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ABTOpPbI CTaTbU MPUBOAAT IMTEPATYPHbIE AaHHbIE M AESTCS COOCTBEHHbLIM OrMbITOM HabG/0AEeHUS] ABYX MaLMeHTOB C Kap-
AvommnonaTtnei, acCcoLMmMpoBaHHOM C PECTPUKTUBHBLIM GEHOTUMNOM, 06YC0BIEHHbIM YCTaHOBIEHHbIMU MyTaLMsIMU B reHax,
KoAMPYIOLMX CUHTE3 CepAEYHOro TporoHuHa | n reHa gecmuHa. Ocoboe BHUMaHWe aBToPbl 0bpallaloT Ha BaXKHOCTb cbopa
cemMenHoro aHaMmHe3a, Mo3BOoJISOLEro 3anoA03pP1UTb HACEACTBEHHbIN XapaKkTep 60/1€e3HM, a TaKKe AUarHOCTUYECKYO 3Ha-
YUMOCTb FEHETUYECKOro UccaeAoBaHus. Komnieke npaBuabHO U CBOEBPEMEHHO BbIMOJHEHHOIO AMarHOCTUYECKOro aaro-
PUTMa M03BOJIUT ONTUMU3NPOBATL TEPANeBTUYECKYI TaAKTUKY U, BO3MOXXHO, MPOAINTb KM3Hb NaLUeHTa.

Knro4eBble cnoBa: KapanommonaTtus, PeCTPUKTUBHBIN eHOTUM, CepAeYHbIi TPOMOHUH |, AECMUH, MyTaLUuu reHoB, AUarHo-
CTUKa, JIeYeHHe.

B KayectBe npuynH GopMMpoBaHUS PECTPUKTUBHOIO GEHO-
TMNa y nNauMeHTOB C HacneiCcTBEHHbIMUM Kapauomuona-
TUSMW M3BECTHbl MyTaUMKW B reHax, KOAMPYIOWMUX CUHTE3
6eNKOB KapguMomuoumta — CapKOMEPHbIX (TPOMOHWHA |,
TPOMOHMHA T U a-TPOMOMMUO3MHA) U HECAPKOMEPHbIX (Aec-
MWHa W NamMnHa).

TponoHuH | B yncne apyrux 6e1KOB TPOMOHMHOBOIO KOM-
nneKkca (TPonoHuH T, TPoNoHuH C, a-TPOMOMMUO3UH) BXOLUT
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B COCTaB TOHKUX (WUNAMEHTOB CTPYKTYpbl capkomepa M,
oTBevas 3a Ca‘t-uyyBCTBWUTENIbHOE WHIMOUPOBAHWE AKTUH-
MWO3MHOBOr0 B3aUMMOAENCTBUSA, ABNAETCH KOYEBbIMM
6enKkom Ca*-onocpenosaHHOM perynsaLmm NpoLiecca coKkpa-
LeHusi/paccnabnerns. BbicoKas BHYTPUKIETOYHAA KOH-
ueHTpauua Ca* o6ycnosnneaeT cBA3b TPOMOHWHA | ¢ TPO-
NMOHWHOM C, NIMKBUAMPYS TEM CaMblM €ro MHrMGUTOPHOE
B/WSHME Ha aKTWH. Bo Bpems AMacTo/bl BHYTPUKIETOYHAS

Clinical features and diagnostic algorithms
of cardiomyopathies with restrictive phenotype caused
by cardiac troponin | and desmin genes mutations

The authors are citing the literature data and share their own experiences of observation of two patients with cardiomyopathy
associated with restrictive phenotype caused by mutations in defined genes encoding the synthesis of cardiac troponin | and desmin
gene. Particular attention of the authors is paid to the importance of family anamnesis, which could allow to suppose hereditary disease
character and the diagnostic value of genetic testing. The complex of the correct and timely executed diagnostic algorithm will favour
optimization of the therapeutic tactics and possibly extend the life of the patient.

Key words: cardiomyopathy, restrictive phenotype, cardiac troponin | desmin, gene mutations, diagnostics, treatment.



KOHLIEHTPaLMs MOHOB KaNbLMs CHUXKAETCH, Hapyllas B3au-
MoaencTBue TPOMoHMHOB | M C, 4TO MHULUMWUPYET UHIUOU-
TOpHOE BIMSiHWE TPOMOHMHA | Ha aKTMH. Taknm ob6paszom,
TPOMOHMH | 06ecneynBaeT CBA3b MEXAY USMEHEHUAMMN BHY-
TPUKNETOYHOM KOHLEHTPALIMM KanbLiMsa 1 MPoLLeccoM paccna-
6neHns Mmokapaa [1]. bnarogaps n3y4yeHuto 6GMONOrMYECKMX
MofJenen n nccnegoBaHusam in vitro yaanocb yCTaHOBUTb, YTO
MeXaHW3Mbl BO34ENCTBUSA MyTaLMi MHTMOUTOPHOIO permMoHa
N MyTaLMK AUCTaNbHOM YacTW reHa, KOAMPYIOLWEro TPOMOHKMH,
pasnuyatotcd. pu noBpexaeHUM UHIMOUTOPHOMO yyacTKa
Jake B rnpouecce AWMacTONbl MPU HU3KOW KOHLUEHTpaLuu
MOHOB KanblMs B LUTOMNa3Me TOHKME duUnaMeHTbl HacTUHHO
OCTaloTCs CBA3AHHBIMU C MMO3UHOM. 3TO NPUBOAMT K Hapy-
LIEHWIO N30BOIOMUYECKON penaKkcaumm U paHHero 6bICTporo
3ano/IHEHUS 1IEBOI0 XeNyaoyKa, YTo NPoSBASETCH Pa3BUTU-
€M ANacToNn4yeckon aucPyHKumu. MNMpu myTauum auctanbHOM
4aCTU reHa 4yBCTBMTENbHOCTb TPOMOHMHOBOIO KOMMEKCa
K KanbUMIO CHWXaeTcsd, U B3auMOJeNCTBME TPOMOHWUHOB |
n C HapylwaeTcsa. KNMHMYecKn Takon BapuaHT nposiBaseTcs
acMMMETPUYHOM runepTpodunen mmokapaa [2].

Taknum 06pa3omM, MyTaLuu reHa cepaedvHoro TpPornoHuHa |
MOTYT NPUBOAUTL K GOPMMUPOBAHUIO KapaMomMMonaTum Kak
C PECTPUKTMBHLIM, TaK U rMnepTpodU4eckum deHoTuna-
MKU. OnucaHbl cnydyan GopMMpoBaHMSA pasHbiX GEHOTMMNOB
Yy Y1E€HOB OAHOM CEMbM, HECYLLMX OAHY MU Ty e MyTauuio [3].
Ha gaHHbIM MOMEHT YCTAHOBJIEHO, YTO YacToTa MyTaLuK reHa
TponoHuHa | cpean GONbHbIX TMNEPTPOPUYECKON Kapamo-
MHonaTuen coctaBnseT He 6onee 5% [4], a cpean 60/bHbIX
PECTPUKTUBHOW Kapanomuonatnen — okoso 30% [4].
[leCMUWH He BXOAMT B COCTaB CapKomepa, OH BNSETCH OCHOB-
HbIM GENKOM MNPOMEXKYTOYHbIX UNaMEHTOB CepaevHOM,
CKENIETHOM M rMagKon MbllleYyHOn TKaHen. Bsanmogencrays
C MHOMECTBOM [ApPYruMx CTPYKTYpHbIX 6E€NKOB, AECMUH Yyya-
CTBYET B MOAAEPKAHUU CTPYKTYPHON M OYHKLMOHANbHOM
LLeSIoCTHOCTM Muodpubpunn. ecmumHonatmum — 3abonesa-
HWS, COMPOBOXAAIOLLMECS NOPAXKEHNEM BCEX TUMOB MblLLEY-
HOM TKa@HW C OT/IOXKEHWEM «MYTaHTHOrO» 6€/IKa B MblLLIEYHbIX
BOJIOKHaXx, Tak Ha3blBaeMble 60ME€3HN HAKOMIEHUS 4EeCMU-
Ha (desmin storage diseases). HacnegoBaHue [JeCMUWHO-
natum B GOMbLIMHCTBE ClyYaeB ayTOCOMHO-AOMWHAHTHOE;
OnucaHbl clyyau peLecCcMBHOro HacneaoBaHUsa U MyTal MK
de novo [5].

OaHOM M3 0COBEHHOCTEN AECMUHOMATUN CYMTAETCH TO, YTO
ee KapauanbHble NposiBAeHWUs MOryT ObiTb MpeacTaBieHbl
N PECTPUKTUBHbLIM, M AMNATaUMOHHBLIM, M runepTpoduye-
CKUM deHoTMnamn [6—8]. N3BECTHO TaKKe, 4TO Hambosb-
las JKcnpeccus reHa JecMmHa OoTMevaeTcs B BOJIOKHaX
MypKWHbE, C YeM, MO-BUAMMOMY, CBSI3aHO paHHee HapyLlle-
HWEe NPOBOAMMOCTM cepAaua Npu AECMUHOBbLIX KapAMOMMO-
natuax [9]. B xoge MHOMMX nccneaoBaHui yCTaHOBEHO, YTO
naumMeHTbl C AECMWHOBOM KapauomuonatMen Haxoasatcs
B rpynne BbICOKOro pUcKa no BOSHUKHOBEHWMIO XM3HEYrpo-
aloWwmnxX HapyLWeHW cepaevyHoro puTMa 1 BHe3anHom cep-
[e4YHON CMEepPTU. 3Ha4YMUTENbHOE YUCIIO NaLMEeHTOB nornbaet
BHE3amnHo, nNoaTtomy nNpu WM3BECTHOM AMarHo3e MauueHThl
Hy}KAaloTCa B MPEBEHTUBHOM MMMIAHTaLMKW KapanmoBepTep-
nedunbpunnatopa [10].

KNMHUYECKM noparKeHWe CKeneTHOM MyCKynaTypbl B psiae
clly4yaeB OTCYTCTBYET, 60/1€3Hb MOMET NpoTeKaTb B CTEPTOM
dopme 1 06HapyKMBaTbCS TOIbKO C MOMOLLbIO CreLnanbHbiX

MeToAoB o6cneaoBaHna. B Taxenbix cnydasax 4ECMUHOBOWM
KapaMoMuonaTMn COMPOBOXAAETCSA BblpaxeHHbIM Mopa-
EHUEM [bIXxaTeNbHOM MYyCKynaTypbl C AblxaTeflbHOM Hepo-
CTaToO4YHOCTbIO. Pexe HabniogaeTcs noparkeHwe rnaakoMbl-
LWEYHOro €05t BHYTPEHHWX OpraHoB, COMpOBOXAatolieecs
pBOTOM, AMApeEEn, CUHAPOMOM Manbabcopbuun [5, 11-14].
B macwrtabHom uccnegoBaHmu nog pykosoactsoM E. Arbustini
(1998), BrAtouMBLWEM 631 NayMeHTa ¢ NepBUYHON Kapamo-
MuonaTtuen (601 — ¢ gunataumoHHon, 18 — ¢ runepTpodpu-
YecKoM B agunaTtauMoHHON cTaamn n 12 — ¢ peCTPUKTUBHOM),
6bl/I0 BbISIBIEHO 5 c/y4yaeB AeCMWMHOBOW Kapauomuona-
M1 y naumeHToB 17-55 net. Y Bcex nauueHToB 3abosne-
BaHWEe XapaKTepu30BanoCb PECTPUKTUBHbIM (DEHOTUMOM,
HanMyneM aTPUOBEHTPUKYNAPHOM 6GnoKadbl 2—3-i cTene-
HW, NOBAEKLIEN MMMNNAHTALMIO SNIEKTPOKAPANOCTUMYNSTOPA.
MbllEYHO-HEBPONOrMYEeCKasa cUMNTOMaTUKa MMena MeCTo
y TPOMX NaLMEHTOB, MOBbIWEHWE YPOBHS KpeaTuHdocho-
KWHa3bl — B OAHOM cnyyae. HYeTBepo M3 NATU MaLMeHToB
HyXXganucb B TpaHcnnaHTauuu cepgua. Takum obpasom,
Ha OCHOBAHWW 3TUX PEe3yNbTaToOB aBTOPbI CAeNnanu BblBOA,
4YTO «A4ECMMHOBAs Kapauomuonatusa AOoSiKHa o6cCyaaTb-
ca npu anddepeHUnanbHOW ANMArHOCTUKE PECTPUKTUBHOM
KapanomuonaTum, 0CO6EHHO Yy MaLMEeHTOB C aTPUOBEHTPMU-
KynspHbiMK 6/10Kagamun 1 muonatmen» [15]. K HacToswemy
BpemeHu onncaHo okono 100 nauMeHToB pa3HOro Bospac-
Ta ¢ BepndmMuUMpoBaHHOW OECMUHOBOW KapavoMuonaTUeNn.
YacTtoTa MyTauui reHa AeCMWHa cpeau naumeHToB ¢ avna-
TauMOHHOW KapanMomuonatuen coctaBnseTr 1-2% [6], cpeau
NnauneHToB C rMnepTpodUYECKON U PECTPUKTUBHON Kapamo-
MHonaTMen — He ycTaHOBJIEHa.

MpruBOANM COBCTBEHHbIE AaHHble HAbGAAEHUSA ABYX Nauu-
€HTOB C KapavomuonaTuen, acCoLMMpPOBaHHOM C PECTPUK-
TUBHbIM GEHOTUNOM, O0O6YCNOBAEHHLIM YCTAaHOBNEHHbLIMM
MYTaLMAMKU B FeHax, KOAMPYIOLLMUX CUHTE3 CEPAEYHOro TPo-
noHuHa | u gecmuHa. leHeTMYecKoe uccnegoBaHue npo-
BoAMNoOCb Ha 6ase PIY «PepepanbHbI LEHTP cepaua,
KpPOBW M 3HAOKPUHONOrMK nM. B.A. AnmaszoBa» B Hay4yHO-
ncenenoBaTesibCKOM n1abopaTtopumn MONEKYNSPHOM Kapauo-
normm MIHCTUTYTa MOJIEKYNSIPHON GUOMOMMKU U FTEHETUKM NOoA
PYKOBOACTBOM AMPEKTOPA MHCTUTYTA.

MaumeHtka C., 29 nert. B pa3BepHyTOon cTagum 3abonesa-
HUS NpeabsaBAsAna *Kanobbl Ha OAbIWKY NPU HE3HAYUTENLHON
GM3MYECKON HarpysKe (garke npu pasroBope), cepaueodue-
HWS, HapacTaloLLyto cnaboCTb, OTEKU Ha FONEHSIX, yBENNYEHHE
MBoTa. I3 aHamHe3a M3BECTHO, YTO B 8-N1eTHEM Bo3pacTe
neavaTpoM 6bIn BbICAyLaHbl «akLeHT || ToHa Haa nero4yHom
apTepuen U Wymbl B cepaue», a PeHTreHoNorM4yeckn obHa-
PYXUNK yBenuveHue neBbix nonocten cepgua. C yyetom
OTCTaBaHWS 4eBOYKM B PUINYECKOM Pa3BMTUM, HYacTbIX MPO-
CTyOHbIX 3a6oneBaHnin (OPU, 6pOHXUTbI, MHEBMOHMS) BbiNo
cAenaHo NpeanosioXXeHne O BPOXKAEHHOM MOPOKe cepaua
(mopok He BepuduumnpoBaH). B 10-netHem Bo3pacTe Obinn
OTMEY€EHbI CUHIOLWHOCTb ry6 U NanbLUeB, NOABUINUCH CN1aboCTb
W YTOMASIEMOCTb NMpn GU3NYECKOW Harpy3Kke. B ganbHenwem
YKa3aHHbl€ }anobbl NocTeneHHo ycunmBanucb. K 28 rogam
WU3HW BeayLMM CMHAPOMOM SIBASiIaCb KaxeKcuyecKas cra-
OUS 3aCTOMHOW, MPEUMYLLECTBEHHO MPaBOXeNy404KOBOW,
cepaevyHon HeaoCcTaToOYHOCTU, pedpaKTepHOM K NpoBOAM-
MoW Tepanun. B auHamunKke axokapgunorpadumyeckmx (3xoKr)
[JaHHbIX onpeaensincss TUMUYHbIA PECTPUKTUBHBLIN deHOoTUN
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C MPOrpeaveHTHbIM yBeNMYeHneM Npeacepani (B nepsyto
oyepenb, NeBOro), HapacTaHWeM JIErO4HOW TUNEPTEH3UU
Ha GOHEe CHUXKEHMUS MHAEKCA MacCbl MMOKapAa N1eBOro xeny-
nouyka (JTXK) npu coxpaHHOM CUCTONNYECKON QYHKLMU.

C6op cemenHoro aHamHe3a No3BOJINA YCTaHOBUTb Hacnej-
CTBEHHbIN XapaKtep 60/1e3HW. bbin BbIIBNEH GaKT cMepTu
NA0AOB BO BHYTPUYTPOOGHOM Mepuofe Ha MOo34HMX CPOKax
6epeMeHHOCTH Y ABYX Y1EHOB CEMbM, B TOM Yuce y 06¢cneao-
BaHHOM MaLMEHTKM, a TaKKe CMepTb MIafeHLEB B TeYeHue
nepBOro roga *13Hu. M3BecTHo, 4TO OTeL, NauMeHTKM CTpa-
nan mMepuartesibHON apuUTMUEN, TAHKENOW, BUBEHTPUKYIAPHOM
3aCTOMHOW cepaeyvyHoOn HepocTaTtoyHocTblo. CmepTb oTua
HacTynuna BHe3anHo B Bo3pacTe 29 neT. [pu peTpocneKTus-
HOM aHann3e o6pallano BHUMaHME CXOACTBO KIMHUYECKOMO
T€YEHUs CMHAPOMA 3aCTOMHON cepaeyYHON HeaoCTaTOYHOCTH,
a TaKXe OJHOTUMHOCTb M3MEHEHUI PEHTIEHOrpamMM U d/eK-
TpOKapaMorpamm oTLa 1 Joyepun B Bo3pacTte ¢ 26 no 29 ner,
4YTO MPOSIBASNOCH NPOrPECCUPYIOLLUM YBEIMYEHUEM NIEBOTO
M NpaBoro npeacepaunn.

OuddepeHunanbHbi AnarHo3 NPOBOAMNCS MEXAY PECTPUK-
TUBHOM KapanoMuonaTuen, KOHCTPUKTUBHbBIM NEPUKAPLUTOM,
a TaKXXe CUCTEMHbIMU U UHOUNBTPATUBHBIMKU 3a60/1€BaHUSMU
MUOKapAaa, NposaBAsoWMMUCT GOPMUPOBAHUEM PECTPUKTUB-
Horo ¢deHoTMna (CKNepoaepMmren, CapKoMao30M, reMoxXpo-
MaTo30M, aMUI0MA030M, MMMKOoreHo3aMu). o pesynbratam
o6cnefoBaHNa faHHbIX 3@ CUCTEMHOE NOpParKeHWe He nony-
yeHo. MpKn cneunduyecKnx oKkpackax MMoKapaa OT/IOKEHWUN
amunonga He BbISIBAEHO. bbicTponporpeccupylowas aua-
CTONMYecKan cepaeyHas HeaoCcTaToO4HOCTb, pedpaKTepHas
K Tepanuu, y NauMeHTKM C OTATOLLEHHBIM CEMENHBIM aHaM-
HEe30M Mo BHEe3arnHoW cepaevyHon CMepTM B MOSOAOM BO3-
pacTe Npu OTCYTCTBMMU MOPaXKEHUIN APYrMX OPraHoB U CUCTEM
CBUAETEeNbCTBOBANA B M0JIb3y CEMENHON GOPMbl nanonaTu-
YECKOM PECTPUKTUBHOW KapanoMuonaTuu.

CmepTb 60/bHOM HacTynuna B Bo3pacte 29 neT oT npo-
rpeccupytoLLern XpOHUYECKOW cepaevyHon HeaOoCTaTO4YHOCTH.
Mo pesynbrataM MOpdONOrM4ecKoro nccnegoBaHnsa npena-
paTtoB MUOKapAa O6blnn BbISIBAEHbI NPU3HAKKU AUCKOMMIEK-
CalMM MbILEYHbIX BOSIOKOH, @ TaKXe WHTepCTULManbHbIN
M cyb6aHgoKapaunanbHbii GUBpPo3, Hanbosiee BblParKEHHbIN
B Npeacepansx.

CeKkBeHupoBaHue reHomHon IHK no3Bonunno BuISBUTL gene-
LMIO B 7 3K30HE reHa cepaeyHoro TpornoHuHa | — nt4762delG
(puc. 1), NpUBOAALLYIO K CABWUIY PaMKK CYUTbIBAHUSA C Mpe-
AEBPEMEHHbIM GOPMUMPOBAHWEM CTOM-KOAOHA W, cnepo-
BaTeNlbHO, YKopo4vyeHnem C-TepMUHaNbHOrO y4yacTtka 6enka.
OTcyTCTBME 3TOr0O y4acTKa NPUBENO K yTpate MHITMOUTOPHOM
@KTMBHOCTM TPOMOHWH-TPONMOMMUO3UHOBOIO KOMIMIEKCa TOH-
KUX PUNaMEHTOB M HapylWeHU CnocobHOCTM MUOKapaa
K aKTMBHOMY paccnabneHutio ¢ GopMUpPOBaHMEM PECTPUK-
TMBHOro natrepHa. [laHHas myTtauusa He Gblia obHapy*KeHa
y ABOUX 3[0POBbIX YNEeHOB ceMbu npobanHga n 'y 100 yeno-
BEK rpynmnbl KOHTPONS.

MpnBeaeHHbIN cnyd4an OEMOHCTPUPYET BapMaHT «3/10Kaye-
CTBEHHOW» MyTalLMK B reHe cepaeyvyHoro TponoHuHa |, npmso-
asuen K GopmMmpoBaHmio TUMMYHOIMO PECTPUKTUBHOMO GeHo-
TMNa y NOpaXeHHbIX YIEHOB CEMbMU C NeTalbHbIM MCXOAOM
B MOJIOJOM BO3pacTe.

MaumeHT 0., 25 net. B KIMHUYECKM MaHUPECTHOM CTaanu
60N1e3HM NPeabABAAN Kanobbl Ha OAbIWKY NPK NOBCEAHEB-
HbIX HarpysKkax, daBswume 6011 B rpyaun, nepedbou B paboTte
cepaua, 4yBCTBO HEXBATKKU Bo3ayxa. AHamHe3 3ab0/1eBaHUs
HacuuTbiBaeT 10 net: B 15-neTHeM BO3pacTe Mnpu npo-
BeAeHUn npodunakTnyeckon dnooporpadun 6biia BbisSB-
NleHa Kapavomeranus. YXyaWweHWs camoyyBCTBMS MauneHT
He oTmevan go 23-neTHero Bo3pacTta. [luHaMunKa 3aboneBa-
HMS cocTosiNa B MPOrpPecCUpoBaHUM LMACTONMYECKON AuMC-
dYHKUMKM MUOKapAa C yBEIMYEHMEM Pa3MePOB NEBOO Npea-
cepaust (40—45 mM) Ha GOHE CUMMETPUYHOW runepTpodum
JIEBOr0 XenyaoyKa (TolmMHa MEXKEeNya04KoBOM neperopoa-
KM — o 14 mm, TonwmrHa 3agHen cteHkn JIXK — o 17 mm),
nosiBEHMN HEeBOMbLIOI0 KOMMYECTBA HKMOKOCTM B MOMOCTH
nepuvkapga no gaHHbiM 3xoKI, HapylweHnn npoBeaeHUsa —
cuHoaTtpuanbHoM 6n0Kaabl || cTeneHn, aTPUOBEHTPUKYNSAP-
HOM 6nokagbl | cTeneHun, BHyTpunpeacepaHon 6noKagbl
M HEnosHom 6110Kabl NPaBoOW HOXKKM MyyKa Mca no gaHHbIM
OKI. B TeyeHuMe 3TOro BpemMeHu naumeHT Habnagancs B cTa-
LMOHapax ropofda ¢ AuarHosoMm: «[MnepTtpodunyecKas Kap-
anomuonaTns. XpOHUYECKUI MUOMEPUKapPaUT».

AHaMHe3 u3HuW. PaHHWK aHaMHe3 6e3 0COBGEHHOCTEN.
[Jo 23 net cuutan cebs 340pOBbIM, 3aHMMaCs CMOPTOM.
CeMenHbIM aHamMHe3: MaTb, CecTpa — 340poBbl. 10 OTLOB-

Puc. 1. Pe3ynbratbl CEKBEHUMPOBaHWS reHa cepaedHoro TponoHunHa | (TNNI3) naumeHTkum C.

nocJeI0BaTE/JbHOCTD
HYR/I€OTHAOB

HopMaapHaA GAGTCCCTGGACCTGCGGGCCCACCTCAAGCAGGTGA
MmyTtaHTHaA GAGTCCCTGACCTGCGGGCCCACCTCAAGCAGGTGAA

nocJa€I0BaATEJbHOCTD
AMHHOKHCJIOT

HopManbHaiA Glu Ser Leu Asp Leu Arg Ala His Leu Lys GIn Val
MyTaHTHaA Glu Ser Leu Thr Cys Glu Pro Thr Ser Ser Arg stop




CKOW JIMHWUM aHamMHe3 Mo cepaeyvyHO-COCyaAUCTON naTonoruu
OTArOLLEH: el yMep BHe3anHo B Bo3pacTte 60 neT; y oTua,
CO C/I0B NauMeHTa, — BPOXAEHHbIN MOPOK cepaLa.

K 25 rogam y nauueHTa yyvactunucb nepebou B cepaLe,
NOSIBUAWNCH Kapauanruun, ann3oabl roN0OBOKPYKEHUS, B CBSI-
31 C YeM MauueHT oYyepeaHon pa3s Oblil rocCnUTaaIM3MpoBaH.
Mo 3xoKI oTMeyYanachk BblpaxeHHas gunarauus npeacepanm,
NpeMmylLLLECTBEHHO NeBOro (nesoe npeacepave — 150 mn,
npasoe npeacepaue — 115 wmn), gunaTtauus npasBoro
Kenygoyka. MHAEKC maccbl MUMOKapAa /1eBOro enygodka
(116 r/M?) Ha BepXHeW rpaHuLLe HOPMbI. TOMLLMHA MEKIKENY-
[o4KoBOW neperopoakn — 1,07 cm, ToNlMHa 3adHEN CTEHKHK
JIXK — 0,99 cm, rnobanbHasa cokpatuMocTb JIXK — Ha HUXK-
Hen rpaHuue HopMbl (dpakuus Bbibpoca no Simpson —
50%). lMpu ponnnep-kapanorpadum BbISBNEHbI MPU3Ha-
KW BbIpaX€HHOr0 HapylleHUs AMacTONMYECKON GYHKLMK
MUOKapaa. CoxpaHsancs orpaHWYeHHbIn ruaponepuKaps
(pacxoxaeHue NUCTKOB nepuKkapaa no 3agHen M 60KoBOM
cteHkam JIXK go 1 cMm), He conocTtaBUMbIM MO CBOEW Bbipa-
YEHHOCTU C TAMKECTbIO COCTOSAHMA NauueHTa. JlTabopaTtopHO
OTMEeYanocb yMEpeHHOe MOBblleHne KpeaTUHKUHa3bli-MB
W TpOMoHWHa. Ha ¢doHe nNpoBOAMMONM MIOKOKOPTUKOWUOHOM
Tepanuu NoNOXMUTENbHON AMHAMWKM HE AOCTUTHYTO; OTMe-
Yanocb YXyAlWeHWe MNpPOBOAMMOCTU (aTPMOBEHTPUKYNSPHas
(AB) 6nokaga | ctenenu, anusoabl AB-610Kagbl Il cteneHun
TMna Mobuty 1) 1 yTsKeneHne HapyleHnn putma — nosie-
NleHne 60/bWOoro KoAnyecTBa reMogMHaMmM4yeckn 3Ha4YuMbIX
NapoKCUM3MOB KeNyaoykoBon Taxumkapann (MKT), B cBA3M
C YeM Ons paclmnpeHnss BO3MOXKHOCTEN aHTUAPUTMUYECKON
Tepanuu NaumeHTy 6bl1 MMNAAHTMPOBAH 3/1EKTPOKAPANOCTH-
mynatop (DDD), 3aTem B CBSI3M C 4aCTbiMX MapoOKCM3MaM#
T — kapauoBepTep-gedunbpunnatTop. Ha doHe nposoau-
MOW Tepanuu NauneHT BnepBblie OTMETUI NosiB/IEHNE 6oNen,
napecrteauu 1 cnabocTn B MbiliLax KOHe4yHocTen. Mpu npo-
BEAEHUN Uronb4aTon Muorpadum 6biv BbiIBAEHbI NPU3HA-
KW Herpy6oro npowecca MMOreHHOro xapaKkTepa C akLeHTOM
Ha NPOKCUMasbHbIE MblLULbI.

Ha gaHHom aTane aguddepeHumnanbHbIM AnarHo3 NpoBOAMICS
MEXAY XPOHUYECKUM MUOMNEPUKAPAUTOM M PECTPUKTUBHOM
KapanMomuonatuen, B CBA3K C YEM MauMeHTy 6bina BbINos-
HeHa 3aHAoBacKynsipHas 6uorncua Muokapaa. 1o gaHHbIM
MOP@ONOrM4ecKoro aHannsa 6o 06HapPyKeHbl MPU3HAKK,
CBUAETENLCTBYOWME KaK B MOMNb3Y XPOHUYECKOTO MMO-
KapauTta, Tak M B NONb3y Kapanomuonatuu. Onpeaensnucb
OTEK CTPOMbl, Mefikne o4varu ¢Gubposa, NepuBacKyNApHbIN
N NEPUMYCKYNSPHbIA KapAMOCKIEPO03, YMEpPEHHass MaKpo-
daranbHag WHOMNbTPauua. Habnoganmcb BblpaxKEHHbIE
M3MEHEHMUS CO CTOPOHbI MbIWEYHbIX BOMIOKOH: KapAnMOMMO-

LUMTbl pasnnM4yHon GopMbl M BENMYMHBI C MENKOOYaroBbiM
HapylweHMeM Xo4a MbILEYHbIX BOMOKOH; YaCTb MbIEYHbIX
BOJIOKOH runepTtpodupoBaHa. C uenbto nposeaeHus amo-
depeHuManbHOro gnarHo3a B CBSI3M C NOSIBUBLUMMCS Mpea-
NONOXEHMEM O HaIM4yMW OECMUHOBOM KapaMomMuonaTuu
OblfI0 BbINO/HEHO MMMYHOIMCTOXMMHUYECKOE WCCneaoBa-
HUE C aHTUTenamu K aecmuHy. O6HapyXeHo, YTO AEeCMUH
B y4acTKax ¢ MaKCUMaibHO U3MEHEHHbIMU KapaAMOMUOLIM-
TaMW He UMEeeT OTYETIMBOrO MOMEPEYHOro PacrnonoXeHus
W npeactaBfeH HepPaBHOMEPHO PaCMONOXKEHHbIMU [Nbl6-
KaMW pasnn4yHon BennyuHbl. CEKBEHMPOBAHWE FEHOMHOWM
OHK no3Bonunno BbiIBUTb MyTauuild B reHe gecmMuvHa —
IVS3 + 1G — A (puc. 2).

AHann3aaHHOro KIIMHUYECKOr0 Cly4asi mo3BoONASETYCTaHOBUTb
0COBEHHOCTU TeYeHUss JECMUHOBOW KapauMomMuonaTtuu, oby-
cnosneHHon mytaumen IVS3 + 1G — A, xapaKtepuayroumecs
nepexoaom runeptpodpuyeckoro GpeHotTuna B PECTPUKTUB-
HblIM, YTO COMPOBOXAANOCH NPOrPECCUPOBAHMEM MPEUMyLLe-
CTBEHHO MPaBOXeNyA04YKOBON cepae4yHON HegoCTaTOYHOCTH
Ha ¢oHe HapacTaHWsa AMacTONMYEeCKOM AUCHYHKUWKU, auna-
Tauum oboux npeacepanin v NpaBoro Xenygoyka npu yme-
peHHOW runeptpodun MuoKapda. BarkKHOM xapaKTepucTu-
KOW 3ab0neBaHUs ABASIOTCH NPOrpeccupyoLline HapyleHus
aTPUOBEHTPUKYASPHOIO NPOBEAEHMUS U XKENYAOUYKOBbIX HApY-
LWEHWN pUTMa, ycyrybnsioumecs Ha GoHe Tepanunu roKOKop-
TUKOCTEPOMAAMM, YTO, NO-BMANMOMY, CBA3AHO C MOAABNEHM-
€M aKTMBHOCTM MaKpodaroB, y4acTBYIOWMNX B «yTUIM3aLUN»
MYT@HTHOIrO AecMuHa. [puBeAEHHbIM KIMHUYECKUIK Chyvai
[EMOHCTPUPYET HanMyue TpyaHoCTeEN B NpoBeaeHun andde-
peHLUManbHON AUArHOCTUKM AECMUHOBOM KapanoMMuonaTuu,
HanpPAMYylo OTpaKaloLMUXCS Ha TepaneBTUYECKON TaKTUKe.
CyMmupysi COGCTBEHHbIE JaHHbIE CO CBEAEHUAMM ONYyBINKO-
BaHHbIX paboT No 0603Ha4YeHHON NpobaemMe, Mbl NPEeANPUHS-
1M NOMbITKY pa3paboTaTb anropuTMbl AUArHOCTUKKM Kapauo-
MUonaTii, 0B6YCNOBEHHbIX MyTaUWAMKU FTE€HOB CephAevyHOro
TponoHuHa | u gecmuHa (puc. 3).

3aknioyeHue

MprBedeHHbIE Cnyvyan OTpaxKaloT pa3Hoobpasne KinHuYe-
CKOro TeYEHMS KapaMomumonaTui ¢ PECTPUKTUBHbBIM GEHOTH-
noMm, AEMOHCTPUPYS TUMIMYHOE TEYEHUE CEMENHOM PECTPUK-
TUBHOWM KapavoMuonaTtun Npu myTauuu reHa TPomoHuHa |
WU CNOXHOCTM AnddepeHunanbHOW AMarHOCTUKKM OECMUHO-
BOW KapgunomuonaTtuun. PaspaboTaHHble afropuTMbl AMarHo-
CTUKM KapaMomuonaTtui, 06yCNoBAEHHbIX MyTaLUUsIMU FreHOB
CEepAEeYHOro TPOMoHMHa | M gecMuHa, HanpaB/eHbl Ha OMNTU-
Mu3auuio anddepeHumanbHO-AMAarHOCTMYECKOro MOUCKa
y NauMeHTOB C KapanoMunonaTusmu.

Puc. 2. Pe3ynbtathl CEKBEHNPOBaHUA reHa agecmuHa (DES) naumeHnTa O.: mytauus IVS3 + 1G — A (yKa3aHa CTpenKon)
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AGATCGCGTTCCT TAAGAAAGTGCATGAAGAGNTATACCTIGGCCCCTCTTICCTGGGGTCACTGGGC
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PepKkue 6onesuHu

Puc. 3. ANropuTMbl [MArHOCTUKK KapAMOMMUONaTHit, 0BYCI0BAEHHbIX MyTaLMAMKU FreHOB CepAe4HOro TponoHuWHa | 1 fjecMuHa

Kapanomuonatuu, o6ycnoBneHHble
MyTaumuamMun reHa JecMmnHa

Kapanomuonatuu, o6ycnoBieHHble
MyTauusamMu reHa cepaeyHoro TponoHuHa |

AHamHe3 ‘ ’ OTArouleHHbIN ceMelHbli aHaMHe3 No 3aboneBaHusM cepala B Moiogom Bo3pacTe u/wnu BCC ‘
’ Mepebowu, cepauebreHuns, oabllliKka, 0GMOPOKH ‘
Hanobbl
MbllweyHasa cnabocTb, NnapecTesuu, Hanobbl, cBA3aHHbIE
0edUUNT MblLLIEYHOM MacChl C TPOM603MOBOTIMYECKUMM OCIOKHEHUAMM
Mporpeccupylowme HapyleHu1s NpoBefeHns
3Kr (CAB 1 ABB), Tpebytouime nmnnantaummn IKC. Mporpeccupyiolmne cynpaBeHTPUKYNSpHbie
CMIKF NPOrpeccupyloLmne Kenyao4KoBble HapyLlweHns HapyweHus putma — Gubpunnsaumns/TpenetaHve
cepaeyvHoro putMa BbICOKMUX rpagauumm, Tpebytoume npeacepanmn
uMmnnaHTaumum KBAD
deHoTUN: TMNEPTPOPUHECKUIt/PECTPUKTUBHDIN /AUNaTaLMOHHbIA BblparKeHHOE HapyLlEHWE ANACTONMYECKOM
dYHKLUMM Nporpeccupytollas aunatauma npeacepanin u MK, neroyHas runepteH3uns
IXOKI BO3MOKEH NePeXos, rMnepTpohrUyYecKoro
N . Bo3moXKHO dpopMunpoBaHue pasHbix GeHOTUNOB
deHoTUNa B PECTPUKTUBHBIN U AUNaTaLUOHHbIN,
(rMnepTpodUYEeCcKOro n PeCTPUKTUBHOIO)
He60NblIOe KONMYECTBO XKUAKOCTU o
Y YNEHOB O[JHOW CEMbM
B NOM0OCTV NepuKapaa
Buoxumunyeckuin aHanms
YMepeHHoe noBbileHne KK MB, TponoHuHa
KpoB#
Mwuorpadus ‘ ’ Mpu3HaKkn NpoKCUManbHoOM MuonaTum ‘ ’ bBe3 natonornyecknMx M3MeHeHun

Bbuoncus mrokapaa

YMepeHHast MakpodaranbHas MHduUnbTpaLms
Ha doHe BbipaXKEHHbIX MPU3HAKOB AUCTPOdUU
MuoKapga. Mpu UMX peakuuun ¢ aHtutenamm
K I€CMWUHY — [MbIGKX AeCMUHa,
nedopMUpOBaHHbIN gecMuH no nepudepum KML,

MHTepcTuumanbHbii, Cyb6aHAOKapaanbHbIv
dn6p03, Hanbonee BblparKEHHbIV
B nNpeacepausx. JuckoMnaekcauus
MbILLUEYHbIX BOJIOKOH

lMpumevaHne. CAb — cuHoaTpuanbHasa 6nokaga; ABb — atproBeHTpuKynsipHas 6nokaga; 9KC — aneKkTpokapanocTuMynaTop;
KBA® — kapanoepTep-aedunbpunnatop; KOK MB — kpeatuHdochorkmnHasa, MB dpakums; UMX peakums — MMMYHOrMCTOXMMUYECKAs

peakuus; KML, — kapaMomuoumT.
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