepueB (Gprodpo3) 1 mMaToPU3NOTOTUICCKIX U3MEHE-
HUM (PEeCTPUKIINSA) C TOMOIIBI0 METOHOB MarHUTHO-
pe3oHaHcHoi Tomorpaduu (MPT) u axokapauorpadumn
(Ox0KT). Pexxe Ha Goiree ITO3MHUX CTAAUSIX 3a00IeBaHUS
MOTYT BO3HUKATh U IPYrue MpU3HAKU (TaKue Kak Auja-
Tamus XKeJTyooYKOB, TUIIePTPAOEKYISIPHOCTh, CHCTOJTYE-
cKas TUCHYHKIMS), XapaKTepHbIe W ST APYTUX GopM
KMII. Takue deHOTMIIMUYECKHE “TIEPEKPHITHUS” BBI3BI-
BaloT 3arpygHeHus B guarHoctnke PKMII. C yyeTom
aTHoNoTNYecKoit rereporeHHoctu PKMII, ycranosie-
HUE KOHKPETHBIX MPUYMH O3TUX N3MCHECHUM SIBIISICTCS
CJIOXHOM KJIMHUYECKOM 3aaueii — B OCHOBHOM JIMarHo-
CTHKA OCYIIECTBIISICTCST “METOIOM UCKITIOUCHMST” MHOTO-
YHUCICHHBIX KIMHWUYCCKUX COCTOSHUM, IIPUBOISIINX
K PECTPUKTUBHOMY KapauajabHOMY (eHOoTHuITy. CyIecT-
BYIOT CIIOXXHOCTM M B HHTEPIIPETAIIUM TeHETHMICCKUX
dopm PKMII BcrencTBue BapuabebHOCTH KIMHWYE-
CKUX IIPOSIBJICHUI Y HOCUTEJIE MyTalllii T€HOB, OTBET-
CTBEHHBIX 3a pasButhe ceMmeiHbIXx dopm KMII [6, 7].
Kak mpaBuiao, 3TM TeHBH KOOMPYIOT CapKOMEpHEIE
OCIIKM, TIPOMEXXYTOUHBIC (PMIaMEHTBI, MTHTCPKAIMHOBEIC
W Z-IVCKH, IMTOCKEIeTHRIE Oenku [7-9]. s ceMeiHbBIX
dopm PKMII xapaktepHO ayTOCOMHO-IOMHHAHTHOE
HacjieqoBaHWE, KaK 1 IUISI OOJIBIMMHCTBA APYTUX TCHETH -
yecku nerepMmuHupoBaHHbIx KMII, pexe BcTrpedaercst
ayTOCOMHO-PEILIECCUBHBII TUI W MyTalluM de novo 0e3
npenecTsyoeil cemeiinoir ucropun [10-16]. Cpenn
WICHTU(PUIIMPOBAHHBIX TEHOB, 3TUOJOTHICCKI aCCOLIM-
upoBaHHbIXx ¢ PKMII, 3apermcrpupoBaHbl KaK T€HBHI,
Kommpylomue capkKoMmepHble Oenku — TNNI3 (tpo-
rnouuH I), TNNT2 (tportionwn T), MYH7 (6eta-Muo3ud
Tsokenbix neneif), ACTCI (anbda-cepnedHblii aKTHH),
TPM1 (anbda-TponommosdnH), MYL3 (MMO3WH JIETKUX
neneif) u MYL2 (MAO3WH PETYIITOPHBIX JICTKUX IIeTIeit),
TTN (TuThH), TaK W TEHBI, KOOMPYIOIINE OCIKN
Z-mucka — MYPN (MmonayutannH), BAG3 (BCL2-acco-
LUHAPOBAHHBIN aTaHOTEH) U TeH IIPOMEXKYTOUHBIX (Dua-
meHToB DES (necmun) [8, 9, 17-20]. HemaBHO o1y 011KO-
BaHBI NaHHBIC, TONTBEPXKIAIONINE 3THOIATOTCHETUIC-
cKyro npuaacTHOocTh TeHOB FLNC (bwramun C), TNNCI
(tponionuH C) 1 MYBPC3 (MU0O3MH-CBS3BIBAIOIINIA TIPO-
tenH C) K paspututo PKMII [21-23].

Berpeuaroress m apyrue (HereHeTHMYeCKHe) marodu-
3MOJIOTUICCKUE TUIIBI Pa3BUTHUSI PECTPUKIIMU MUOKapIa
xemygoukoB. Tak, ¢eHorun PKMII, accouumpoBaH-
HBIIT ¢ MIOKapIUaJIbHBIM (hHOpO30M, HAOTIOOACTCS TIPU
BBIPAXKCHHOM IMACTOIMYECKON MTHCOHYHKINUA JIEBOTO
xenygouka (JIZK) y Wl TOXWIOTO M CTap4eCKOIo
BO3pacTa, a TAKKE y JIMII, CTPAJAIOIINX CaXapHbIM Arade-
TOM [24] u ckieponepmueii. PECTpUKTUBHEIN TUIT TEMO-
OIUHAMMKHN 9acTO pa3BUBACTCI MpPW WHOUIBTPATUBHOM
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Puc. 1 (A, B, C). MPT cepaua ¢ 3oHamu MuokapamnansHoro ¢prubposa (ykasaHbl cTpenkamu): A) NpoekLmst No KOPOTKO OCKU (OTHETSIMBO BU3Yanu3npyloTCs 30HbI OTCPO-
4EHHOr0 HaKOM/IEHNS KOHTPACTHOrO BELLIECTBA B 0611aCTV MEXKENYA04KOBO Neperopoakm — CpeaviHHas NpoTskeHHas nnHus prubposa); B) npoekums no AAMHHON ocu —
cTaHzapTHas 4-kamepHas no3unums (dnbpos B CPeAHUX U HUXKHUX NePeropofoyHbIX CermMeHTax); C) npoekLmsi o KOpoTKOW 0cu (30HbI Grbpo3a ¢ NMHEVHbIM 1 hoKanbHbIM

HaKonjeHuem ra,D.OJ'II/IHI/Iﬂ).

IMOpaXeHNU MUOKapaa (aMIJIONI03, CAPKOMIIO3, 3JIACTO-
Ma, METabOIMICCKUI CHHIPOM, OITyXOJIEBOC METaCTa3H-
poBaHVWE B MHOKapa W T.A.). DHIOMHOKapIHAIbHBIC
6oJ1e3HM (TPOIMMIECKUI SHIOMINOKAPIUATBHEIN (hHOpO3,
TUTICP203UHO(DMILHBIN CHUHAPOM, KapLWHOWI, pamma-
IIMOHHBIC TOPaXXeHUs) TaKXe SBISIOTCS IIPUINHON
PKMII. K pa3Butuio pecTpUKTUBHOro (heHOTUIA TIpHu-
BOISIT M 00JIC3HU HAKOIUICHUS (TEMOXPOMATO3, TIIMKOTE-
Ho3bl Ilommie m Tomre, 6ome3np Pabpu). PeHOTHUIT
PKMII (mapsay ¢ AKMII, TKMII n AITKK) xapakre-
peH W IS IeCMUHONATUM, TaK Ha3bIBaeMOIl 0O0JIe3HU
HakoruieHWsT necMmHa (desmin storage diseases); 3To
3aboJieBaHMe, OOYCIOBICHHOE MYTallMSIMU B TeHE JeC-
muHa (DES), colpoBoxXaaeTcsl MOpakeHNEM BCEX TUIIOB
MBIIIEYHOM TKAaHM C OTIOXKEHHWEM “MYTaHTHOTO” Oellka
(IecCMUHOBBIE HCIO3WTHI) B MBIIMICYHBIX BOJIOKHAX.
HacnenoBanue gecMUHOIIATHIT B OOJIBIIMHCTBE CIyJIacB
SIBJIIETCSI ayTOCOMHO-IOMWHAHTHBIM, OTHAKO BCTpEYa-
IOTCS CJIyda pPelleCCUBHOTO HACICHOBAaHUS M MYTaIluU
de novo [11-20].

B xauecTBe mpmMmepa, OEMOHCTPUPYIOIIETO CIIOX-
HOCTb ITWATHOCTUKM PEOKON NECMUHOBOM ITaTOJOTHH
C TopaxeHHWeM cepama (JOMHHHUPYIOIINIT (eHOTHIT
PKMII ¢ pmedexramMmu IMpOBOOMMOCTH) W CYOKJIMHIYC-
CKOM MUOMDUOPMILIIPHONT MMOIIaTHE, MBI TIPEICTaB-
JIsileM KIMHWYEeCKOe HaOJIoAcHue ceMeitHoit (opMEl
JIeCMUHOIIATHU.

Knmnuveckuid coyvai

IManuentka T., xeH., 1986 r.p. B Bo3pacre 23 et nos-
BWJIKCh MIPUCTYIIbI HEYTOYHEHHOM TaXUKapAKK, KOTOPhIE
OOBIYHO KYIMPOBAJIUCh CAMOCTOSITEJIbHO WJIM Baryc-
HbIMM MaHeBpaMu. B Bo3pacre 27 JieT y MallMeHTKH BIIep-
BbI€ OBUIM 3aperMCTPUPOBAHbBI MAPOKCU3MBI YCTOMYMBOI
CYIIPABEHTPUKY/ISIPHOI TaxuKapauu, TPeOyIoLIe Meau-
KaMEHTO3HOM Kapanoepcuu. Tak, B 2016r (B Bo3pacte
29 7er) pasBWICS MJIUTENbHBIA IMPUCTYI TaXUKAPAUK
C IIMPOKMMM KOMIUIEKCAMU U IpPU3HAKAMU TeMOIMHA-
MMYECKOM HECTAOMIBbHOCTH, KOTOPBI ObLI MEIMKAMEH-

TO3HO KyNMPOBAaH KapAMOJOTMIECKOM OpHTamoil HeoT-
noxHoit momomu. Ilocie BHYTpMBEHHOIT WHDY3UH
aHTUapuTMHUYecKoro mperapata Ha DKI OwLT 3aperu-
CTPUPOBAH CHHYCOBBIM PUTM MPU CTAOMILHOM apTepH-
aapHOM gnaBieHmu. Ho depe3 7-10 MUHYT malmMeHTKa
moTepsia CO3HaHUE, MOSBUJIMCH OJIETHOCTh, a 3aTeM
TIPOTPECCUPYIONINNA IIMAHO3 KOXHBIX ITOKPOBOB, OTCYT-
CTBME CAMOCTOSITCIBHOTO IBIXaHUS, CepHllcOMeHUS
¥ IIyJbCallM HAa MAarUCTPaIbHBIX COCYOaX, IIMPOKHE
3paukul 1 apediekcus. B pesynbsraTe mpoBemneHMST YPIeHT-
HO# CepoeYHO-JIETOYHOM peaHWMAaIlnH, KapaIHO-pPeCIT-
paTopHasl IeITeJIbHOCTh M OCHOBHBIC (DYHKIIMM IICHT-
paTbHOM HEPBHOM CUCTEMBI Y TAIIMEHTKH OBLIN YCITCIITHO
BOCCTAHOBJICHBI; ¢€ TOCHUTAJIM3UPOBAIN B CTAllMOHAp,
IIe B pe3yabTare o0CIemoBaHUS OBbLI YCTAHOBJICH IMAa-
THO3 “TIOCTMHMOKAPOUTHICCKOTO KapIHOCKIepo3a ¢ Ou-
dacoukynapHoit Omokamoit Imca” M WUMIIaHTHPOBaH
IBYXKaMEPHEIN 3IeKTpoKapauoctumysitop (3KC).

IIpu tpancropakanpHoil DXxoKI' B 20161 BBIABIECHBI
MPU3HAKN IOHUCIUIA3WU COCOMHUTEILHON TKAaHU CEp-
a — M30BITOYHOCTH XOPI M MPOJIadMpOBaHNE CTBOPOK
MUTPAJBHOTO U TPUKYCIUIAIBHOTO KJIanaHoB 1 CT. 6e3
pacIIupeHnsT KaMep cepala M CUCTOJIMYCCKOM IHC-
byHKUINMY: TIepenHe-3aaHIi pa3Mep JICBOTO MPEICePOUS
(JIIT) 37 MM, B 4-kamepHoit no3uiiuu 34/49; mapameTpsl
JIX B B-pexume — KO 83 mu1, KCO 22 min, ®B 73%,
KOO 43 mm, KC/ 26 MM; mapaMeTpbl IIPaBOro Xejy-
nouka (I12K) — mepemHe-3agHuii pa3mep 26 MM,
B 4-kaMmepHoii no3unuu 30/72 mm., TAPSE 16 mMm; mipa-
Boe mpencepaue B 4-kKamepHoi mosumum 30/47 Mw;
HJIA cuct. 19 MM pr.cT. Macca muokapna JIK cocra-
Buia 109 1, mHAEKC Macchl MUOKapna 71,9 F/Mz, TOJI-
IIMHA MEXCKETYIOYKOBOUM TEperopoagku — 8 MM, TOJ-
IIMHA 3a0HEH CTCHKN — 8 MM.

I1o manHBIM J1aOOPATOPHBIX OOIIEKIMHUYECKUX U OO~
XUMHWIECKIX WCCICOIOBAHUM ITATOJIOTMUECKNX HM3MEHe-
HUI ¥ OTKJIOHEHU OT pehepeHTHBIX 3HAYCHU HE BEISIB-
JICHO. YpOBEHb CHIBOPOTOUHOIT KpeaTmH(OCGhHOKIMHA3E
(cK®K) cocraBun 67 U/L.
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Tabnuua 1

eoniouus pGCTpMKTMBHOVI reMoaAnHaMUKN y naumeHTKn T.B TpexneTHeM nepuoge HaGHIOAEHWiI

JvnHamuka MapameTpbl oKl B AMHamuke
nccnenosanns OueHka JIX B B-pexvive E(m/c) A(m/c) E/A(em.) BWP(mc) DT (mc) NN (vm) MM (MM)  WHgeke maces! (r/m’)
(mec., ron) KOO (Mn)  KCO(mn)  ®B (%)
Mapt 2016 82 22 73 11 0,39 2,82 87 189 37 26 719
Mapt 2017 79 20 74 1,0 0,35 2,86 66 151 43 28 68,3
AAnBapb 2018 73 20 73 11 0,24 4,58 81 178 49 30 66,2
[lexabpb 2018 69 19 72 12 0,23 5,23 59 136 51 32 63,1
Ta6nuua 2
OBoNIOLUSA HapyLLUEeHUA CeEpAEYHOro puTMa M NPOBOAUMOCTHU MO AaHHbIM XM
Bpems Xonteposckoe MoHuTopuposaHue SKI 24 yaca
MaHUPECTaUMN  NedekThl NPOBOAUMOCTM 1 XeNYA04KOBAs SKTOMMS POLEHTHOE COOTHOLLEHNE
(mecsu, roa) BapnaHToB cTumynaumn IKC
CteneHb ABB Bnokagpl B cucteme n. M'ica XKIC/HXT (cyT.) AsVs (%) AsVp (%) ApVp (%)
Mapt 2016 In Il — Tun Mo6utua 112 Budacuvkynsipras 6nokaga (BMHMT+BMNBHMT) 67/2 32 64,6 3,28
Mapt 2017 Il — Tvn Mo6buTua 2 BMHMr+BJHMT 17/0 0,1 84,9 15
AnBapb 2018 Il — aucT. Tvn TpudacumkynspHas 61okaaa 649 /0 0,01 671 329
[Lekabpb 2018 Il — aucT. TMn TpudacumkynapHas 6nokaga 1236 /3 0,01 311 68,8

CokpaweHusi: ABb — atpunoBeHTpukynsipHas 6nokana, BIMHIMI- 6nokapa npasoii Hoxku nyyka Mca, BINBJIHMM- 6nokasfa nepenHei BETBM NeBOMA HOXKM nydka Muca,
BJIHIMI — 6nokapa neeoi HOXKK nyyka Mca, XXAC — xenynoukosas akcTpacuctonus, HXT — HeyCToi4mBas XeNyao4koBas Taxukapaus, AsVp — BapuaHT 0iHOKaMepHOI
CTUMYNALMK XeNyA0o4Ka Npy CEeHCUPOBaHUM NOTEHUMANoB npeacepans, ApVp — BapuaHT ABYXKaMEPHON CTUMYNALMW NPeacepans n xenynouka, AsVs — HaTueHoe

npoBefeHve.

IIpu MPT-uccnenoBaHum cepalia BBISIBJICHBI IIpU-
3HaKM PacHpOCTPAaHECHHOIO WHTPAMUOKAPINAIBLHOTO
¢ubpo3a B 00JaCTU MEXKETYTOYKOBOM MEpPEeropoaKu
C TUIIOKMHE30M 0a3aIbHBIX TIEPETOPOIOYHBIX CETMEHTOB
1 HE3HAUYUTeJbHOI cuctonmueckoi nuchynkumein 12K
(®BITXK 42%). B paHHIO0 1 OTCPOYEHHYIO (Da3bl HAKO-
IUTCHUsI KOHTPACTHOTO BelllecTBa (TamoJMHMIT) 0OHapy-
KEHBI IPU3HAKK (hrOpo3a B 00JIaCTH TIEpETHEH 1 BEpXy-
mevHoi cTeHOK JIZK, a TakKe B cpeMHUX M HIZKHUX TIepe-
TOPOMOYHEIX cerMeHTax (puc. 1).

IMaunuenTtke T. ObUIO BBIMOJHEHO 3HOOKApAMAIbHOE
sleKTpodusnmonorndeckoe wucciaenoBanme (DDDU).
MeTtonoM MeIMKaMEHTO3HOM 1 IIPOTPAMMUPYEMOM CTH-
MYJISIIIAN XKeTyTouKoBylo TaxuKapauio (XKT) He cripoBo-
LUPOBATN M MPU3HAKOB (PYHKIITMOHUPOBAHUS TOITOTHM-
TEJIbHBIX COCAMHEHMII He OOHApyxXwmwin. MemmKaMeH-
TO3HO TaKKe HE WHAYLMPOBAIU YIJIMHEHWE MHTEpBaia
QTc, onHako 6nITO0 OTMeueHo ymmmHenne HV naTepBana
(ucxomao HV cocrasmr 104 Mc, Ha hoHe BBemeHUS M3a-
nprHa — 110 Mc). DDDPU conmpoBOXKIATOCH OTUHOYHOMN
JICBOTIPEICEPIHOIM SKTOIMMEH M KeTyTOYKOBOM 3KCTpa-
cuctonueit (KKOC). B cBa3m ¢ HanmumeM OMbaCIIUKYy-
nsipHoit 6mokanel (HV >100 Mcek) m cMHKOITe B aHAM-
He3e ObUIO TIPUHSATO PelleHNe O IIPOBEICHNH NMIUIaHTA-
i aByxkamepHoro DKC (DDDR).

IMocne wMIUTaHTAIMKM TIeicCMeKepa B HaJIbHEHIIIEM
nauuveHTka T. Habmogazach B aMOYJIaTOPHBIX YCIOBUSIX
PHIILK. B pesynsraTte IMHAMUYECKOTO KOHTPOJIS (XOJI-
Tep-MoHuTOpHpoBanue (XM), DxoKTI, DKI, MoHUTOpHHT
yCTpoIicTBa, SHOOKapauorpadus) y MalueHTKA 0OHApy-

KT TIPU3HAKY TIPOTPECCHUPYIOIIETO HAPYIICHMS Ccepred-
Hoit poBomuMocTi ¢ opmupoBannem “DKC-3aBucu-
MOCTH” ¥ OTCYTCTBHEM CTAaOMIIBHOTO CIIOHTAHHOTO PUTMA,
a TaKkKe ITOSIBIICHNEC KIMHUYICCKH 3HAYMMOM KEeTyIOIKO-
BOM 9KTONMMYCCKONM aKTMBHOCTHA. BO3HMK BOIIPOC O IpH-
YMHAX TIOSIBJICHUS HOBBIX Ie(EeKTOB IIPOBOINMOCTH,
maroyormaeckoro Koiamdecrsa 2KOC (ommHOYHBIE, TTap-
HBIC, TPYIIOBEIC), HApacCTAIOIINX KajJo0 IMallMeHTKU
Ha BBIPAXXCHHYIO OINBIIIKY IIPH He3HAYNTEIEHON (hU3MUe-
CKOIl Harpy3ke M HEMOTHMBHPOBAHHYIO CJIA0OCTH IIpU
OTCYTCTBHM OYaroB OCTPOM WJIM XPOHMIECKON MHMEKINN
¥ OTPUIATEIbHBIX BUPYCHO-BOCHAINTEIBHBIX MapKepOB.
Cunvrrromel CH pasBuBamich y MalMEHTKA TIPH HOPMAaJTb-
HOM cHcToNMMIecKoi ¢pyHKImy 1 pasmepax JI2K, coxpan-
Hoit @B, HO KaK BEISICHWIOCH B PE3Y/IBTaTe PETPO- U IIPO-
CIIEKTUBHOTO aHAJIN3a JaHHBIX, C OTPAaHMYCHUEM THACTO-
JITIECKOTO HAIOTHEHMS ¥ PeIaKCAlMOHHON IMCHYHKIMEH
JI2K. Pesynbratel mommiepoBckoit DxoKIT B mmHamuke,
MpeAcTaBiIcHHBIE B TabauIme 1, OTpaxkaloT SBOJIOLMIO
PECTPUKTUBHBIX U3MEHECHUIT MUOKapaa M TeMOTUHAMUKI
OT TICEBIO-TUIIEPTPOMHUIECKOTO TUITA HAPYIICHUST IHa-
CTOJIbI, BIEPBEIE 3aperucTpupoBaHHoro B 2016r, ¢ yBenu-
YeHHeM BpeMEHHM 3aMeIjIcHUs TOTOKAa B PaHHIO Iva-
croiy (DT) m BpeMeHN HM30BOIIOMUYECKOTO pacciadiie-
aus (BUP) JIXK, mo 3HaunTeapHO BhIpakeHHOTO B 2018T
PECTPUKTUBHOTO TUIIA HAPYIIICHUS TUACTOJIBI, COITPOBOX-
IABIIETOCs YBEIMICHNEM aMILUTUTYILI BOHH E, cokparire-
auem BUP menee 60 mc u DT menee 150 mc, a Takxke
CHIDKEHUEM MPEACepIHOTO HAa-TIOIHEHUS — TTMKA A, TIPH-
BOISIIETO K BBICOKOMY cooTHomreHmio E/A >4,0.
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Puc. 2 (A, B, B, ). 3KT" nouepeit npobanaa T. A) KT crapueii foyepu 16 net (1l : 1), B) SKI mnanwei govepw 11 net (Il : 2); B) dparmeHt XM mnagweit godepw (11l : 2)
C 3nM3040M GrHoaanbHOM 6nokaabl — AB 610kaaoii 1 cHycoBbiM exit-610kom; ) dparmeHT XM ctapweit godepw (lIl : 1) ¢ napokcM3MoMm Xenyao4KoBO TaxvKapaum
(4CC 150 ya./MuH).
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Puc. 3 (A, B). ®parmeHThl cexkBeHMpoBaHus 1 ak3oHa reHa DES (A) 1 cxema pofocnoBHoi cembm (B): npobaHg, (11:2) oTMeueH CTPenKoii; 3alUTPUXOBaHHbLIE CUMBObI
yKa3blBalOT Ha NPUCYTCTBME KIIMHUYECKMX NPOSIBAEHWI AECMUHOMNATIM Y Y1EHOB CEMbM, 3HaK (+) yKkaabiBaeT Ha Hannyme mytauum p.R118P B DES.

PecTpuKTUBHBIIT TUIT TeMOTWHAMMKHU Y ITAIIUCHTKH
pa3BUBaJicd W TpoOTpeccHpoBaj Ha (OoHE HapacTaHMS
auactoandeckoir muchyukiuu (E/A: 2,8—4,6—5,2;
E/e’: 8,2—15,8—16,3), nocrenenHoro yseauuyeHus JII1
(uHgekc oowema JIIT: 29532345 MJ'I/MZ) U YMEHBbIIIe-
HUS T0JI0CTH jieBoro xemyaouka (KJ1O: 82—73—69 wmu;
KCO: 22—20—19 M) npu OTCYTCTBUM KOHIICHTpHYC-
cKoit rurneptpodun Muokapna. BaxkHoii 0coOOEHHOCTBIO
9TOro 3aboyieBaHMA OBUIM Ie(EKTH IIPOBOIMMOCTHU
(TIporpeccupyioliee HapylIeHHE aTPHOBEHTPUKYIISIP-
Horo (AB) mpoBeneHUSI TUCTAIBHOTO THIIA C Pa3BUTHEM
WHTePMUTTUpYIOMIEeHl TpudacuuKyIsIpHOM OJIOKamBI,
OUHOMAILHON AUCOHYHKIIUM) U XKEJTyIOYKOBbIE Hapyllle-
HUs cepaeyHoro putMa (taba. 2). CoOTBETCTBEHHO,
KOJIMIECTBO CTUMYJIMPOBAHHBIX CEPOCYHBIX COKpaIle-
HUM (BapuaHT OByXKaME€pHOU CTUMYJSILIMU ApVp) He-
YKJIOHHO YBEJIMYUBAIOCh U AOCTUIIO 68,8% K TpeThbeMy
rony HabmoneHus. [lammeHTKa oTMeYaia HapacTarolylo
OIBIIIKY, TUCKOMGOPT MpH IIPHEMe CYXOi MUIIM, ITIOTEPIO
almeTuTa, KapoWaliTruy, c1aboCTh B HOTaX, CHIDKCHUE
Macchl Tejla ¢ YMEHBIICHEM MEBIIIICYHOM CYITBI B KOHEY-
HOCTSIX.

I1pu HelipoMblliedyHOM McciaenoBaHuy B 2018r y ma-
LWUCHTKN BBISIBJICHBI MPU3HAKA MBIIICYHOU AUCTPODUN
(M) ¢ yMepeHHBIM ITPOKCUMAaIbHBIM HIDKHUM TTaparia-
pe3oM. [Ipr 06BEKTMBHOM OCMOTpPE: MHIECKC MACCHI Tella
15,4; cHIKeHWe CYITBI B KOHEYHOCTSIX 10 4 6aJJTOB; BhIpa-
KEHHBIM MHone(aHC HATOCTHBIX M MOTOCTHBIX MBIIIIII;
TPUITEPHBbIE IYHKTHI B HAZOCTHON 00JacT pomMbO-
BUIHBIX MBIIII;, CTa00CTh HEOHO-TOPTAHHO-TIIOTOYHBIX
MBI (IIPOSIBJICHUSI B BHIIE HOCOBOTO OTTEHKA Tojioca
n guckoMmdopTa IpH IOTaHUM cyxoi mummm). [lpu
VABTPAa3ByKOBOM MCCJICOIOBAHUM IIMUTOBUIHOM XKeEJIe3Hl,
R-rpadhmu mpmpmaTodHBIX masyx HOca M J1a0OPaTOPHBIX

HCCIIEIOBAHMSX, BKIIFOUAIOIINX B T.9. OIIpeAc/icHIE YPOB-
Heit cKOK u ropmonoB (TSH, T3, fT4, xoptu3on),
MaTOJIOTMYECKMX N3MEHEHU He OBIIO 00HAPYKEHO.

I1pu aHanu3e pomocaoBHOI namueHTKH T. ceMeiiHoi
WCTOPUM BHE3AITHON CepHeYyHOil CMEpTH WU CHUHKOIIC
BBISIBJICHO He ObLT0. OmHAKO IIpU 0OCICTOBAHUMI ACHM-
NTOMHBIX Jodepeil mpobaHma B Bospacre 11 m 16 ner
oOHapyxXeHbI xapakTepHble DKI-3MeHeHnsT KOHEYHOit
YacTH XKeJTyIOYKOBOTO KOMILIEKCA B BUAEC KOCOHUCXOMIS -
meit menpeccun cermenTta ST ¢ mHBepcmeil 3yoma T
B JICBBIX TPYIHBIX OTBeAeHUSIX (puc. 2A u 2B) mipu oTcyT-
crBun OxoKI mpu3HaKOB CTPYKTYPHOII NATOJIOTHU
W HapymIeHWsS CHCTOJIMYECKON (yHKIMHM cepama (J1o-
KalbHas M mobOanbHas cokpatuTeiabHass QyHKuus JI2K
OBUTM HOPMAJBHBIMU), YTO IIOCIYXKHWJIO ITOBOIOM IUISI
MIPOBEICHUS KaCKaIHOTO CEMEMHOI0 CKpMHUHTA 1 TeHE-
THYECKOTO MCCICIOBAHMS.

HOns  TpoBemeHWs MOJEKYISIPHO-TeHETUIECKOTO
WCCIIENOBAaHNSA OBUIO IIOJYYCHO IMMCHMEHHOE COIJIache
OT MALIMEHTKU U €€ OJIM3KMX POICTBEHHUKOB, B COOTBET-
cTBUM ¢ XeIbCHMHKCKON Aekmapamueit. McciaemoBanue
ObUIO OmMOOPEHO MECTHBIM JSTHYCCKUM KOMHUTETOM.
T'enomuasg JHK mauumentku T. ObU1a MCIIONb30BaHa ISt
BBICOKOIIPOM3BOIUTENIFHOTO ceKBeHUpoBaHUS (NGS)
Ha mpubope MiSeq System (Illumina Inc., San Diego,
CA, US) ¢ nmomomisio KoMMepdeckoif maHenn TruSight
Cardiomyopathy Sequencing panel (Illumina Inc., US).
ITo pesympratam NGS y mpobaHga oOHapyXeHa MUC-
ceHc-mytaums p.R118P B rere necmmua (DES). C yaetom
BBICOKOII TIPEIMKTUBHOI IATOT€HHOCTH BBISBJICHHOTO
BapuaHTa B DES (Reveal predictor 0,98) u ayrocomHO-
JTOMWHAHTHOTO TUIIA HACJIENOBAaHUS TECMUH-CBSI3aHHOM
marosioruu cepaua (OMIM: 601419), Hamu GbUI IIpOBe-
IIeH TeHETUICCKUM CeMeiTHBIN CKpUHWHT 1 KOCeTperamu-
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Ta6nuua 3
Ho3onoruyeckas MOGE(S)
Knaccudukauma 4eCMUHONATUMN Y YIEeHOB ceMbu T.

YneHbl cembu
(cTatyc 1 Bo3pact B 2018r)

Knaccuoukaums MOGE(S)

II': 2 (npoGaHg, — 32) MR[AVB+SAB+VT]OH+M GN EG-De Novo- DES[p.R118P] Ss-m

2 1 (no4b — 16 ner) MR[VT] oH+M—m|\d GAD EGVDES[p.RHEP] SAVI
0,G, E S

IIl: 2 (po4b — 11 ner) H ~AD —G-DES[p.R118P] A-l

Mn [AVB+SAB]

OHHBIN aHanm3. PomocioBHast cembu T. U (parMeHTHI
CceKBeHMpOBaHUA reHa DES mpencTaBieHBl HAa pUCYHKE 3.

Pesynbrathl KIMHUKO-MHCTpyMeHTanbHOro (OKT,
OxoKI, XM), HEHPOMBIIIEYHOTO M TEeHETUIECKOTO
TeCTUpOBaHUsI Oparta W poauTeneil mpobanna T. ObUH
OTpULATeIbHBIMU. MIEHTUYHYI0O MYTAIlMIO YHACJIEoO-
BaJIM [IBE MOYEPU MAIMEHTKHU, YTO OIIPEHCIIIIO He00X0-
IIMOCTD TTOCJICAYIOMIETO TIPOBEACHUS TIIATEILHOTO Kap-
IWAIBHOTO, HEBPOJIIOTMIECKOTO 1 JJAOOPAaTOPHOTO 00CIe-
TOBAHMSI.

Ipu DxoKI y mouepeit mmpobaHga BHIIBIECHBI HOP-
MaJIbHBIC pa3Mepbl M TOJIIMHA CTEHOK KEIIyIOYKOB,
coxpaHeHHas cuctoiandeckas pynkuus (PBJIK >65%),
HE3HAYNTEIIPHOE YBEIMICHIE JICBOTO MIPEICEPINS 1 THa-
crommaeckast aguchyakuns (E/A >3). FOHbBIM mmanueH-
TKaM TIpOBEIeHa JeTajbHas TKaHeBas MOILUICPOBCKAsT
oneHka auactonndeckoir yHkuum JIK. IlomydyeHbl
pes3yabTaThl, cornacytomuecs ¢ kputepusimu PKMIT,—
PECTPUKTHBHOE OTpaHWYCHME HAIIOJHCHUS W ITOBHIIIC-
HHE KOHEYHOTO ITHACTOJMYECKOTO HABJICHUS B IIOJOCTU
JIK: 1) xapThHa TKaHEBOro MOINIUIEPOBCKOTO CIIEKTpa
aHAJIOTUYHA MCCICIOBAHUIO TPAHCMUTPAIBLHOTO ITOTOKA:
e’/a’ >3,5; 2) cHIDKeHHNE CKOPOCTH CMEIeHMST (hrOpo3-
HOTO KOJbIIa MUTPAJILHOTO KjallaHa B peXXMME TKaHe-
Boro gomruiepa e’ <5 (4,5 cMm/c); 3) COOTHOIIICHNE MaKCH -
MaJIBHOI CKOPOCTH BOJIHHI E TpaHCMUTpaIbHOTO MOTOKA
K ¢’ IBIDKCHUIO (pOPO3HOTO KOJIbIIa MUTPAJIBLHOTO Kia-
maHa (E/e’ >15) cooTBeTCTByeT MOBHIIICHUIO KOHEUHO-
nracToimdeckoro masieHus B JIK (>12 MM pT.cT.).

ITpu HelipOMBIIIETHOM 1 JTAOOPATOPHOM HCCIICIOBA-
aun (cK®K), y mouepeit mpobanna T. Ha MOMEHT 00cCIIe-
noBaHus (mekabpb 2018T) KTMHUYECKW 3HAYMMOM MaTo-
JIOTUHU CKEJICTHOM MYCKYJIaTyphl He OOHAPYKIIIM, OMHAKO
y cTapIIeii CeCTPhI yKe MOSIBIIINCH XapaKTepHBIe “THYyca-
BbIe” MHTOHAIIMM — HOCOBBIE OTTEHKHM B TOJIOCE, HE CBSI-
3aHHEBIC ¢ 3a00JIEBAaHUSIMU TIOJIOCTA HOCA U TTapaHa3ajIb-
HBIX CHHYCOB.

C y4eTOM pPECTPUKTUBHON TeMOIMHAMHUKU IO IaH-
HbeIM Dx0KIT, “cenTaibHBIX TCEBIO-PYOILIOBLIX MTPU3HA-
KOB”, BeISIBJIeHHBIX Tpu DKI mcciaemoBannm (OTCYTCTBUE
mpupocTa 3y61a R B orBemeHumsIx V1-V3), a Takke 31m-
3o1a ycroitunBoii KT, 3aperucTpupoBaHHOI y cTaplieit
modepu Tpobanma (puc. 2A, 2B1 n 2B2) npu XM, misg
oIpenesicHUs JaTbHEHINe TaKTUKY JICICHUSI OBLIO TIPO-
BeneHo MPT-uccnenoBanue cepana ¢ KOHTPACTHBIM
ycune-areM. Ha momeHT oocnmenoBanus (2018r) y Hocu-

TebHULIBI DES MyTaumy ripu3HakoB ¢ubdpo3a MUOKapaa
¥ TIATOJIOTMICCKOTO HAKOIUICHWS KOHTPACTHOTO BEIIe-
CTBa TaJI0JIMHUS HE BBISIBJICHO.

TakuMm o6pazom, TurmmaHble DXo0KI™ mpusHakn PKMIT
(yBenmuueHUE JIEBOTO IIpEICepaus; HOPMAJIbHBIA WM
YMEHBIIIEHHBIN AracTonndeckuii oobem JIZK; HopmanbHast
TOJIIMHA CTCHOK KEIyIOYKOB ¥ HOPMAaJIbHAST CHCTOJIMYC-
cKast (pyHKIIMS; HO CKOMITPOMETHPOBAaHHAS OUACTOIITIC-
cKast PYHKIMS CO CHIDKCHUEM OUACTOJIMICCKOTO HAITON-
HEHUSI, TIOATBEPXKICHHAS YBEIMYCHUEM WHACKCOB E/A
u E/e’) obHapyXeHBI y mpobaHna T. u IByX ee IHOJepeid.

NaeHTnduiimpoBaHHEI BapyWaHT HYKICOTHIHBIX
nocaenoBareabHocTel p.R118P B rene DES cienyet pac-
CMAaTpHUBaTh KaK BBICOKOIICHETPAHTHEIN COIIACHO TIOJY-
YeHHBIM TAHHBIM KOCErpeTallMOHHOTO aHajim3a. Tak,
y Aeteii mpobaHaa, HOCUTENEe 3TOM MyTalluu, OOHapy-
KeHo paHHee Havano DES-accommmpoBaHHOTO 3a00iie-
BaHMSI B BHIE CEPHCYHOTO PECTPUKTUBHOTO (hEHOTHIIA
C 3KeJIyTOYKOBEIMU apUTMUSIMH 1 HapyIICHUSIMU TIPOBO-
numoctu. [TatorenHocTs MmyTaruu p.R118P o6ycrioBnena
3aMeleHeM apTHHUHOBOTO aMIHOKHCIIOTHOTO OCTaTKa
Ha MPOJIMHOBEIN B MOJIEKYJIE IeCMUHA. Takoe U3MEHEHUE
HEM30EeXKHO BIMSCT Ha IIPOCTPAHCTBEHHYIO OpTraHW3a-
UI0 3TOro OejKa, TaK KaK MPOJIMH He XapaKTepeH I
MPOTSDKEHHBIX ajIb(a-CIMpabHBIX TOMEHOB IIPOMEXY-
TOYHBIX (PMJIAMEHTOB, K KOTOPHIM OTHOCHUTCSI IE€CMUH.
ITpomexyTouHble (puIaMEeHTBHI 00eCIeYnBaIOT MEXaHM-
YeCKYyI0 IIEJIOCTHOCTh KJIETOK, CBSA3BIBASICh C IPYTUMHU
KOMIIOHEHTaMH IUTOCKeJIeTa — MHKPOTPYOOUKaMM,
MHUKpo(pMIaMeHTaMH W IIIa3MaTUYeCKOil MeMOpaHOIA,
B3aMMOJIEMCTBHE ¢ KOTOPOI IIPOUCXOMUT B JIECMOCOMAX
¥ TIOJTyAecCMOCOMax. MyTalluy B TeHe JeCMUHA IIPUBOISIT
K HapyIIeHWIo cOOpKM (MIAMEHTOB M KakK CIICICTBHE
U3MEHSIIOT MUOUOPUIUISAPHBINA KapKac KieTku. B pe-
3yJIbTaTe MUOLUTHI TEPSIOT CIOCOOHOCTh K TPOTUBOCTO-
STHUIO MEXaHNYEeCKMM BO3IeiiCTBHAM (COKpaIleHue/pac-
cllabJieHre MBIIIIIL) W pa3pyllamTcs ¢ 3aMelleHueM (pu-
OpO3HOI TKAHBIO.

CrenyeT OTMETUTh BaXKHBIC IPU3HAKU AcOIOTa STOM
CEeMEITHOM MaTOJIOTUH Y IMIpo0aHIa — IIPOrpecCUupyomas
AB-6nokaga (Ha ¢oHe pacmpocTpaHeHHOro (pubposa
MEXCKEITyIOUYKOBOM TIEPErOpONKM), TUCHYHKIMS CHUHY-
COBOTO y3lla M kerymoukoBas aKrormust (KOC, XKT).
PecTpukTuBHas reMogrHaMuKa ¢ TUACTOJMYECKON IMC-
(yHKIIMIEH BBHISIBICHA Y BceX HocuTenbHUIl DES MyTta-
Y, a MBIIICYHBIC U3MCHEHHNS, XapaKTepHBIC IS MUO-
pubpmIgpHOil MUOTMAaTHM, OOHApYXXeHBI y TpodaHaa
W MUHUMAJbHBIE CYOKIWMHWYCCKHE TIPOSBICHUS —
y crapmieii modepu. OmHAKO HApYIICHHUS CEPOCYHOTO
putMa u TpoBomuMmocTu (puc. 2B m 2I), TummaHbIi
PECTPUKTUBHEIN (DEHOTUIT TEMOOTWHAMUKK C IIPOTPEIU-
€HTHBIM YBEJIMUYCHUEM JICBOTO IIpEACEpOUs] M IIOSIBIIC-
HUEM YMEPEHHOI JICTOYHOI TUTIepTeH3NN Ha (DOHE CHU-
KeHHUs WHOeKca Macchl Muokapma JIK mpu coxpaHHOM
@B 1 HOpMaJTBLHOM CUCTOIMYECKOM (DYHKIINY BBISIBJICHBI
Kak y mpo6anzaa T., Tak ¥ y IBOUX €€ To4Yepeii.
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JeTanbHO, B MEXAYHAPOIHOM OYKBEHHOM KOAMPOBa-
HUM HO30JIOTUI, (peHO- M TeHOTHIHMYecKas ¢dopma
ceMeifHOIl IeCMHWHOIIATUM II0 COBpPEeMeHHOIT Mopdo-
dyakumoHanbHOM Kinaccupmkanmun MOGE(S) [25]
IpeAcTaBjcHa B TabIuiIe 3.

00cyxaeHue

KaponaabHEIMU TIpOSIBICHUSIMH MYTallMid TeHa
necmuHa sgpiastiorcst peHorurbl JKMIT, TKMIT, PKMII
i AIKK ¢ TsckenbIMyM HapylIeHUSIMU CepIedHOTO
pUTMa U IPOBOAUMOCTHU, TUKTYIOIIMMU HEOOXOOUMOCTh
parHeit nmimaHTanun DKC wim KapouoBepTepa-gedu-
opunnsatopa [11-15]. BcTpeuaroTcsi u30J1MpOBaHHBIS
dopMBI IeCMUHONATHI, TaKWe KaK CKEJICTHO-MBIIICY-
Hble aucTtpodum wiu Kapauomuonatuum (22-25%),
Ho 4aie (1o 50%) HaGnomaeTcs COYeTaHHbI (heHOTUIT
3aboseBanms [16-20]. TIpy Takoil MaToJI0rMM COCTOSTHIE
CEpIEeYHO-COCYINCTON CHCTEMBI 3a4acTyI0 OIIpemeseT
TSKECTh ¥ TTpOorHo3 6oie3Hu [20, 24-30].

Juarnoctuka PKMII siBaseTcst cioxXHON KJIMHUAYE-
CKoOIf 3amaueil, HEHOTUIMICCKIE TIPOSIBIICHUST KaK IIpa-
BWJIO HCOTHOPOMTHEI I HECOMHO3HAYHBI IIJIST OObeKTUBHOM
oueHKU. [Toutn HeBo3MOXXHO pacro3dHaTb PKMIT Tonbko
M0 Xayo0aM ITaIlMeHTOB, TaK KaK KapauaJdbHBIC CHUM-
IITOMBI MOTYT OTCYTCTBOBAThb, a IPU3HAKHM CEPICTHOM
WIA MBIIIEYHON aHOMAaJIMM MOXHO OOHApPYXHUTh TOJIHKO
B pe3yJIBTaTe IIeJICHAIIPABICHHOTO M JeTaIbHOTO 00Ce-
noBaHus. JIJIsI MOJIOIBIX JIIOEH OMbIIIKA SIBJISIETCSI OCHOB-
HBIM CHMIITOMOM OOJIC3HU, WHOTNA IIPUCOCTUHSIOTCS
XayoObl Ha YyBCTBO ceplieOMeHus U ycTaaocThb. B nipen-
CTaBJICHHOM CJIy4ae BEOYIINM CYOBCKTHMBHBIM IIpU3HA-
KOM OWACTOIMICCKON MMCOYHKIMU cepaila y IpobaH-
nma T. 6bUIM ombIIKa M (PIEKCOOAUCITHOD (OMBIIIKA TP
HaKJIOHe TynoBuima Bmepenm). [IoNHBIN KIMHWYCCKHI
denorun (M]1 + PKMII + AB 6okana + 2KT) BeIsIBICH
yepe3 3 roma IIOC/Ie CHHKOIAJBHOM MaHU(eCTalnu
TSDKEJIOTO 3a00JIeBaHUs Y IpobaHIa, a HEHPOMBIIICUHBIC
W3MCHEHHUS 110 THUITY MHUODUOPMIIIPHOM MMOIIATHU
OOHapyXKeHBI Y HOCUTEIIBHUIIBI MYTAllMN B CYOKITMHIYC-
cKkoii ¢opme. Y aCUMIITOMHBIX Jouepeid MmpobdaHaa yxke
B PaHHEM BO3pacTe BEHISIBICHBI MPU3HAKUA PECTPUKTUB-
HOM TeMOIMHAMUKHK ¢ THIIHBIMI DX0KI, XM n OKI
U3MEHEHUsSIMU, onHako npu MPT-uccienoBanuu mMop-
G OCTPYKTYpHBIX IIpM3HAKOB ((pHOpPO3) AECCMHHOIIATHUI
He ObIJTO 0OHapyXeHO. DTO CBI3aHO C TeM, UTO MOpGhO-
CTPYKTYPHBIC U3MEHECHUS OTIIMYAIOTCS PA3HOM CTCIICHBIO
TIEHETPAHTHOCTH U Pa3BUBAIOTCS IIPOTPECCUPYSI C BO3pac-
TOM, a Ha paHHMX CTagusX 3a00JIeBaHMSI OYCBHMIHBIC
aHATOMWYECCKUE TIPU3HAKM W 3HAYUTENIBHBIC (DYHKIIMO-
HaJIbHBIC U3MEHEHMSI MOTYT OTCYTCTBOBAaTh, B TO BpeMsI
KaK Ha YJIBTPAaCTPYKTYPHOM YPOBHE YK€ IIPOMCXOISIT
HeoOpaTHMMBbIe U3MEHEHUSI, KOTOPBIC CITOCOOHBI TIPUBO-
JIIUTb K BJIEKTPUIECKON TUCHYHKIUU, AedheKTaM TTPOBO-
IUMOCTU M apuUTMHSIM. [Ipy OTCYTCTBUM BO3MOXKHOCTH
MIPOBEICHNS TEHETUIECKOTO MCCACHOBaHUS (WM ITHA-
THOCTUYCCKHM SKBUBAJICHTHOTO WMMYHOTHMCTOXMMMYIEC-

CKOTO aHaJIN3a 3HIOMUOKAPIWAIBHOTO /WM MBIIIEY-
HOTo OmomnTaTa), BeprudUKALIMS AUarHo3a IeCMUHOBOI
MaTOJIOTHN B 3TOI CeMbe MPEICTABIISICTCS HaM KpaitHe
COMHUTEIBHOM.

BnepBeiec B wucciemoBanum Arbustini E.  (1998)
Ha OCHOBAaHUM IIOJYYCHHBIX PE3YJIETaTOB aBTOPHI CIE-
JIaJIA BBIBOI O TOM, 9TO “IeCMHHOBYIO KapINOMHOIIATHIO
B MEPBYIO OYEPEAb MOXKHbBI MMPUCTAIBHO pacCMaTpUBaTh
KIUHAIKACTH I auddepeHINATPHON ITHATHOCTUKU
PECTPUKTUBHOM KapaIMOMHUOIIATUM, OCOOCHHO Yy TAIleH-
TOB C aTPUOBEHTPUKYISIPHOI OJOKAmoil U MuomaTuei”
[27]. Tak, ucciaemoBaTeasIMU BBISIBIIEHO 5 CIIydaeB TeCMU-
HOMNATUM M3 KOropthl mauueHToB (n=631) ¢ KMII,
Y KOTOPBIX 3a00JIcBaHNE IIPOSIBIISIIIOCH PECTPUKTUBHBIM
denorunioMm n AB-610Kkanoit, Tpebyroleii UMIUIaHTaIIT
OKC. HeitpombIiieuHass CHMIITOMATAKA COITYyTCTBOBaJIa
PKMII B Tpex ciyyasix, B T.4. TOJILKO Y OAHOTO MalleHTa
OTMevaioch MoBkIeHre ypoBHsT cKDK [27, 28].

B pesynbrare mpoBemeHHOro van Spaendonck-Zwarts
KY, et al. (2011) MeraaHanm3a DaHHBIX 159 MallMEeHTOB
C IeCMUHOMATUSIMHU BBIIBICH COYCTAHHBIN (Kapauaib-
HbII + CKeleTHO-MbIIlIeYHbIi) eHotumn y 49% Hocute-
neit myraumii. B esmom, KMIT 6buta ooHapyxeHa B 74%
cllydyaeB IeCMMHONATUM, B T.4. peHotun JAKMII Ha6m1io0-
naincd y 17% nauwmenros, TKMIT — y 12%, PKMII —
y 6%, ny 1% Hocureneii 6buta BeisiBieHa AITXKK. Hapy-
IIEHUST CepACYHON MPOBOAUMOCTH Habmonatuch B 62%
cITyJaeB JECMHUHOITIATHIA, a Cpemy TIPOSBICHMIT Te(heKTOB
MpOBOAMMOCTH Haubosiee yacto (47%) perucrpupoBa-
Jmack AB-00Kkana, Tpedyrolas CpOYHOW MMIUIAHTALlUU
BKC [29].

JleCMWH He BXOAUT B COCTaB CapKOMEPOB, OH SIBJISI-
eTcI OCHOBHBIM OCIKOM ITPOMEXYTOYHBIX (DIIAMEHTOB
CEpHEYHOU, CKEJIETHOU M TIaJKOMBIIIEYHOW TKaHEMU.
B3auMoneiicTBys CO MHOXECTBOM JIPYTUX CTPYKTYPHBIX
OCIIKOB, MECMHWH YYacTBYeT B IOOOCPKAHUU CTPYKTYp-
HOI M (PYHKUMOHAJIbHOM LIEJIOCTHOCTU MUOMUOPUILI.
M3BecTHO TakKe, YTO HAMOOJBINAs SKCIIPECCUS IIe-
CMHMHA OTMeYaeTcs B BOJIoKHaX [1ypKuHbe, — BO3MOXHO,
MMEHHO 3TOH cIienmm(puKoii 0OyCIOBICHB paHHUE Ha-
pymieHusi cepaeyHoit mpoBogumocTu (AB, Twca) mpwm
mecmrHOBBIX KMIT [18, 30-32]. JlecMuH sSIBIISIETCS KITIO-
YEeBHIM IIMTOCKCICTHBIM OEITKOM MBIIIICYHON KIIETKH.
BHyTpu MBIIIEYHON KIIETKM [OECMUH JIOKAIU3YETCS
C TUIEKTUHOM B 00J1acTU Z-A1CKa U CTPYKTYp, 00pa3ylo-
VX BHYTPUKJICTOYHBIM MUOGUOPMIUIAPHBIN KapKac.
CBSI3BIBasICh C IPYTUMM OpraHe/UIaMU M KOMIIOHEHTAMU
IIUTOCKENIeTa — MHMKPOTPYOOUKaMM, MUKpO(pIIaMeH-
TaMHM U IUIa3MaTUYEeCKOM MeMOpaHoOi, AJecMUH obecrie-
YUBACT UX IIPOCTPAHCTBEHHOE PACIIOIIOXKEeHUE, MHTETPa-
IIUIO TIPOIIECCOB BO30OYKICHUS M COKPAIICHHUsS, a TaKXKe
MPUHUMAET yJacTHe B IIPOoIleccaX MeXaHOTPAHCIYKIINU.
Mytauuy B TeHe OeCMWHA IIPUBOIOSIT K HApYIICHUIO
cOOpKM (pMIaMEHTOB M M3MEHCHUIO WX (DYHKIIUM, UTO
CITOCOOCTBYET YSI3BUMOCTH MHOMHUOPIIIISIPHOTO KapKaca
K MEXaHMYEeCKMM BO3ICHCTBUSIM U THUOEIM MUOIIUTOB
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BCJICACTBHE YTPaThl CITOCOOHOCTH K UTUTEIIBHOMY IIPO-
THUBOCTOSTHUIO CTpeccy (CoKpaleHue,/pacciadiaernue) [17,
18, 29-33].

3aknioyeHue

CeromHsT M3BECTHO, YTO JECMHHOIIATHH OIIPEICISIOT
BBICOKWI PHMCK Pa3BUTHUS KU3HEYTPOXKAIOIINX HapyIle-
HUU CepaeYHOTrO pUTMa M BHE3AITHOI CMEPTH BCIICACTBUE
TSDKETBIX Ae(EKTOB IIPOBOTUMOCTH;, IIO3TOMY PaHHSIS
BepU(PUKALINSI 3TOTO AUATHO3a SIBISIETCS CTPaTeTHIeCKU
BaXHOW 3amadeif, BO MHOTOM OTIPENEISIONIE MPOrHO3
W TOTCHOUAJBHYIO HEOOXOOMMOCTh B IPEBEHTHBHOM
nmtantan DKC wmm kapauoBepTep-aebuopuiis-
Topa [1, 6, 20, 27-29]. Ognako muarHoctuka DES-acco-
nuupoBaHHoit KMII Moxer OBITH 3aTpyoHUTEIbHON
W3-3a 3HAYUTEIBPHOM BapHaOEIbHOCTH KIMHUYICCKUX
npu3HakoB (mepekpbiBawoiuecss @enoruns JKMII,
I'KMII, PKMII, ATTXK, Muonarun). IlopaxxeHue cke-
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