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Myrtanust reHa LMNA, KOTOpbIit KOTUPYET IBa IIaBHBIX JaMUHOBBIX O0e1Ka A 1 C, BbI3bIBACT LIEJIbII CIIEKTP 00~
JIe3He, Ha3bIBAEMbIX JIAMUHOIIATUSIMYA UM BKJIIOYAIOIIMX B CeOs AMIATALMOHHYIO KApIMOMUOIATHIO, Pa3Ind-
HbIC TUITBI MBILIEYHBIX AUCTPOMUIA, TUTTOAUCTPOPUI0, aKporepuio 1 porepuio. [lopakeHne cepaeqHON MBIIII-
1Bl TIpy MyTalusix B reHe LMNA B 3apy0eskHoli TuTepatype onucbiBaeTcs kak “lamin A/C heart disease”. Tu-
MMMYHOE TeYEHME MaHHOTO 3a00jieBaHMUsI BKJIIOUYACT CIIEAYIOIIME 3TAllbl: HAIKEIYIOYKOBbIE 3KCTPACUCTOJDI,
HaKEJIyJOYKOBBIE apUTMUM, IIATOJIOIHMIO IIPOBOISILEN CHCTEMBI CEPLIA, TUITOKMHETUYECKYIO KapIMOMUOIIa-
THIO Oe3 AWIaTaliuy U TUJIATallMOHHYI0 KapauoMuonatnio. OIHAKO B PSIe CIydyaeB CUMIITOMBI MOTYT TTOSIB-
JIATBCS OECIOPSIIOYHO MJIM B KOMOMHAIIUY.

B craTthe mpeacTaBieH Ciydail MO3aHEH TMarHOCTUKHU JAMUHOIATUH, MIPOSBUBIIEICS KaK KapIXMOMUOIATHS,
MHUOIIATHUS U MaplLuaibHas ceMeiiHas aumonuctpodus. Oco0eHHOCTh KapAUOMHUOIIATAN 3aKJII0YAETCS B TOM,
YTO TIPU AUJIATAIlK BCEX YEThIpEX KaMep HanboJree BhIpaxkeHa JujiaTallvs IpaBoro mpeacepans. [eHeTmaecKuia
aHaJIM3 BBISIBUJI HApYLIEHUS B HYKJICOTUIHOM mocienoBaTeibHOCTH B reHax LMNA, ANOS, MYPN.
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Mutation in the LMNA gene, which encodes the two main lamin A and C, cause a spectrum of diseases, called
laminopathies, including dilated cardiomyopathy, myopathy, lipodystrophy, akrogeria and progeria. A typical pro-
gression lamin A/C heart disease might be from premature atrial contractions to atrial arrhythmias, to cardiac
conduction disease, to hypokinetic non-dilated cardiomyopathy and to dilated cardiomyopathy, but features may
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present “out-of-order” and in combination. We present the case of a late diagnosis of laminopathy, manifestated
dilated cardiomyopathy, myopathy and partial lipodystrophy. Cardiomyopathy was presented severe dilatation right
atrium with midly dilated another chambers. Genetic testing identified LMNA, ANOS5 and MYPN mutation.
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BBenenne

Wcrtopus uzyyeHust JaMUMHONIATUI HACUM-
ThiBaeT yxke 20 JieT, 0oMHAKO IIMPOKUIA CITEKTP
UX KJIMHUYECKUX MPOSIBICHUIN 4acTO MPUBO-
JUT K HECBOEBpeMEeHHON muarHoctuke. Jla-
MMHOTMATUM acCOLUMALIMUPOBAHBI C BBHICOKUM
PUCKOM pa3BUTHS BHE3alHOW CMEpPTU (10
46%), 4TO TpebyeT MPUCTATLHOIO BHUMAHUS
KJIMHULMCTOB K JaHHOI nmpobieme [1].

SAnepHas naMrHa — 3TO OEJIKOBasl «CeTKa»,
BBITIOJIHSOIIAS (YHKLIMIO KapkKaca sapa
KJIETKU W OIMpeIessionas ero paMep 1 ¢op-
My. OHa COCTOUT U3 YEThIPEX JAMUHOBBIX
oenkoB A, Bl, B2, C, KoTopble CITOCOOHBI MO~
JIMMEPU3UPOBATLCS U 00Pa30BbIBATh OPraHM-
30BaHHYIO CETb, JeXalllyl0 B OCHOBE BHYTPEH-
Heil MeMOpaHBHI siipa B OOJIBIIMHCTBE COMATU-
yecknx KjeTtok. benku A m C Komupyer reH
LMNA, MyTalysi KOTOPOTO BbI3bIBAET LIEbINA
CIEeKTp OoJie3HEel, Ha3bIBAEMbIX JJAMUHOMATH -
MM W BKJIIOYAIOIIUX JOWUJIATAllMOHHYIO Kap-
auomuonatuio (JIKMII), paznuuHble TUIIbI
MBIIIEYHBIX AUCTPOGUIA, JUMOAUCTPODUIO,
aKporepuio u mporepuio [2].

B 1999 r. dpaniy3ckue yyeHble BIIEpPBbIC
BBISIBUJIM TIEPBbIC YEThIPE PA3HOBUIHOCTU MY-
tauuii B reHe LMNA y mauueHToB, cTpaaaoo-
LIMX HEHPOMBIIIEUHO AUCTpOodUueii DMepru—
Hpeiidyca. Y Bcex 3TUX NaLMeHTOB Ha0JIIoAa-
Jlach XapaKTepHas Tpuaga CUMIITOMOB: paH-
HUE KOHTPAKTYpPbl CYXOXWJIWM, MbIILICUHAS
CJ1a00CThb B IJICYEBBIX M OCAPEHHBIX IpymIiax
Mol 1 JKMII ¢ HapylieHusiMu B TIpOBO-
JSIIIeil cucteMe cepaua. ABTOPBI CIealu
BBIBOJI, UTO MyTallUU B SIACPHOM JIAMUHE SIB-
JISTIOTCS TIPUYMHON HACIEACTBEHHBIX MBIIIEY-
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HbIX 3a00JsieBaHuii [3]. B aTOM Xe rogy amepu-
KaHCKME YYeHBIE OITyOJIMKOBaIM padoTy, me-
MOHCTPUPYIOIIYI0O 5 HOBBIX MYTallWii TeHa
LMNAy 11 nauimeHTOB, CTpaJaroLINX MbIIIEY-
Hoi1 qucTtpodueit Dmepu—/peiidyca ayrocom-
HO-JOMUHAHTHOrO TUmMa. JlaHHBIE MYTaIuH
aBTopbl cBsizanu ¢ JIKMIT 1 nopaxkeHueM 1po-
BOIALIEH CUCTEMBI CEpILA y STUX MAlMEHTOB
[4]. Ha cerogHsluHUII NeHb U3BECTHO He-
CKOJIbKO COTEH MyTalluii B JAaHHOM T'eHe.

[TopaxxeHue cepaeyHON MBILILBI TIPU MY-
Tauusax B reHe LMNA B 3apy0OexkHoI 1uTepa-
Type ommchiBaeTcsl kKak “lamin A/C heart
disease”. KnuHMYecKHe MPOSIBAEHUS] 3TUX
MyTaluii pa3HOOOpa3Hbl — OT OTCYTCTBUSI BU-
IUMBIX KapAuoJOTUYeCKUX 3a00jieBaHUIA 10
M30JIMPOBAHHOM AWJaTallMUd KeJTyIOuyKOB,
apUTMOTEHHON KapAWOMMUOIATUM, TUIOKU-
HETUYEeCKOM KapIMOMHUOIIaTUM 0e3 muiiarta-
uuu [5]. be3ycnoBHO, cTaausl CHUXEHUS
dpakumu Beropoca (PB) 06bMHO accommmpo-
BaHa Cc nwiaTaumeit JeBoro xenynouka (JI2K),
HO B HEKOTOPBIX CUTYaLIUsIX (HampuMep, y HO-
cuTeneit Mmytauuii B reHax 1amMmuHa A/C) nuna-
tauust JIZK MoxXeT oTcyTcTBoBaTh. MIMEHHO
moatoMy B 2016 1. 3KCepThI MPEITOXKMUIN HO-
BbIli MpoMexyTouHblii ¢eHorun AKMIT —
TUIMOKMHETUYECKYI0 KapAUOMUOIIaTUIO 0e3
nunatanuu xeiayaoukoB — HNDC unun DCM
[ND-H] [6].

3aboJieBaHUs cepilia, CBSI3aHHbIE C MATO-
norueii 1amuHa A/C, OTHOCSITCS K 3710Ka4ecT-
BEHHBIM, TaK KaK IIPOSIBIISIIOTCS CEepACUHOI
HEIOCTATOYHOCTBIO, YacTo Tpebyromei
TpaHCIUIAHTALMU CePALA, XeJIyIOYKOBBIMU
apUTMUSIMU, HApYIIEHUSIMU TIPOBOASIIEH CH-
CTEMBI, a TAKXKe COIPSTKEHBI ¢ BBICOKMM PHC-
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KOM BHe3arHoit cmeptu [7]. HecMoTpst Ha To
4yTO OOJIE3HM Cep/lia, CBI3aHHbIE C ITATOJIOTH-
et mamuHa A/C (lamin heart), mpoTeKaroT T4-
JKEJIO MU'y MY>XKUMH, U Y XEHILMWH, 00Jiee 3/10Ka-
YeCTBeHHbIE (DEHOTUIIBI U 00JIee TSKEJbIe UC-
XOJIbl ONTUCAHbI Y MY>KUMH.

Cuuraetcs, yto 10% Bcex JKMII o0yc-
JoByieHbl myTalueil B reHe LMNA. [Toatomy
SKCIIEPTHl BBIACIUIN OCHOBHBIE (PAKTOPHI,
KOTOpPbI€ YKA3bIBAIOT HA T€HETUYECKYIO MpU-
YUHY 3a00JIeBaHuUs, HAIIpUMED:

— ceMeitHble nedeKTbl MPOBOAMMOCTU (aT-
pPUOBEHTpUKYJIsipHas (AB) 6;10kana pazanyHoi
CTETIeHU, BHYTPMKETyIOUKOBbIE OJIOKAIbI);

— CKEJIETHO-MBIIICYHAasl CeMeiiHas IaTo-
JIoTUs1 (MbllIeYHasl cJ1aboCTh, IMOBBILICHUE
KpeaTuH(OoCcPOKMHA3HI);

— XKM3HEOIacHbIe XeIyIOUYKOBbIE TaXu-
apuUTMUM WIM CEMElHbIe Cllyyau BHe3alHoi
cepaeuHoit cmeptu (BCC) B Bo3pacte 10
45 ger;

— cneuuduueckue ICeBIOUHGpAPKTHbIE
M3MEHEHUsI 3yIeKTpoKapauorpamMmbel (BKI')/
axokapauorpammbl (OxoKI') B obiaactu 3am-
He/HUXHeOOKOBbIX cerMeHTOB JIZK (aHO-
MaJIbHBIM 3y0el] Q/akuHe3us Mmuokapaa) [3].

[NammeHTHI, y KOTOPBIX HAOIOMAIOTCS JaH-
Hbl€ PU3HAKU, TOJKHBI ObITh CBOEBPEMEHHO
HaIpaBJIeHbl K Bpauy-TeHeTUKY. B HacTos1ee
BpeMs I0Jib3a TPAAULIMOHHOW MeIMKaMeH-
TO3HOM Teparuu XPOHUYECKOU CepaeuyHomn
HEIOCTAaTOYHOCTH Y TAKUX MALIMEHTOB He U3Y-
yeHa. beTa-0710KaTOpPbl MOTYT YJYYLIUTH
COCTOSIHUE Y CHU3UTh PUCK PA3BUTUSI XKU3HE-
YIpoXKalolux apuTMHUiA, OMHAKO OHU YBEJIM-
YUBAIOT PUCK Pa3BUTUSI HApYILIEHUH MPOBO-
nsueit cucrembl cepaua. LMNA — onuu u3
MEPBBIX T'€HOB, BKIIOYEHHBIX B aJIrOPUTM
cTpatTu(pUKaIMM pHcKa BHE3aITHONH CMepTH
[8]. ITpodunakTuyeckasi UMILJIAHTALIMS DJIEK-
tpokapauoctumysitopa (OKC) MoxeT ObITh
MoJjie3Ha y NallMEHTOB ¢ MPOTPECCUPYIOIIUMU
HapyLIEHUSIMU MTPOBOJILEH CUCTeMbI cepalia
U AUCHYHKIIMEH JIeBOro XKeayaouka.

Jlumopuctpodus, xapakrepHasl I MyTa-
uuu B reHe LMNA, nipeacrasisieT coboii ce-
MEHY10 YacTUYHY0 Junoguctpoduto I tu-
na. Ilpu ganHo#t ¢opme nunoauctpoduu
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y IalMeHTOB HOPMaJbHOE paclpeneieHue
JKMPOBOM TKaHU B IETCTBE, a B IMEPUOJIE ITy-
GepraTa XXMpoBas TKaHb MCYE3aeT C TYJIOBUIIA
M KOHEYHOCTEH M HaKaruIMBaeTcs 00JacTh
Jmia u men [9].

Onucanue cayvas

ITauuenTtka, 28 yer, xkajiod He MpeabsiB-
nsuta. I[lpu mmaHoBOM ITPpO(PMIAKTHYECKOM
OCMOTpe ObLIO BBISIBJICHO YBEJIUUYEHUE TEHU
cepaua, B CBA3M C YeM PEKOMEHIOBAaHO BhI-
nmojHeHne DXoKI m KoHCynabTaums Kapauo-
sora. IIpu 0OBEKTUBHOM OCMOTpe oOpailia
Ha ce0s1 BHUMaHWE HM3KUIl MPOLEHT XKUPO-
BOI1 TKaHU B 00JIACTH TYJIOBUIIA U KOHEYHOC-
Teil, OTMeYaauch BhIpaXXEHHas pebe(hHOCThb
MYCKYJIaTypbl TIPU HE3HAUUTEILHOM CHIKE-
HUU MBIIIEYHON CUJIBI, «IIMpoKas Ires» (3a
CYET BBIpAKEHHON aKKyMYJSIIMU KUPOBOI
TKaHUW B JaHHO# oOmactu). CKJaablBajaoCh
BIICYATIICHUE O IICEBIOTUIIEPTPOGMHN MBIIIIL]
IJIeYeBOro nosica u rojieHeit (puc. 1, 2). Apre-
puanbHoe nasiaeHue 110/70 MM prt. CT., yacro-
ta cepaeyHbix cokpareHuii (HCC) 49 ya/MuH.
ToHn! cepalia 3BydHble, CAa0bI CUCTOIUYEC-
KU IITyM Y OCHOBaHUSI MEYEBUIHOIO OTPOCT-
Ka. JlpIxaHue Be3UKY/ISIpPHOE, XPUIIbI HE BbI-
caymmBatoTca. I[lpu getanrbHOM paccrpoce
MamyeHTKa coolIImia, 4To pebe(HOCTh My-
CKYJIaTypBbl M PEIKUIA ITyJIbC OTMEUAIOTCS Y Hee
C TIOAPOCTKOBOro Bo3pacTa. [lo maHHOMY

Puc. 1. I1ceBgorumnepTpodust MBI TOJICHU
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Puc. 2. TunuuHoe nepepacnpeneyecHue KUpoBoit
TKaHU, aKKYMYJISIIIUS B O0JIACTH IIIEH

MTOBOIY OOpalllayIMCh K TIeANAaTpy, MaTOJIOTUN
HE BbISIBJIEHO.

CriopToM mauMeHTKa HUKOTIa He 3aHUMa-
Jack. JlanpHeilee obcienoBaHUe BKIIOYAIO
B ce0s1 mpoBeaeHue DKI. BrisiBniena AB-6110-
kana III cT. ¢ yacToToit XKeJTyT0YKOBEIX COKpa-
uieHuii (Y2KC) 49 B muH (puc. 3).

ITIpu BbimonHeHuu DxoKI orMmeuvanuch
3HAUMUTEIHLHOE YBEJIMYEHME TTPABOTO Mpeacep-
nust (TTIT) (86x75 mm, 190 M), ymepeHHOE
yBesnudeHue Jiesoro npeacepaus (JIIT) (me-
penHe-3agHUl pazMep 45 MM), YMepeHHOe
yBeJinueHue npasoro xenynouka (IT2XK), tpu-
KycnuaanbHas peryprutanus I ctT. (puc. 4).
PacueTHOoe naBieHMEe B JIETOYHOU apTepuu
45 MM pt. cT. Pasmepsl JI2K Haxomunuch Ha
BepxHel rpaHuIle HOpMBI. [7100aTbHasT coKpa-
TUTeNbHas cnocodbHocTh JIZK coxpaHeHa.
MurtpanbHast peryprutauust (pU3M0I0OTHICC-
Kag. [laTojlornueckue IMOTOKMU Yepe3 MeXoKe-
JIYTOUKOBYIO U MEXITPEICEPAHYIO MEePeropoi-
KU HE BU3YaIM3UPOBAUCH. 1T yTOUHEHUS
IrarHo3a Oblla TpoBeAeHa KOMITbIOTEpHAS
tomorpadus (KT) cepnma.

Ha KT cepauna 6bU10 NOATBEPXKAEHO
YBEJIMYCHME IIPABOTO IIPEACEPANSI, €r0 OTHO-
cuteabHble padMepbl — 85x78x93 mM. Oc-
TaJlbHBIE KaMephl YBEJIMYEHBI, OOHAKO yMeE-
PEHHO OTHOCHTEJIbHO ITPAaBOTO TIPEICepaust
(puc. 5).

ONONONO

oNoNONOMOMON0

50 mm/e; 10 mant/maB; 35Ty ~50M HCC: 49 ya /muH

Nucr 1131

Puc. 3. Dnekrpokapanorpamma: AB-6mokama 111 ct. ¢ Y2KC 49 B MunH
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Puc. 4. Dxokapauorpamma, 4-KamepHasi MpoeK-
umsi. BeipaxxeHHas auiatanus npaBoro mnpeacep-
aust (86 x75 Mm)

JlaHHBIX 3a aHOMaJIMU JIETOYHBIX BEH HeE
roayaeHo (puc. 6). JAas MckimodeHus: cooo-
HIEHWSI MEXIY TMOJIOCTSIMU CepAlla METOAOM
rMOPUIHONM BHU3yanu3alUM ObLT pacCYMTaH

8
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Puc. 5. KomnbloTepHass ToMorpacdus TpyaHOI
KJIETKM, aKCUaJIbHasl MPOeKIIMsI

nokazateab Qp—Qs, KOTOpbIM oKa3zajucs
PaBCH 1, YTO IMTO3BOJNJIO UCKIKOYUTH HAJINYNEC
BHYTPUCEPISYHOIO IIyHTa. Pa3Mepsl BHIXOM-
HBIX TPAKTOB aOpTHl M JICTOYHOM apTepum

2

Puc. 6. KomnblorepHast ToMorpacdust rpyIHO KJIE€TKU, aKCUalbHas IPOCKLIUSL:
a — TIpaBast HNXKHA JICTOYHAsI BEHA, 0 — JeBasg HKHSIA JIETOYHAs BCHA, 6 — IIpaBas BEPXHIA JIETOYHAs BEHA, 2 — JICBASAd BEPXHIA

JICro4yHasd BC€Ha
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