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[pescTaBneHbl PeAKNE KITMHNYECKUE CrTyYan coYeTaHns aHomannm 361uTenHa
C HEKOMMAaKTHOW KapAuomuonatued, cuxapomom Bosnbga—l1apknHcoHa—
Vaiita, accoymmpoBarHbie ¢ myTauusmm B rede MYH7. 06¢cyxzaaroTcs Bonpocsk!
LANarHocTuku, 0COOEHHOCTU KIMHUYECKUX TPOSBIEHNA W TakTUKU BELEHUS
NayneHToB ¢ aHHON Natonornen.

Kapanonorus, HeKOMNakTHas KapanomMuonaTus, aHomanms
96LwTeNHa, cuHapom Bonba-TapkuHcoHa-Yaiita, CapKoMepHble reHbl, MyTa-
umumn B reHe MYH7.
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AlC{OMam/m DomreliHa (AD) — peakuii BpOXAEHHBIN MOPOK
epaua (BIIC), kotopwlii BcTpeuaeTcss mpuMepHo y 1 u3
200 ThIC. MALIMEHTOB B OOLIEH momnyasuuu [1]. AHATOMUYECKYIO
OCHOBY AD coOCTaBJIsIeT HeEIpaBUJIbLHOE PaCIOJIOKEHUE Tpex-
crtBopuaroro kianaHa (TK), mpu KoTopoM ero cTBOpKH, OObIYHO
3aHsIs1 U TIEPEropoIovHasi, OKa3bIBaIOTCs 1e(OPMUPOBAHHBIMU U
CMEILIEHHBIMU B MOJIOCTh MpaBoro keaynouka (I12K), pasmenss
T12K Ha 2 yacTu: HagkjaraHHY0, 00Opa3yIolLylo OOIIYIO MOJOCTh
C IPaBBIM MpeAcepanueM, 1 MOAKIAMaHHYI0 — MEHBIIYIO 110 pa3-
mepaM, pyHKLmoHupyoinyto kak ITXK [1]. OCHOBHBIMM Hapyilie-
HUSIMA T€MOAMHAMUKY, KOTOPBIE MPUBOIAT K MOSBICHUIO CHM-
nToMoB AD, SBISIIOTCS HEIOCTaTOYHOCTb TPUKYCIIMIAIBHOIO
KJ1araHa u yMeHblIeHHbIe pa3mepsl [12K. TTaimeHTsI ¢ 3TO# naTo-
JIOTUEl MOTYT KaK He MMETbh CHMIITOMOB ITPaBOXKEIYIOUYKOBOI
HEI0CTAaTOYHOCTHU, TaK U UMETh UX: [IMaHO3, OTEKU HIDKHUX KO-
HEYHOCTEM, acIUT, XU3HEYIPOXAIOII1Me apUTMUM C PUCKOM BHE-
3amnHoii cepaeuHoii cMeptu (BCC) [2].

B HeckoNbKMX MCCIeA0BAaHUSIX COOOIIATIOCH O coueTaHuu AD
¢ HekoMmnakTHoi Kapauomuonarueir (HKMIT) [2—6]. HKMIT —
penKoe reTeporeHHoe 3aboJieBaHKMe, B OCHOBE KOTOPOIO JICXKMT
JIBYCJIOMHOE cTpoeHue Muokapaa. OnuH clioii 0o0pa3oBaH KOM-

TMaKTHBIM MUOKAapIIOM, APYTOii MPeACTaBIsieT cO00l HEKOMITaKT-
HYI0 CTPYKTYPY C MHOXECTBEHHBIMM TpaOeKyJaMu U MexXTpade-
KYJISIDHBIMU JIAKYHAMU, COOOIIAIOIIMMUCSI C TIOJOCTHIO JIEBOTO
xkenynouka (JIXK) [3]. PacmpocTtpaHeHHOCTh 3a001eBaHUS Cpean
B3pOCJIBIX B pa3Hbix momyistiusix — 0,014—0,140% [7]. BO3 u
EBpornetickoe obmectBo kapauoioroB (ESC) ornocsat HKMIT
K HeknaccudumupyeMmbiM Kapauomuonatusm (KMIT) [8], Ame-
pukaHckast accoumanusi cepana (AHA) — k rpymnme reHeTuue-
cku aerepmuHupoBaHHbix KMIT [9]. CornacHo knaccudukanuu
MOGE(S), HKMII omnpenensroT Kak M30ITMPOBaHHBIN (DeHOTHUIT C
HOPMaJIbHBIMU pa3MepamMu U ToNuHol creHoK JI2K, ¢ HopMaib-
HOW CHCTONIO-IMACTONNYECKO (dyHKIMel Win Kak (eHOTHT,
couetaromuiics ¢ apyrumu nepsudHbiMu KMIT — runeprpodu-
YECKOM, PECTPUKTUBHOM, TUIATALIMOHHOW U apUTMOTEHHOM Mpa-
BOXeJTymouKkoBoii [10].

Hexommnakrabrii Muokapa JIZK (HMJLK) moxeT HabmoaaTh-
cs KaK B U30JIMPOBAHHON (hopMe, TaK U B COUYETAHUU C IPYTUMU
BpOXIEHHBIMU 3abosieBaHusIMU cepana [11]. M3omupoBaHHBII
HMJIK 6e3 comyTcTByoleid BpOXIEHHOW MATOJOTUM Ccepala
Briepsbie onucad T. Chin B 1990 r. [12] u vaie BcTpevancs B me-
nraTpuyecKoi mpakTrke. OQHAKO B TOCIEIHNE TOIbI TIOSIBISIETCS
Bce Oouible nmydaukauuit 06 nzoamposaHHom HMJIK y B3pociibix
MalreHToB. BoNbIIMHCTBO MccaenoBaresieil MoATBepKIaloT Ha-
mune craepyromux Gopm HMJIK: n3zonmpoBaHHOI; B codera-
uuu ¢ BIIC; B coueTannu ¢ HEMPOMBIIIIEUHBIMU 3200JIeBAHUSIMU
(MeTabonuueckas muonatusi, cuHapom Barth, cunapom Noonan,
nuctpodust Becker, mbrmeunass auctpopusi Emery—Dreifus)
[13]. M3 BIIC Hanbonee yacto BcrpevaroTcs: couetanuss HMJIIK
¢ nedexTaMu MeXIpeICcepAHON Meperopoaku, neeKTaMu Mex-
KeJTyTOYKOBOI MEePeropoaKy, CTEHO30M JIETOUHOU apTepuu, AD,
BPOXIEHHBIMU TTOPOKAMU A0PTAIbHOTO KJIalaHa.

HMJIXK — reHernuecku rereporeHHoe 3abosieBaHUE; W3-
BeCTHO >60 reHOB, MyTallMd B KOTOPBIX MPUBOAST K Pa3BUTHIO
HKMII. CornacHo gaHHBIM JIUTEPATyphl, MyTallui B T€HAX, KO-
nupyommx 6enku capkomepa (MYH7, ACTC1, TNNT2, MYBPC3,
TPM1, TNNI3), oOycnoBIMBAIOT TOYTU 1/5 ceMeiiHbIX cyJaeB
HMJLX [14]. Mytauuu B rene MYH7, KOnupyolieM TSXeTyro
LIeTIb B-MUO31HA, OMKICAHBI B PSI/Ie UCCIEAOBAHUI Yy MAIIMEHTOB C
HKMII B couetanum ¢ AD [1].

MpEI coob111aeM o0 2 KITMHUYECKUX cirydasx couetanuss HKMIT
¢ AD y XeHIIMH, KOTopble HabmomaoTcs B PecrybimkaHCKOM
Hay4YHO-TIPaKTUYeCKOM LieHTpe «Kapamosorus» B Te4eHue 5 JeT.
JluarHo3 CTaBWIM Ha OCHOBAaHUM OOIIETIPUHSITBIX BU3YaJTbHBIX
axokapauorpadudeckux (DxoKI') kpurepreB (COOTHOIICHUE HE-
KOMTMAKTHOTO M KOMITAKTHOTO CJIO€B MUOKap/a >2; HaTNInue Mex-
TpabeKyISIPHBIX JIAKYH C 3aTeKaHWEM KPOBU B HUX) U KPUTEPUEB
MarHuTHO-PE30HAHCHO ToMorpaduu cepala (COOTHOILIEHNE He-
KOMIMAKTHOTO ¥ KOMIIAaKTHOTO CJI0€B MUOKapAaa >2,3 1Mo IIMHHON
OCH cep/lia B KOHIIE INACTOJIBI).

[enoTunupoBaHue MALMEHTOB MPOBOAWINA METOIOM BBICOKO-
Mpou3BoaNUTeIbHOTO ceKBeHUpoBaHus (NGS) ¢ ucnonb3oBaHrEM
Habopa TruSight™ Cardio Sequencing Panel. Y obenx nmammeHTOK
BbISIBJICHBI MyTalluu B rene MYH7.

KNMMHWYECKVWE NPUMEPbI.

Iayuenmra, 46 nem, nocmynuia 6 KAUHUKY C Jica-
a0bamu Ha peyudusupyowue cepoyeduenue u 60au 8 00-
aacmu cepoua 6 meuenue nocaednux 2 nem. QusukanvHolii
0CMOMD: HOPMANBHOE MENOCA0NCEHUE; YUAHO3, OMEKU CION
U 100bIICEK UNU HAOYXAHUE WeUHbIX 6eH OMCYMCME08ANU.
AYCKYAbMAamuGHO BbICAYIMUBAACS WYM HO Ne60MY KDPAH)
epyounsl. Al — 120/75 mm pm. cm., nyasc — 88 6 munymy.
Ha 9KI pecucmpuposanu cundpom Boavgha—Ilapkurcona—
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Yaiima (WPW) muna B. Ilpu mpancmopaxanvroii (TT)
IxoKT' evis6aensl MHOOUUCAHHbIE KPYNHBIE MPAGeKynvl
u enybokue mexcmpabexyisaprvle yeayoaenus 8 cpeoHem
nepeoneboK06om u eepxyuteunvix ceemenmax JIXK (puc. 1).

Ilpu yeemrnom donnaepoepaguueckom ucciedo8anuu
noomeepoicOeHo Haauuue KpoBOMOKA 8 MedlcmpabeKyasp-
Hom npocmparcmee. CoomHouieHue memncoy HeKOMnaKm-
uotm (NC) u komnaxmuvim (C) muoxapdom no Kopomxoi
napacmepranvroi ocu — 2,5/1, oxono 5 ceemenmos JIK
noepedNcoeHo HeKOMNAKMHbIM MUokapoom. IxoKI durama-
uuu Kamep cepoya He GulABUAA, OMMEUAAACH CUCIOAUYe-
ckas oucynxyus JIK: koneunsiii duacmonuyeckuii pasmep
(KAP) JI2K — 5,6 cm, aesoe npedcepoue — 4,3 cm, 112K —
3,4 em, ppaxuus evibpoca (PB) JIK — 43%, OB [12K — 68%.

Tlpukpensennvie Kpas cenmanbHolX U HUNCHUX CMBO-
POK MPUKYCNUOANbHO20 KAANAHA OblaU ANUKAALHO CMelje-
Hbl, ONNAEPOBCKULL 8eMHOU NOMOK NOKA3bl8AN YMEPEHHYIO
mpuiKycnuoanshylo pecypeumauuio. Anukanvhoe cmeujernue
cenmanvHoii cmeopku TK cocmaeéasno 15 mm (puc. 2),
a paccmosinue medxicdy mumpansHelm kaanawom u TK —
23,7 mm. Huaamayus 12K omcymemeosana, eco cucmonu-
yeckas ynKyus 6blaa COXPaHHOIL, cucmonuueckoe dagne-
Hue cocmaensine 32 Mm pm. cm.

IIpu cymounom mornumopuposaruu (CM) IKI napsdy
¢ uacmoii Jceayooukogoil sxcmpacucmonueil (2K39; okono
1000/cym) u npobexckamu Heycmouuugoil iceny0ouKosoil
maxuxapouu (XKT) peeucmpuposaru manughecmupyroujuii
cundpom WPW ¢ wacmoimu napokcusmamu cynpageHmpu-
KYAApHOU maxukapouu ¢ wupoxumu komniekcamu QRS.

Boinoanena paduowacmomuasn abasauus (P4A) donon-
Humenvroeo coedunenus (/C), komopas okazarace Hedh-
gexmusnoii. Cuumaemcs, umo npuuuroi cunopoma WPW
A6A51emMcsl Hapyuienue 8 npouecce smbpuozene3a gopmu-

[Ipu eenomunupoganuu y nayueHmKu @vl64eHa Myma-
yus ¢. 1169T>G (p.Leu390Arg) 6 13-m 3x30ne cena MYH?7.

Y opyeoii nayuenmxu, 30 sem, nabawodanrocs beccumn-
momHoe meueHue 3a001e8aHUs NPU omcymemeuu dusrama-
yuu kamep cepoua, cucmoauueckoil oucgynxuuu JIK u ILK,
a makoice 3HA4UMbIX Hapyulenuil pumma cepoua. B cemeiinom
anamuese ommeuena BCCy omuya é moaodom eozpacme. [lpu
TT SxoKT evisisaervt mHO2OUUCAeHHbIE KPYRHbIE MPAOEK)Y bl
u enybokue mexcmpabexyasipHole yeayonenus @ eepxyuixe,
8epxyuleyHbix U cpednHux ceemenmax. llpu yeemnom don-
naepoepagu1ecKom uccaedo8anul NOOMEePICOeHo Haluque
Kpoeomoka 6 medxcmpabexyrapHom npocmparcmee. Coom-
HouweHue mexcdy Hekomnakmuvim (NC) u komnaxmuoim (C)
MUOKAPOOM nO KOPOMKOLL NAPACMEPHAAbHOL OCU COCMABUNO
3,9/1; okono 10 ceemenmog JIXK Gviau Hexomnakmmuvimi.
IxoKI: KJP JI2K — 4,7 cm, aeeoe npedcepdue — 3,5 cm,
TDK — 3,5 em, DB JILK — 62%, PB I1K — 79%.

bvira evinoanena MPT cepdua ¢ omcpouertbim KOH-
mpacmupoganuem. bvicmpas eusyasuzayus ¢ ucnoav3o-
8aHUEM CMAUUOHAPHBIX U300pajiceHuli nokasaia Haiuyue
HKMII: osycaoiinoiii muoxapo 6 15 ceemenmax JIK ¢ 6bi-
DadICeHHbIMU MPadeKyAayuamu U 2ny6oKumu mexcmpade-
KYAAPHbIMU YenyOneHUsMU, COOOUAOUUMUC ¢ NOAOCbIO
JIK, u makcumanvHbiM  omHouleHueM HeKOMNAKMHOO
cros Kk komnakmuomy (NC/C) — 4,5/1 6 konue duacmonvt
(puc. 3). B omcpouennyio ¢pazy ckanuposamus 30Hbl HAKO-
nAeHUs. KOHMPACMHO20 8eulecmaa He Onpedensinucy.

Ilpu CM DKT peeucmpuposaru eduruurvie dicenyooy-
Kogble U Hadxuceay0ouKo8ble IKCMpPacUCmonbi.

[Ipu eenomunuposanuu y nayueHmKu 6vis61eHA M-
mauus ¢.1070T>G (p.Met357Arg, rs730880865) ¢ 12-m
sx30He eena MYH7.

Po8aHus Pubpo3H020 KoablYa, NpU dSMoM 0ONOAHUMENbHbIE
npogodsuue nymu 00bI4HO N0KAAUZYIOMCS 8 nepeoHenepe-
20p000HHOIL obaacmu GoKpye MpUKYCHUOANbHO20 KAANAHA
[15, 16]. Yepes I 200 noemopno deéaxcov evinoanena PYA
JIC, o0Hako y nauueHmxu COXPaHAAUCb SNU300bL AHMU-
OpPOMHOIU AMPUOBEHMPUKYAAPHOU PeyUnpoKHOL maxukap-
duu ¢ napokcusmamu 4—5 paz 6 2ody, conpogoicoaguiu-
MUCS CUHKONAABHLIMU COCMOSIHUAMU, U 4acmble 3NU300bl
neycmoiuueoil XT, 6 cea3u ¢ smum 0bli UMHAGHMUPOBAH
deyxkamepHblil Kapouosepmep-oepubpuinsmop. Ha gone
npuema MaxkcumanvHoil 003vt comanoaa (480 me/cym)
ommeuancs 3ggexm om mepanuu.

B mpencraBieHHBIX KIMHUYECKUX CIydasX HaOIoanach
cBsa3b AD ¢ HKMII. OnHa 13 maureHTOK MMela CUCTOJNIECKYIO
nuchyHKIM0O 1 MaHudectupyoomuii cuaapom WPW; y npyroii
CHUMIITOMBI HE TIPOSIBIISTUCH, OTCYTCTBOBAIU PACIIMPEHUE KaMep
cepaua, CUCTONNYECKAs NTUCHYHKUUSA M 3HAYMMbIE HApYLICHUS
puTMa cepaua, YTo, BO3MOXHO, OOBSICHSIETCSI B KAKOW-TO Mepe
Bo3pacTtoM nainueHTok. [linoxoit mporHo3 nmpu HKMII cBs3an ¢
cucToIMvecKoi aucdyHkumeit [17], Torma Kak maldeHTHl 0e3
TPU3HAKOB cepreuHoii HepoctarouHocTu (CH) mMoryT B TeueHue
JUIUTEIBHOTO Tiepuosia He UMeTh cuMnToMoB [13]. CBoeBpemMeH-
Has auarHoctuka HKMII ype3BbluaiiHO BakHa M3-3a BBICOKOM
CMEpTHOCTU 00JbHBIX, nporpeccupoBanust CH [17], TpomOGoaM-
0O0TMYeCKUX OCTIOXKHEHU U K13~
HEyTpOoXaloInx aputMuii [18].

B HemaBHUMX wucciaenoBaHU-
X TI0OKa3aHa CBSI3b COYETAHUS
HKMIT u AD ¢ Hanumumem My-
tauumii B rene MYH7 [1, 19, 20].
[MpuBenenHbIe KIMHUYECKUe
cayyau TIPEACTaBISIIOT  COOOit
elie OANH MpUMep TaKol acco-
unauvu. [1pu reHoTunMupoBaHun
Y OIHOW U3 NAaLMEHTOK BbISIBJICHA
mytauwusi ¢. 1 169T>G B 13-M 2K30-
He reHa M YH7, pe3ynbraToM KO-
TOPOM SABJISIETCS 3aMeHa JIeWIMHA
Ha apruHvH B 390-M mosoxxeHuun
aMUHOKHUCIIOTHOUM  TOcienoBa-
TeabHOCTU (p.Leu390Arg). Muc-
CEHC-MYTalUsI B 9TOM Xe KOJIOHE,

Puc. 1. TT 9x0oKI — no3uums no KopoTKOi napacrep-

HaNbHOI OCK Ha YPOBHE BEPXYLLEYHbIX CErMEHTOB Puc. 2. TT 9x0KI — 4-kamepHas noauuus
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Puc. 3. MPT cepaua: a — YyeTbipexkamepHas NpoeKLms; BblpaXXeHHas Tpa-

6eKynApHOCTb BEPXYLLEYHOro cermenTa JDXK; paclumpenue BepxyLuku JDK;
anuKanbHoe CMeLLeHne centanbHom cTBopku TK B monoctb MXK; 6 — npo-
€KLIA N0 KOPOTKON OCU HA YPOBHE BEPXYLLEYHbIX CErMEHTOB

MPUBOJSAIIAS K 3aMeHe JiellHa Ha npoauH (p.Leu390Pro), onu-
caHa paHee y nauueHTta u3 3anagHoii EBporibl ¢ o0LIMpHOI 30-
HOI1 HEKOMMAaKTHOro MUokapaa B couetaHuu ¢ AD [19]. Y 2-ii Ha-
el maureHTKU ooHapyxxeHa mytauus c. [070T>G (p. Met357Arg,
rs730850865) B 12-M sk30He reHa MYH7. DTa 3aMeHa JIOKaau30-
BaHa psiioM ¢ MmyTauuei p. Tyr350Asp, onucaHHOI paHee B TOM ke
nyoaukauuu [19]. AHanus in silico mpeackasbiBaeT, YTO 00e aMU-
HOKMCJIOTHbIE 3aMEHbI MOTYT BJIUSThH Ha yHKLUIO OenKka. Kpome
TOro, oOHapyXeHHbIE MyTallM1 HE BCTPeYaaruCh B MHOTOUMCIIEH-
HBIX TOMYJISILIMOHHBIX MCCIEI0BAaHMSIX JIIOJEH €BPOIeCcKoro u
a(pUKaHCKOTO MPOMCXOXKIEHMS, UYTO TAKXKE YKa3bIBAET HAa MX BO3-
MOXHYIO AMAarHOCTUYECKYIO 3HAUMMOCTb.

Takum obpaszom, couetanue AD 1 HKMII conpsizkeHO ¢ BbI-
COKMM PUCKOM Pa3BUTHS KM3HEYTPOXKAIOUIMX apUTMUNA U TPO-
rpeccupoBanveM cumrroMoB CH. IlanueHThl ¢ Takoil maroso-
rueil HyXXIaiTcsl B CBOEBPEMEHHOM Ha3HAY€HMM aJeKBAaTHOTO
JIeYeHHUs U MpodUIaKTUKe KU3HEYTPOXKAIOIIUX HAPYLIEHU PUT-
Ma U TpoMOOIMOOJIMYECKUX OcJIoKHeHUi. Haille uccienoBaHue
MOATBEPANIIO ACCOLMALIMIO JAHHOM MaTOJIOrMU ¢ HATUYMEM MyTa-
uuii Breve MYH7. ObHapyxXeHue MyTalliK y TpoOaHIa MO3BoJIsIeT
TeHOTUITUPOBATh OECCUMNTOMHBIX POACTBEHHUKOB U BBISBIISTD Y
HUX 3200JIeBaHME Ha TOKJIMHUYECKON CTaauu, YTO KpailHe BasKHO
IIJIS1 peKOMEHAAMU ONITUMAaJIbHOI0 00pasa XXU3HH, oaodopa Tepa-
MUY U CHUKEHUST pUCKa HEOJIaronpusITHBIX UCXOI0B 32001 BaHUS
npU 3TOM MaTOJOTUH.

Kk sk ok
Aemopul 3as6a510m 06 omcymcmeuu
KOHGhauKkma unmepecos.
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RARE CLINICAL CASES: NONCOMPACTION CARDIOMYOPATHY
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The paper describes rare clinical cases of Ebstein’s anomaly concurrent with
noncompaction cardiomyopathy and Wolff-Parkinson-White syndrome, which
are associated with MYH7 gene mutations. It discusses diagnosis, clinical
manifestations, and management tactics in patients with this pathology.
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