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ITepBryHas (reHETUYECKU AETEPMUHUPOBAHHAS )
IUJIaTallMOHHAs KapAMOMMOIIaTHS Y MalMeHTa C HOBOM
MYyTallel B reHe JJaMWHa: KIIMHUKO-MOopdogornyeckast
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McxoaHbln grarHos “gunataumoHHas kapamommonaTtus” SBASeTcs CUH-
OPOMHbBIM U TpebyeT YTOYHEHUS] HO30JIOrMYECKOW MNPUPOLbI.
0O6cyxpaTcst 0coOEHHOCTM Takol AMarHocTukum. MNpuBoanTCa KIMHM-
yeckoe HabnioaeHve, KOTOPOe MANIOCTPUPYET 0COOEHHOCTU TeYEHWS,
OMarHOCTUKM N IEYEHNS UCTUHHON (NEPBUYHON, TEHETUYECKN AETEPMU-
HMPOBAHHOW) AMnaTauMoHHON Kapauomuonatun. MaupeHTt 22 net
C HeoTAroweHHbIM cemeliHbiM aHamHe3oM B Bo3pacTe 20 u 21 rog
nepeHec KaparoaMBoaNYeCcKUin UHCYNLT. BbisiBNEHb! napokcuamanbHas
duUbpunnaums Npeacepaunii, NoBbILLEHWE YPOBHS KpeaTuHdOChOKMHA-
3bl go 349-1045 epn./n, cHuxenne ®B no 17%. BeicTpo HapacTana
cepaeyHas HeQOCTaTOYHOCTb. [pu SHooOMMoKapamanbHoi Guoncumn
OTMEYeHbl FOMOreHM3aums KapaMoMMouMTOB, CYB3HAOKapAMabHbIN
NIMNOMATO3 B COYETAHUM C NOrPaHUYHbIM BUPYC-HEraTUBHLIM MUOKap-

nutom. MeTopom npsmMoro cekBeHupoBaHus no CeHrepy obHapyXeH
HOBbI reHeTudeckmin BapuaHT p.E372D B reHe LMNA B retepo3vror-
HOM COCTOsIHMU. BbinonHeHa umnnanTauus CRT-D, yepes 4 mec. —
TpaHcnnaHTaums cepaua.

KnioueBble cnoBa: aunatauMoHHas KapayoMuonaTus, naMuHonaTus,
3HIOMMOKapAManbHas 61oncus, MMOKapamMT, UHCYALT, TPaHCMNaHTaUms
cepaua.
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Primary (genetically determined) dilation cardiomyopathy in a patient with novel mutation of lamin gene:
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The primary diagnosis of “dilation cardiomyopathy” is syndromal, and
demands clarification of nosological origins. In the article, the specifics
of such diagnostics is discussed. Clinical case is provided that illustrates
the ways of management, diagnostics and treatment of the essential
(primary, genetically determined) dilation cardiomyopathy. Patient of 22
year old with no family history, at the ages 20 and 21 y.o. had
cardioembolic strokes. Paroxysmal atrial fibrillation was found, raised
creatine kinase levels up to 349-1045 U/L, decreased ejection fraction
17%. Heart failure rapidly progressed. In endomyocardial biopsy there

was homogenisation of cardiomyocytes, subendocardial lipomatosis
with borderline virus-negative myocarditis. By Senger direct sequencing,
the novel variant p.E372 in gene LMNA was found, heterozygous.
Implantation of CRT-D was done, and in 4 months — cardiac transplant.
Key words: dilation cardiomyopathy, laminopathy, endomyocardial
biopsy, myocarditis, stroke, heart transplant.
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JKMM — punatauvorHas kapavomuonatus, IHK — nesokcupuboHyknenHosas kucnota, KO — KoHeuHblii auactonunyeckuin o6bem, KAP — koHeuHbIi auactonuyeckuii paamep, KCO — KOHEYHbI CUCTONNYECKUI 06beM,
K®K — kpeatunHdocdokmHasa, JIK — nesbiit xenynouek, JIM — nesoe npeacepave, MPT — mMarHuTHo-pe3oHaHcHas Tomorpadus, MCKT — mynbTucnupanbHas komnbiotepHas Tomorpagus, M3, — muoamctpodus
Omepu-[peiidyca, MK — npasbiii xenyaoyek, MM — npasoe npeacepave, OB — dpakums Bbibpoca, PTK — PakynsTeTckas TepanesTuyeckas knmHuka, YHCC — yacTota cepaeyHbix cokpateHuit, IKI — anekTpokapavo-
rpamma, IxoKIm — axokapauorpacdws, CRT-D (cardiac resynchronization therapy — defibrillator) — pecuHxporusupyioLLee ycTpoiicTBo ¢ dyHKumei Aedubpunnatopa, EDMD2 — (Emery-Dreifuss muscular dystrophy 2) —
muoaucTpodus Imepu-Apeiidyca (M) 2 Tuna.
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MHnenue no npoonreme

BBenenne

JduarHo3z “aunaTaliMOHHasT KapaIWMOMUOIATUS”
(IKMII) — noBOJABHO pacrpoCTpaHeH B KapAUOJOT1-
YECKOU TIPaKTUKE M OOBIYHO CTABUTCS TIPU HAJIUYUU
aunatauuu JeBoro kenynodka (JIZK) co cHukeHuem
€r0 CUCTOJINYECKOU (hYHKIIMU, a TaKXKe APYIMX Kamep
Cepala Mpu OTCYTCTBUM OYEBUIHBIX NMPUYUH 3TUX U3-
MeHeHMii. BmecTe ¢ TeMm, 3a quarHo3zom JJKMII moxeTt
CKPBIBAThCS LIEJIbIA psifl 3a00IeBaHUI U COCTOSTHUS, KO-
TOpbIe TPEOYIOT Pa3HbIX MOIXOA0B K JICYEHUIO: MUOKaP-
JIUT, pa3IMYHblE MYTAIIMU B CTPYKTYPHBIX O€IKax Kap-
JUOMUOLIUTOB M WX codeTraHus. Jlo yTouHeHUs
HoszoJyiornueckoii mpuponsl JIKMII ee ciienyeT paccmart-
pUBaTh JIUIIb KaK CUHIPOM, YTO MpeAIonaraet pa3pep-
HYTBIA JUATHOCTUYECKUNA MTOUCK.

ITpuBogMM KJIMHWYECKOE HAOJIIONEHUE, KOTOpOe
WUTIOCTPUPYET OCOOEHHOCTU TEYEHUs, NUArHOCTUKU
U JIeYeHUs] UICTUHHON — TIEPBUYHOM, TeHETUIECKH Jie-
TepMuHUpoBaHHOU, JJKMII.

IMamuent H., 22 jeT, mocTynui B oTaejieHUe Kap-
nuosiornu MakyIsTeTCKON TepaneBTUIeCKOW KITMHUKT
(O®TK) wum. B.H.BunorpagoBa Ilepsoro MI'MY
uMm. . M. Ceuenona 03.09.2014r.

Kayob mpu MOCTYIUIEeHMM aKTMBHO HE TIPEIbsiB-
JISUT, YTO CBSI3aHO C ada3ueil.

W13 anamHe3a xXu3Hu: poautenu 48 jaet, opar 29 ner
Y HOBOPOXXIIEHHAS J0Yb (2 HEAl.) KTUHUYECKU 3[10POBHI.
TMonyunn cpenHee oopazoBaHue, B 2012r B TeueHue Io-
JIyrofia CJIy>KUJ1 B MOPCKOIi MeX0Te, KOMUCCOBAH B CBSI-
3U ¢ gjopcomnarueit. B reduenue 12 jgeT Kypui, mocieaHue
MOJITOJa HE KYPUT. AJIKOTOJIEM HE 3JI0yOTPeOsIeT. Asl-
JIepruyeckue peakiiui OTCYyTCTBYIOT.

AHaMHe3 3a00J1eBaHMsI: CUMTAN ce0sl 3M0POBBIM Ue-
JIOBEKOM, 3aHuUMascs cnoptom. B mae 2013r ormeuyeHa
ACUMMETpUS Jvlla, B TOPOJACKON KJIMHUYECKONH OOJIb-
Hute Ne 68 TMarHOCTUPOBAHO OCTPOE HAPYIIIEHUE MO3-
TOBOTO KPOBOOOpallleH!s B OacceiiHe mpaBoii cpenHei
MO3TOBOU apTepuu METOIOM MarHUTHO-PE30HAHCHOM
toMmorpaduu (MPT), mepuatenbHas aputmusi. Coctos -
HUE CTaOWJIU3UPOBAIIOCHh, BOCCTAHOBUJICS CUHYCOBBIN
PUTM, PEKOMEHI0BaH MTpreM KapAMOMarHuia, Cocyauc-
TBIX, HOOTPOTHBIX MpernapatoB. B mapte 2014r otmeTnn
MOSIBJIEHUE CJIA00CTU B TIPaBBIX KOHEYHOCTSIX, HapyIIie-
Hue peun. B TKB Ne 13 guarHocTpoBaHO OCTpOE HApy-
IIEHHEe MO3TOBOTrO KpoBOOOpallleHUsI B 0acceiiHe JieBoi
cpenHeit Mo3roBoit apTepuu ¢ momoiipio MPT, MynbTu-
cnupanbHoi KomIbioTepHoit Tomorpaduu (MCKT),
MPOBEIeH CUCTEMHBIN TPOMOOJIM3UC. BBISIBIEHO TTOBHI-
meHune ypoBHs KpeatuHhochoknuassl (KPK) no 349-
1045 en./n mpu HOpMasibHOM ypoBHe MB-dpakiun
K®K; antnTena K Sm-aHTUTEHY, 1¢30KCUPUOOHYKIICH -
HoBoit kuciote (JIHK), antuTena K nurorniasme Heli-
TpoUIOB, TOMOIMCTENH, BOJTYAHOUYHBI aHTHUKOAry-
JITHT B HOpPME.

ITpu sxokapauorpaduu (OxoKTI') BeIsiBIEHBI TUb-
¢y3HBIII TUIIOKWHE3, CHWXeHWE (pakuuu BbIOpoca
(PB) o 17%, paciivpeHue MOJOCTEN cepala: KOHed-

77

HbII nuactommdeckuit pasmep JIK, (KAP JIXK) 6,4 cM,
sneBoe npeacepaue (JIIT) 155 mi, mpaBoe mpencepaue
(TTIIT) 98 mu. Ilpu XoATEPOBCKOM MOHUTOPUPOBA-
Huu — 6300 HamxeaymodKOBbIX U 2400 3KeTyI0uKOBBIX
sKcTpacucTod. KapauonoroM BBICKa3aHO MHEHUE
0 Bo3MoxHocTU nepBuyHoii JJKMII unu nepeHeceH-
HOTO MUOKAPAUTA, TOCTUH(DAPKTHOM KapAMOCKIIEpO3e,
a"HTudocdhonunuaHoM cunHapome. KoHcCynsTHUpOBaH
PEBMAaTOJIOTOM: PEKOMEHIOBAHO MCCIEAOBAHUE AHTU-
TeJl K KapAUOJUIINHY U [3,-TJUKOIMPOTEUHY, TaKXKe pe-
KOMEHIOBAaHO MPOIOIKUTh MTPUEM aMUOAapOHa, O1co-
MPOoJI0JIa, KCApenTo.

B nanbHeiieM OTMEYEHO HapacTaHWE OJBIIIKU,
MOSIBJIEHUE [IBYCTOPOHHErO TUApoTOopakca. B wurosne
2014r B I'KB Ne 51 mpu upecniumeBogHoit OxoKI™ maH-
HBIX 32 1e(eKT MEeXIPEICEPIHON MePEeropoaKu He Mo-
gyyeHo. Ilpu MPT cepaua c¢ ramonunueM (1mipod.
B.E. CuHuuBIH) — auiaTauMsi BCEX Kamep cepiala:
KJP JIXX 6,2 cm, JIIT 4,2 cm, T1I1 6,8 cM, nipaBblii Xejy-
npouek (ITXK) 5,1 cm, @B He 6osee 20%, 6e3 MpU3HAKOB
TUIEpTPOUN U YYACTKOB OTCPOUYEHHOTO HAKOIUICHUS
raloJIMHUS; TTOBBILIEHHAS TPabeKyJISIPHOCTh B 001aCTH
Bepxyiuku JIXK. [Tpu kommnbioTepHO# ToMorpadhuu AaH-
HBIX 32 TPOMOOIMOOJIUIO JIETOYHOW apTepuu He MOJTy-
yeHo. [Ipu BBINKMCKE PEKOMEHIOBAHO TE€HETUYECKOE
tectupoBanue B OUHISTHANM, pellleHre BOTpoca o OUo-
Ncuy MUokapaa. [ocnuTannu3nupoBaH B KapaAUOJOrnye-
ckoe otneneHue OTK.

[Tpu nocTymaeHUn: COCTOSTHUE CPEeIHEN TIXKECTHU.
KoxHble TOKpOBBI OOBIYHOM OKPACKHU, CKIEPhI CyOUK-
TepudHbL. [lepudeprniecknx oTeKoB HET. B jerkux mpi-
XaHUE KECTKOe, OcjabsieHO B Oa3aJbHBIX OTAENaX,
Oouibllle cTipaBa, XpUIIbl HE BhICAyIIUBaOTCA. HYacroTa
JIbIXaTeJIbHbIX ABMKeHUI 18 B MuH. ToHBI cepaua npu-
[JIYLIEHBI, BBICTYIIWBAETCS CJIAObIA CUCTOMUYECKUI
IIyM Ha Bepxyllike. YacToTa cepIeyHbIX COKpAIlleHUNI
(YCC) 56 yn./MuH, pUTM cepilia TPaBWIbHBII, apTepH-
anpHoe maBienue 110/70 MM pr.cT. SI3BIK BIAXKHBINA.
KuBoT Msrkuii, 6€30071e3HeHHbIN, HECKOJIbKO YBEIU-
YeH B 00beMe 3a cueT acuura. [leyeHsb +2 cMm u3-nop
Kpasi pebepHOl TyTu, ceje3eHKa He yBeandyeHa. CeHco-
MOTOpHas adas3us.

B o01iem aHanu3e KpoBU 0€3 OTKIOHEHUI OT HOp-
MBI B OroxmMuueckoM aHaIn3e: KpeaTuHUH 1,17 M1/,
ckopocTh KiryooukoBoii punsrpariuu (CK®) (MDRD)
83 mu/mMuH/1,73 M?, ModeBas Kuciota 542 MKMOJIB/JI,
001U GUITMPYOUH 56 MKMOJIb/JI, IPAMOI OMIUPYOUH
23,5 wmxmonb/n, KO®K 822 en./n, xomectepuH
3,02 MMONb/N, JWTIONIPOTEVHB HU3KOW TIJIOTHOCTHU
2,35 MMmonb/11. MexxayHapogHOe HOPMaJTU30BaHHOE OT-
HoueHue 1,96. TupokcuH (cB06.) 31,6 mMob/1 (HOpMa
10,0-25,0), ypoBeHb TpUAOATUPOHMHA (CBOD.) U TUPEO-
TPOITHOTO TOPMOHA B Ipeneax HopMbl. C-peakTUBHBIN
0eJIOK OTpHIL., aHTUTEJA K KAPAUOJIUIIUHY B HOPME.

Ha snextpokapanorpamme (OKT) (pucyHok 1): putm
cunycoblit, YCC 60 yu./mMuH, BosbTaxk KoMrutekca QRS
pe3ko cHUXeH. OTKIIOHEHUE 3JIEKTPUYECKO OCH cepiia
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Puc. 1 OKT 6omnbroro H. mpu mocryrennu B ®TK (ceHtsiops 2014r).
[Mpumeuanue: ckopocTs 3armucu 25 mm/c. IoscHeHus B TEKCTe.

BIIpaBO. ATpUOBEHTpUKYJIsipHasi (AB)-61okana 1 crere-
Hu. Kommiekcer QS B I, aVL, V1-V3 orBeaenusix. [1pu
xonTepoBckoM MoHuTopupoBaHuu DKI Ha doHe Tepa-
muu kopaapoHoMm 100 Mr/cyT., KOHKOpOM 2,5 MI/CYT.:
put™ cuHycoBblii. AB-6okana 1 ctenenn — PQ mo 280
Mcek; 157 HamKeTynoYKOBbIX U 41 XKeayIouKoBast 3KCTpa-
cucrona (2 mopgonorun), 3 Kyriera, 1 tpuret. Ilpu
OxoKT: JITT 128 M, KIIP JIK 6,1 cM, KOHEUHbIIA TUACTO-
Jmyeckuii oobeM (K O) 119 mil, KOHEUHBIM CUCTOIMYE-
ckuii 00beM (KCO) 81 mur. @B 29%. ILK: ®B 38%, K10
123 M, KCO 76 mo. IIIT 160 mn. VTI 8 cm/c. Mutpaib-
HbI# Ki1anaH: ¢puopo3Hoe KoJiblio 4,0 cM, peryprutarms 11
crenieHu, dp/dt 478 mcek. E/A 2,7. TpukycnivaanbHas pe-
ryprutauus 111 crenenu, neroyHas peryprutauus 11 cre-
neHu. CHCTONMMYECKOe HaBJICHHE B JICTOYHOM apTepUM
43 MM pT.CcT. MexcKkenyaoukoBasi, peacepaHO-KeTya0u-
KOBasi M BHYTPMKEJIYIOUKOBasl TuccuHxpoHuu. [lo pe-
gynsratam MCKT cepiiia KopoHapHbIe apTepuu He U3Me-
HEHBI, B OTCPOYCHHYIO (pa3y HAKOIUIEHUsI KOHTPACTHOIO
npenapara Muokapaom HeT. [1pu penTreHorpaduu B Ja-
TepaJIbHOM U 3aJHEM CUHYCAaX CIIpaBa OIPEAC/ISIeTCs He-
00JIbIIOE KOMMYECTBO XUIKOCTU. 1o JaHHBIM yJIbTpa-
3BYKOBOI'O UCCJICOOBAaHUS B OPIOIIHOM IOJOCTH IOMI-
JuradparMajgbHO ¢ 00euX CTOPOH, CIipaBa — IOJIeYe-
HOYHO, Y B IPaBOM JiaTepalbHOM KaHaJjle OMpeesisieTCs
CcBOOOIHAST XUAKOCTb, IICYCHb YBEJIMUeHa B pa3Mepax
3a cYeT 00erx JoJIeii.

Takum oOpa3oM, y malyeHTa pa3BUICS CUHIPOM
AKMII ¢ pa3ButueM OMBEHTPUKYJISIPHON CepAcYHOI
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HEeIOCTaTOYHOCTHU, Te€He3 KOTOPOro OcCTaBajics Hesic-
HbIM. TeHetnueckas npupona JKMII npencraBnsinach
HauboJjiee BEpOSITHON C yIeTOM ClIeayIoluX (pakToB:

* OUYEHb MOJIOJOI BO3pacT IallMeHTa IPU OTCYT-
CTBUM SIPKOT'0 Hayaja: TSLKEeNbl MUOKAPIUT Y CTOJIb MO-
JIONBIX MAlMEHTOB ITOYTU BCErga HauMHAeTCs OCTpO,
BO MHOTUX CTyJasiX UMeeTCs YeTKasl CBSI3b C MHGbEKIINEIH;

* COYETAaHME paHHEU MeEpLATEIbHOM apUTMUU,
MOJUTOITHON 3KCTPACUCTOJIMM U Pa3HOYPOBHEBBIX Ha-
pylieHuii mpoBoauMocTu — AB-05okaga, 3HayMMasi
CUHYCOBas OpaguKapaus;

» xapaktepHas DKI-kapTuHa — HU3KUIA BOJIBTaX
QRS u xommiaekcsl QS MpU OTCYTCTBUU KOPOHAPHOI
MMaTOJOTUM, JIOKAJIbHBIX HapyLIEHUN COKPaTUMOCTHU
no gaHHbIM DXoKTI u pyo1oB o gaHHsIM MPT,

* TIOJJHOE€ OTCYTCTBHE OTCPOYEHHOI'O HaKOIUICHMS
KOHTpPACTHOIO TpernapaTa B MUOKape 1o gaHHbiIM MPT
1 MCKT, yTo HeOOBIYHO 11 MUOKApAWUTA TSKEJIOTO Teue-
HMS, B COYETAHUM C ITOBBIIIEHHON TpaOeKyIsIPHOCTHIO
B 00JIACTM BEpPXYIIKU; BbIpaKCHHOE YBEJIUYECHUE pa3Me-
poB u cHkeHre @B ITXK tpeGoBaio BKIIOYEHUS B KPYT
BO3MOXHBIX 3a00JIeBAHUI €r0 apUTMOTeHHOM VCIIIa31K;

* mosbieHne ypoBHsI KPK B MOBTOpHBIX aHATH -
3ax npy HopMayibHOM MB-K®K B coueTaHnu ¢ JaHHbI-
MU O “HopcoriaTuu’” B aHaMHe3e;

* MHCYJBTBI, KapAu0o3MOoarMyecKas npupoaa Ko-
TOPBIX HE JJ0Ka3aHa (MOTYT ObITh 00YCJIOBJIEHBI ITOpaKe-
HUEM MEJIKHUX COCYI0B B paMKaX CUCTEMHOI'O FeHeThYe-
CKoOro 3a0oJieBaHusd).
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Puc. 2 (a, 6, 6,2) DHnomuokapauaibHas 6uoncus [12K 6onbHoro H.
IMprMeuaHue: OKpacka reMaTOKCUJIMHOM-303MHOM, MaJioe (a) U 00Jiblioe (6-2) yBeIUYEeHUE; @ — OOLIMIA BUI OJHOTO U3 OUOMNTATOB (COUYETaHUE
ICTPOGUH 1 TUTIEPTPODIH KapAOMUOIINTOB, CKIIEP03a, TUIIOMATO3a U IUM(OTHCTUOLUTAPHBIX 3JIEMEHTOB B MHTEPCTULINY U TIEPUBACKYJISIPHO),
6 — “JaKoBble” KapAMOMUOLIUTHI C TSKEIBIMU AUCTPODUIECKUMU U3MEHEHUSMU (TOMOTEHM3ALIMSI LIUTOILIa3Mbl C MICYE3HOBEHHMEM TMONEPEYHOI
HCYEPYEHHOCTN), 8 — TUM(OruCTHOUMTPHAS MHOUIBTpALIUS B IEPUBACKYIIPHOM MHTEPCTULINY, ¢ — 0Opa3oBaHKe XMPOBOM TKaHU Ha MECTe
MOTUOIINX KapANOMHUONUTOB. [1osICHEHUS B TEKCTe.

B To ke BpeMsi, BaXKHOM 3amayeii mpeacTapisiach
Bepu(UKaIs WIN UCKITIOYeHNE TTOTEeHIINATBHO Kypa-
0OETbHOTO COITYTCTBYIOIIETO MUOKApAWTa, KOTOPBIA
Bcerna HeOOXOAMMO UMETh B BUAY KaK MPUYUHY OBICT-
poii gekomrreHcaumu 1 cuaapoMa JIKMII. CiroxxHOCT
COCTOSIJIa B OTCYTCTBUU pe3yabTaToB DXoKI Ha MOMEHT
pasBuTus riepBoro uHcynsTa (2013r), Bo Bpemst ciryK0bl
B apMuM U B OoJiee paHHUE CPOKHU, YTO HE TTO3BOJISIIIO
CyIUTh O CKOPOCTH TIpOrpeccupoBaHms 6oe3Hu. Me-
TOIOM ITOJIUMEPA3HOI LIEITHOM peaKIIny B KPOBU HE 00-
HapyxeHo JIHK repnernueckux BupycoB. B aHamuze
KpPOBM Ha aHTUMUOKapAuaTbHbIE AHTUTENIA: AHTUHY-
KJIeapHbIli (haKTOp B PeaKlMM C aHTUTEHOM Cepila
ObIKa HE BBISIBIICH, aHTUTENIA K aHTUTEHAM JHIOTENIUS
1:160, kaparomuonuToB 1:80, ramkol MyCKyJaaTyphl
1:80, BoJIOKOH TIpoBoOIsIIeil cucTembl cepaia 1:160
(B HOpME 1:40); yMepeHHOE TTOBBIIIIEHUE TUTPOB HE TI0-
3BOJISLIO UCKITIOUYNTh MUOKAPAUT, HO MOTJIO OBITh BTO-
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PUYHBIM 1O OTHOILLIEHUIO K TECHETUYECKU JETEPMUHUPO-
BaHHOU TMOEIN KapUOMHUOIIUTOB.

brlia BeIITONTHEHA SHAOMUAOKApANATIbHAS OUOIICUS
ITX (pucyHoK 2): BUpYCHOTO TeHOMA HE BBISIBJICHO; 9H-
JIOKapJ yTOJIIEH, HAOYXIITNIA, IO 9HIOKApIOM — Mac-
CUBHBIN TUIACT XXUPOBOW TKAHU, COAEPKAIINNA Y4aCTKA
HEOaHTHOTeHe3a; TUIepTpoGUst KAapANOMUOIIUTOB, TH-
cTpoduieckrie U3BMEHEHUs BIIOTH [0 TIOTEPU TTOTIEpey -
HOU UCUEPUYEHHOCTHU, KAPINOMUOLIUTHI TOMOTEHU3UPO-
BaHBI, “JTakoBele”. WHTEpCTHIINII CKIEpO3WPOBaH,
C 04aroBBIMU MEPUBACKYJISIPHBIMU CKOIUJIEHUSIMU JIUM-
(dorumroB — 14-16 KJIETOK MPU GOJIBIIIOM YBETUUEHUH.
3akiroueHe: MEeXYTOUHBIM MUOSHIOKAPAUT HU3KOU
CTEMEeHU aKTUBHOCTU, CYOIHIOKAPAUAIBHBIN JIUITOMa-
TO3 Ha (hOHE BO3MOXKHBIX TEHETUIECKUX MN3MEHEHUIA.
IMpoBenena anekTpomuorpacdus: BBISIBIEHB U3MEHE-
HUS 10 IEPBUYHO-MbIIeYHOMY TUITy. KOHCYynbTHpOBaH
HEBPOJIOTOM: HamboJiee BEPOSITHON MPUIMHON MMEIO-
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Puc. 3 ®parmeHT npsiMoro cekBeHrpoBaHusi Mo CeHrepy Mocen0BaTeIbHOCTH 9K30Ha 6 reHa LMNA.
Ipumeyanwue: ctpeikoi otmMedeHa mytanusi ¢.1116G > C (p.E372D) B reTepo3UroTHOM COCTOSIHUM, OOHApYXeHHast y maenTa H.

IINXCS HEBPOJIOTUYCCKUX M3MEHEHUU SIBJISTIOTCSI TI0-
CJICICTBUS TICPECHECEHHOTO HAPYIIIEHUSI MO3TOBOTO
KPOBOOOpAIIeHNSI BCIECACTBHE KaparO3MOOINIECKOTO
WHCYJIBTA.

[MaumeHT KOHCYJIBTUPOBAH CIIEIIAATICTOM IO Te-
HETHUKE, C IeIbI0 TIOATBEPKICHUS TUarH03a MUOITATHI
OMepu-Jpeitdyca BeimonHeHa JIHK-quarnoctuka: Me-
TOOOM TIPSIMOTO AaBTOMATHUYECKOTO CEKBCHHPOBAHUS
no CeHrepy BBISIBJICH HOBBHINI TeHETUYECKWIT BapUaHT
p.E372D B rene LMNA B reTepO3UTOTHOM COCTOSTHUU
(pucyHoK 3). JIJ1s ycTaHOBICHUST KIMHUYECKOTO 3HAYE-
HUSI BBISIBJICHHOM 3aMeHBI OBLI ITPOBEICH MOMYISIIINOH-
HBII, ceMeWHbIi U OMOMH(OPMATUYECKUIN aHATU3BI
BBISIBJICHHOI 3aMEHBI: YKa3aHHBIN BapraHT He OOHApY-
xkeH B oopasiax JIHK 100 3mopoBbIX 1111, YacTOTa B ITO-
nyasiun <0,5%, OTCyTCTBYET B OCHOBHBIX 0a3ax JaH-
HBIX YaCTHIX TCHETUYECKNX BApMAHTOB, BO3HUK de novo,
MyTalldsl OTCYTCTBYeT y pomuteieii, B pecypcax SIFT
(Scale Invariant Feature Transform) u PolyPhen2.0 orie-
HUBaeTCS KaK MOBPEXIAOININIA (PyHKIINIO OeJika 1 KBa-
JTUGUINPOBAH KaK MyTalludsl, TPUBOISINAST K ayTo-
COMHO-IOMUHAHTHOIT Muomatnn 3OMepu-Ipeiidyca
(EDMD2 — Emery-Dreifuss muscular dystrophy 2).
BeposiTHOCTD TIepemaun 3a00J1¢BaHUS AETSIM COCTABIISI -
et 50%, Ho ot npoBeaenus JJHK-auarnoctuku y goue-
pY CeMbsI BO3ICPKIBACTCS.

OCHOBHOI &IMarHo3 ObUT COPMYTUPOBAH KakK
JAKMII B pamkax muomuctpopun EDMD?2. XpoHuue-
CKUM MHQPEKIIMOHHO-UMMYHHBII BUpYC-HETaTUBHBIN
MHOSHIOKAPINT HU3KOU CTeIIeHN MMMYHOJIOTUISCKOM
¥ TUCTOJIOTUIECKOI aKTUBHOCTH.

IMpoBomuiiock neyeHue: ¢pypocemun 40 MT yTpom,
BepommupoH 50 Mr/cyT., KOHKOp 2,5 MI, 3aTeM
1,25 wmr/cyr., ammomapoH 100 Mr/CyT., mpectapuym
2,5 mr/cyT., ayutorypuHoia 100 mr/cyT., BapdapuH 2,5 Mr
%-1 1., ypmokca 500 mr/cyT. B KauecTBe 6a3nCHOI Tepa-
MY MIOKapanTa ObLT Ha3HadeH TtakBeHMT 200 MT/CyT.
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CocTosTHME OCTaBajJoCh CTaOWIBHBIM, HECKOJIBKO
YMEHBIIWIOCH KOJIMYECTBO XUAKOCTUA B OPIOLIHON MO-
soctr. C y4yeToM BBICOKOTO PMCKA BHE3aITHOU cepred-
HOM CMEpPTH, a TaKKe CUHYCOBOI OpaguKapanu, orpa-
HUYMBAIONIEH Ha3HAYeHME KOpAapOHa U 3-0J10KaTopoB,
1 HEeM30eXKHOTO yCyTyOJIeHUSI MEXKeIyT0UKOBOM I1C-
CHUHXPOHMU B Clydae WMMIDIAHTAIIUM ABYXKAMEPHOTO
KapauoBepTepa-nedpudpuiaropa 25.09.2014r npous-
BeneHa umrimanTauuss CRT-D Protecta XT B pexxuMe
DDD, mexckenynoukoBas 3amaepkka coctaBuia 31 mc.
CocTossHHME TallMeHTa OCTaBaJOCh OTHOCHUTEJIBHO CTa-
OMJIBHBIM 10 AeKaopst 20141, Korga BHOBb OTMEUYEHO Ha-
pacTaHme 3acTosI IT0 0OOMM KpyraM KpOBOOOpAIIeHUS:
ofbIlIKa, HEOOJbIIME OTEKU, aCLIUT, TPAaBOCTOPOHHUIA
TUAPOTOPAKC >4 J1, apTepHaibHasl TUIIOTOHMS, Ha (DOHE
peumnnBa MepuateabHoi aputMuy ¢ YCC 120 ya. /MuH.
noBTopHO rocrutanu3upoBaH B 51 I'Kb. Yposennr NT-
proBNP (1ipemimecTBeHHUKA MO3TOBOTO HaTpHIAypeTH-
YeCcKOro menTuga) coctaBwi 25577 nr/mia. BeiaBiaeHB
Takke TpoMO B Bepxyiike JI2K, mpaBOCTOPOHHSISI HUX-
HemosieBass ITHEBMOHUS. BrImoiHeHa TIeBpaibHas
IyHKIIWSI, TTPOBOIMIIACH aHTUOAKTepHaIbHasI TepaIus,
WHOTPOITHAS TToIIepXKa (1o0yTaMuH 4,5 MKT/KT/MWH,
HopaagpeHanuH). MUmrutanTtauust uckycctseHHoro JI2K
ObLIa HellelecooOpa3Ha B CBSI3M C BBIPAsKEHHOM ITpaBoO-
XKeJyIouKOoBO# HemocTaTouHoCThIO; 13.01.2015r mrepe-
BeneH B Menmepa bHBIM HAaydHBIN IIEHTP TPAaHCILIAHTO-
JIOTUM W MCKYCCTBEHHBIX OpraHOB WM. akKam.
B. . lllymakoBa, rae MMIUIAaHTAPOBAHA CUCTEMa 9KC-
TPaKOPIOPAIbHON MeMOpaHHOUW OKCHUTCHAIIUM C TIO-
cJIemyIoIIe YCTICIITHOM OPTOTOITMYECKOM TpaHCIIJIaHTa-
uuei cepaua. B teuenue 1,5 net cocrosiHue 0OJIBHOTO
CTabWIBHO.

O0cyxKaeHue
HpeI[CTaBI[CHHOC KIIMHUYECKOEC Ha6J'IIOI[CHI/IC
OpeacCTaBJIACT MHTEPEC C TOYKH 3PCHUA, CJI0XHOCTEeM



MHnenue no npoonreme

nuddepeHIMaTbHON TUaTHOCTUKU TPUYUH CUHIPOMA
AKMII ¥ KJIMHWYECKOro, TeHETUYEeCKOTO MOJIMMOpP-
(u3Ma u ocobeHHOCTE TeueHUsI MEPBUYHBIX MUOIM-
cTpoduil c mopaxkeHueM MUOKapaa.

CaefieHUST 0 YaCTOTE T€HETUYECKU AETEPMUHUPO-
BaHHBIX opMm JKMII cpenu Bcex mauMeHTOB MPaKTU-
YecKM OTCYTCTBYIOT. YacTtoTa cemelinbix dhopm JKMII
cocrasisier 10-20% [1], HO LeJleHanpaBIeHHOE 00Ce-
JIOBaHWE POJICTBEHHUKOB B PSIJIe UCCIENOBAHUN MTO3BO-
JISTIO TIOBBICUTH 3TOT MpolieHT 1o 50% [2]. ¥V yactm
OOJIBHBIX C TeHETUYECKU AeTepMUHUpoBaHHON JIKMIT
OTSTOILEHHBIN ceMEWHBIN aHaMHe3 oTcyTcTByeT. [Ipu-
yuHoit JIKMII mMoryt GbiTh MyTanuu B >60 reHax, 4to
CWJIBHO 3aTPYAHSET MOMCK TeHETUYECKOW OCHOBHI 3200-
JIEBaHUS, XOTSI 4acTOTa U MPOSIBICHUS 3TUX MyTalUi
pasnuyHbl. B oTAenbHBIX paboTax JaMUHOMATAM Kak
npuurHa JJKMII 6butn BeisiBaeHbI B 8-18% ciyyaes [3].

Ilo nOpencTtaBleHHBIM  JaHHBIM,  MALIMEHTHI
¢ uctuHHo#, mepBuyHoil JIKMII, ¢ ycraHoBieHHOI
Y HEYCTAHOBJIEHHOW T€HETUYECKOM MPUPOJOI, COCTaB-
JsTIoT ToNIbKO 20% cpeay Bcex OONBHBIX ¢ CHHIPOMOM
OKMII, eme y 10% reHernyeckue KapaMOMMOIATHU
coderaloTcs ¢ MuokapautoMm [4]. ¥V mpencraBieHHOTO
MaluueHTa OTMEYEH LEJbI psi MPU3HAKOB, KOTOPBIA
TMO3BOJIMJI C BBICOKOW BEPOSITHOCTBIO 3aMOIO3PUTh Te-
HETUYeCKYyIo npupoay 6osne3Hu. OcoOeHHO HEOOX0au-
MO OTMETUTbh HU3KUI BOJbTaX KomIuiekcoB QRS, ko-
TOPBIA HE XapaKTepeH ISl HeAaBHETO MUOKapINTA.

Muonuctpodpus Dmepu-Hpeiidyca (MBI) mpo-
SIBJIIETCSI IPOrPECCUPYIOIIEH CTA00CThIO MBIIIIL] KOHEY -
HOCTEe! ¢ HapyllleHreM MOXOJKHU, CTU0ATEIbHBIMU KOH-
TPAaKTypaMW JIOKT€BBIX CYCTAaBOB W  aXWLIOBBIX
cyxoxunuii. Knaccuueckas ¢popma MBO/I cBg3aHa ¢ My-
TallUSIMU B T€HE SMEPUHA U HacjiemyeTcs Mo X-ciie-
TUICHHOMY DELECCUBHOMY THIly. B Hactosuiee Bpems
W3BECTHBI HE MEHEE TISITU IPYTUX TEHOB, MyTalluU B KO-
TOPBIX MPUBOAAT K Pa3BUTUIO ayTOCOMHO-JOMUHAHT-
HOI, ayTOCOMHO-PELIECCUBHOW U X-CLEIMJIEHHON pe-
1eccuBHOM (hopm 3TOTO 3a00neBanus: LMNA, SYNEI,
SYNE2, TMEM43w FHL I. OnucaHbl cOYeTaHUST MyTa-
1IUii B reHax aMepuHa 1 JamuHa [5]. [lonumopduzmom
KJIMHUYECKUX MPOSIBICHUIN OTINYAIOTC KaK COOCTBEH-
HO MOJI, Tak W pa3iuyHble JaMUHOIATUM, OJHOM
u3 (GopMm KoTOpeIX sBisgeTcss uzonupoBanHas JTKMII
C HapyUIEHUSIMU MMPOBOAMMOCTU. B HacToseM ciryyae
pedb uaeT UMeHHO 0 MO, MOCKOJIbKY BBISIBJIEHA ITEPU-
depuyeckass MUOTIATUS, OJHAKO CTEIEHb €€ BhIPAXEH-
HOCTU HEBEJIMKAa, YTO MO3BOJIWIO MAallMEHTy ele 3a 3
rofa A0 TPaHCIUIAHTALIMUA CEepAlla MPOXOAUTH CITyKOY
B apMUM.

TUNUYHBIM SBJISIETCS MEIJIEHHOE MPOrpeccupoBa-
HUe 00JIE3HU; U3BECTHBI KaK MATKME (DOPMBI C TO3THUM
JIe0I0TOM U C1abO0i BBIPAXXEHHOCTHIO CUMIITOMOB, TaK
M paHHee Havajio ¢ GBICTPBIM IIporpeccupoBaHueM [6].
KapauomuonaTtus pa3BUBaeTcs HE Yy BCeX OOJIbHBIX
¢ MOJl, omgHaKO HOCUT HempeacKa3yeMbIil XapakTep.
B xoropte u3z 53 6onpHbIx MO/ mopaxeHue cepaia
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ObBUIO TMATHOCTUPOBAHO Yy 12, Mpu 3TOM He ObUIO YeT-
KO KOppessiluyd Mexay (eHOTUIIOM U JIOKaIu3aluuei
MYyTallu; YacToTa MyTanuii de novo cocrasuia 76% [6].
Coo011a0T 0 cnelu(pUIHBIX MyTallUSIX B TeHE JJaMUHA,
MPUBOMASIIUX K pAHHEMY TOPAXEHUIO CePALA.

Kapnuomuonatus B pamkax MBJI MOXeT BO3HU-
KaTh B JIIOOOM BO3pacTe; MOJAratoT, 4YTo X-CLEeTIeHHON
dopme cBOIICTBEHHO O0Jiee paHHEE U TSXKEJI0e Mopaxe-
Hue cepaua. [lopaxeHue cepaiia MOXeT 3HAYUTEIbHO
orepexaTh MOSIBJIEHUE SIPKUX CUMIITOMOB Tiepudepu-
yeckoit Muonatuu. [1o JaHHBIM HEKOTOPBIX aBTOPOB,
JIMATHO3 MUOAUCTPOGMUU ObLT MOCTABJIECH JIUIIbL YEPE3
3,6 JeT mocJyie pa3BUTHUST “MaUOTIATUIECKUX” TIpeacepi-
HBIX apUTMUIL, B cpeIHEM B Bo3pacTe 29,5 ner, [7]. Hau-
6osiee TunMuHbl g MBI Hapymenus AB-npoBoau-
MOCTH, TPEACEPAHBbIE U XETyAOYKOBBIE AapUTMUU,
BKJIIOYas Mapanuy npeacepauit, u cuaapom JIKMII.
JAKMII npu TaMuHONATUSIX 3HAYUTENIBHO Yallle Tpedy-
€T WMIUIAHTAllMd WMIUTAHTUPYEMOTO KapauoBeEpTep-
nepuoOpusuIsiTopa B CpaBHEHUU C U30JIUPOBAHHBIMU
(6e3 muomatuun) cemeitnbiMu dopmamu JKMIT (53%
u 23%, p=0,005, [8]). BerkuBaemocTh K 45 Togam co-
cTapisieT JMInb 31% B cpaBHEHUU ¢ APYTUMHM GOJIBHBI-
mu IKMII [9].

Coo0011IeH s O cllydasiX pa3BUTUSL Kapauo3IMOOJIH-
YECKOIo UHCYJIBTA C YCHEUIHbIM TPOMOOIU3UCOM Y Ma-
uveHtoB ¢ MOJI BcTpevaroTcs B IUTEpaType, OAHAKO
MOBTOPHbBIE UHCYJIBTHI KaK MEPBOE MPOSIBJIEHUE 00JIe3-
HU SBJISIOTCA 0e3ycsioBHO Kasyuctukoil [10]. MoxHo
JIUIIb COXaJeTh O TOM, YTO MPU IEPBOM WHCYJIbTE
y IPeICTaBIEHHOrO MallMeHTa, HECMOTPS Ha PETUCTpa-
1o GUOPUISILIUKN TIpeAcepArii, He Oblla BBIITOJHEHA
Ox0KI, He roBops yxe 00 yriyOJIeHHOM KapAuOJIOTU-
yeckoM obcienoBanuu. [lopaxeHue cepala y HEro
MPOSIBUJIOCHh PAHO, YTO TPeOOBAJIO MOMCKA AOMOJHU-
TEJIbHBIX TPUYUH TSIXKEJIOW AUCHYHKIMM MUOKapaa.
buoncusa Muokapna noATBEpAWIa HAIMYUE MAOKAPAU-
Ta HU3KOW CTENEeHU aKTUBHOCTU. B mocTynHoit tutepa-
Type OTCYTCTBYIOT YINOMUHAaHUSI O codyeTaHuu MO]]
U MUOKapauTa. Y eTMHAYHbBIX HAOII0IaBIIMXCS aBTOpa-
MU OOJIBHBIX C TaHHBIM BAJOM MMOTATUU MUOKAPAUT
TaKXe OTCYTCTBOBAJI, YTO B OMTHOM CJTy4yae MOATBEPKae-
HO Mopdonornyecku. OQHAKO MPU MHOTUX OoJiee ya-
CTBIX TEHETUYECKUX KapAUOMUOMATHUSX TPUCOEINHE-
HUE MUOKApAUTa — HE PEIKOCTb.

ITpupona BocniasieHUs y MOJOOHBIX OOTBHBIX Tpe-
oyer yrouHeHusi. OOcyxHaeTcss pojib ayTOUMMYHHBIX
MexaHu3MoB B pa3sutuu JKMII npu MB/I: B yacTHO-
CTHU, yCTAHOBJICHO MOBBILLIEHUE TUTPA AHTUTEJ K TPOIIO-
HUHY B CPAaBHEHUHU C KOHTPOJEM, 00Jiee BhIPAKEHHOE
npu X-CUEIJIEHHON, YeM TpU ayTOCOMHO-AOMUHAHT-
Hoil popme MBOJI [11]. Henb3st UCKITIOUUTH, YTO BOCIIA-
JINTEJIbHBI MPOLIECC B MUOKAape HOCUT BTOPUYHBIA
MO0 OTHONIEHWIO K T€HETUYECKU 3alporpaMMHUpPOBaH-
HOM rubenu KJIeTOK XapakTep, OCOOEHHO B OTCYTCTBUE
BUpPYCHOTO reHoma. [Ipu OMOTICUUM CKEJETHBIX MBIIIIL]
Takke OOHAPYXWBAJIU BOCIAIUTEIbHbIE U3MEHEHUS —
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nuMbonuTapHble WHQOWIBTPATHl B 3HAO/TIEPUMU3UU,
YTO CJIy>KWJIO OCHOBAHUEM JJISI IMarHO3a BOCIIAIUTEIb-
HOM MMOIIaTUHU, U JIMIIb B MOCJIEAYIOIIEM ObLIM BbISIB-
JIEHBbI MyTalluU B TeHe JaMuHa [ 12]. OTu qaHHbIe cBUe-
TEJbCTBYIOT O TECHOW B3aMMOCBS3M BOCIHAJIECHUS
¥ TEpPBUYHON T€HETUYECKOU HEMOJIHOLIEHHOCTA MBbI-
IIIEYHOM TKAHMU.

Bo BcskoM ciydae, MOMBITKA MITKOA UMMYHOCY-
MPECCUBHON Tepanmuyi MUOKApAUTA C Y4ETOM MUOTIATUN
¥ HU3KOU CTeneHU MOP(hOIOTUYECKOA U UMMYHOJIOTH -
YEeCKOW aKTMBHOCTH, MPENCTaBISIACh OINPaBIaHHON,
¥ ObL1a €TMHCTBEHHOW BO3MOXHOCTBIO BO3[IEICTBOBATh
Ha naroreHe3 JJKMII. K coxaneHuio, MONBITKU TeH-
HOH Tepanuu Npu JaMUHOMATUSIX HOCAT IOKa Ccyryoo
9KCIEPUMEHTANbHBINA XapakTep. Ciyyan ycmeurHoim
TpaHCIUIAaHTalUWMK cepAana y OonbHBIX ¢ MBJl o4yeHb
HeMHorouuciaeHHbl ~20 B 6a3e maHHbIX Medline, nep-
Boe onuvcaHue npeacrasieHo B 1987r [13]. Hamomuum
o naiuenTe 38 siet ¢ X-cuermieHHoi dopmoit MBI, ko-
TOPOMY TakXke ABa rofa Has3al YCIEIIHO BBIITOJIHEHA
TpaHCIUTAaHTALUS Ceplia.
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Takum obpa3oMm, y MpeACTaBIEHHOTO IMallMeHTa
¢ MBI, Tun 2, oOycI0BAEHHOU HOBOW MyTalMen p.
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rpeccupoBaHuu, coyeTaHue AB-00Kaabl, Xeayaou-
KOBBIX W HaIXeJNydOYKOBBIX apUTMHUI, KOTOpoOe
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