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Tuneprpodmyeckas KapauoMuonaTusi — Hanoosiee yactas ¢gopmMa KapAHOMHONIATHIA, BCTPEYAIOIIASCSA B I€TCKOM BO3pacTe, BO3HHU-
KaIoIasi PY MYTALMA TeHOB, KOJUPYIOUIMX OJIKH CAPKOMEPHOTO H HECAPKOMEPHOr0 KOMILIEKCOB. B 0CHOBY TMarHoCTHKH 3a001e-
BaHMS MOJI0XKEHDbI JaHHbIe 3X0Kapauorpaguu, BbIsABIIAIONIME CTPYKTYPHbIE H3MEHEHHUS B CePIeYHOI MbIILe N0 TUIly runeprpodumu,
TPH 3TOM TeHe3 ITHX U3MeHeHHil 0cTaeTcsl HeBbIsICHeHHbIM. [IpuunHbI rUnepTpoMIecKoii KAPAUOMUONATHH B JETCKOM BO3pacTe
pa3noodpa3sHbl. Bosbioe 3HAYeHHE UMEEeT PAHHSS IMATHOCTHKA MeTadomyecKux (hopm runeprpoduueckoil KapAnOMHONATHH, TAK,
B pslie CiIy4aeB BO3MOKeH perpecc runeptpoduu Ha ¢oHe hepMenTo3amMenIaomieii WM HHOI MeAMKAMEHTO3HOI Tepanuu. B ctaTse
npeacTaB/IeHbl KIMHNYeCKHe (KapauaibHble M 9KCTPAKapAUaIbHble CHMIITOMBI) M JIAG0PATOPHbIE MapKepbl runepTpodiecKkoii Kap-
JTMOMHMONIATHH NPH MYTAIUAX reHOB 0€JIKOB CAPKOMEPHOTO KOMILIEKCA, BPOXKIECHHBIX HAPYHIEHHSAX 00MeHAa BemecTs (ITMKOreHO03bl,
JIM30COMAJIbHAS NATOJIOTHSI, HAPYIIEHHsI 00MeHA >KUPHBIX KHUCJIOT, MUTOXOHIPHAJIbHbIE 3200/I€BaHNs), reHeTHYECKUX CHHIPOMAX
(Hynan, LEOPARD, KocTtemo, cepneuHo-/mie-KoXKHblii), HEPBHO-MbIIEYHbIX 3a00JeBanusx. [IpuBoasarcsa kpurepuu audde-
PEHIMAJIbHOI JUATHOCTHKY reHeTHYecKHX (hopM runepTpouueckoil KApAMOMUONATHH U THIIEPTPO(UH MUOKAP/A Y CIOPTCMEHOB.

Karouesvte caosa: demu, eunepmpoguueckas KapouomMuonamus, ImMuono2us, CUHOpOMAanbHole hopmbl, 8P0ICOHHbIE HAPYUIEHUs 00~
MeHa eeulecme, MUMoOXOHOPUAAbHbIe Kapouomu onamuu, mviuieyHole ducmpogpuu, cunopomol Hynan, LEOPARD, Kocmenno, eunep-
mpocghus Mmuokapoa y cnopmcmeHos.
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Hypertrophic cardiomyopathy is the most common form of cardiomyopathy, occurring in childhood, occurring when a gene is mutat-
ed that encodes proteins of sarcomeric and non-sarcomeric complexes. The diagnosis of the disease is based on the data of echocar-
diography, revealing structural changes in the heart muscle according to the type of hypertrophy, while the genesis of these changes
remains unclear. The causes of hypertrophic cardiomyopathy in childhood are diverse. Of great importance is the early diagnosis
of metabolic forms of hypertrophic cardiomyopathy, so in some cases regress of hypertrophy is possible against the background
of enzyme-substitution or other drug therapy. The article presents a clinical (cardiac and extracardiac symptoms) and laboratory
markers of hypertrophic cardiomyopathy with mutations of genes of proteins of the sarcomeric complex, congenital metabolic disor-
ders (glycogenoses, lysosomal pathology, fatty acid metabolism disorders, and mitochondrial diseases), genetic syndromes (Noonan,
LEOPARD, Costello, cardio-fascial-cutaneous), neuromuscular diseases. The criteria for differential diagnosis of genetic forms
of hypertrophic cardiomyopathy and myocardial hypertrophy in athletes are presented.
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CornaCHo COBPEMEHHBIM TIPEAICTABICHUSIM, TIOJ TH-
neprpouyeckoil KapauMoMHUOIaTUEell TMOHWMAIOT
3a0oieBaHMEe MMOKapja, XapakTepusylolleecss Mac-
CMBHOI TumnepTpodueii MHUOKapaa JIEBOrO Kelynodyka,
HE CBSI3aHHOW ¢ MOBBILIIEHUEM Harpy3ku aasjieHuem [1].
OCHOBHBIMU MOP(OJOTUUYECKUMU KPUTEPUSIMU 3200~
JIEBAaHUS SIBJISIIOTCSL TUTIEPTpodUsT MUOKapaa acuMMme-
TPUYHOTO WJIM CUMMETPUYHOIO XapakTepa ¢ 00s13aTesb-
HO# runeptpodueir MeXKeaylnouyKOBOW TEeperopoaku,
YMEHBIIEHUE TOJIOCTU JIEBOTO >KETYA04YKa; BO3MOXHA
IUIaTaius peacepauii, BbIpaXkeHHbIe HapyIlIeHUs aua-
CTOTMYECKON (DYHKIIMU, pa3BUTHE B CUCTOJY TpaJueHTa
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[J1. HAy4YH. COTP. OTAEJA IeTcKoii Kapauosnoruu u aputmonorun HUKHW unctu-
TyTa reauarpuu uM. akanemuka t0.E. Benbruiiesa

125412 Mockaa, yi. Tannomckas, 1.2

JABJIEHUS B BBIXOAHOM TpPAaKTe JIEBOTO W/WIM TIPaBOTO
JKeTyIodka. PacrpocTpaHeHHOCTh THIEPTPOGUUIECKOM
KapIMOMMOIIATUM JOCTATOYHO BBICOKA. Tak, MO JaH-
HBIM TTOMYJISIIMOHHOTO 3XOKapauorpaduieckoro CKpu-
HUHTA, CPer B3POCIbIX JIMII MOJIOAOTO Bo3pacrta (OT 25
1o 35 net) oHa coctasisier 1 Ha 500. 3aboseBaHue vaiie
BcTpevaeTcss y MyxxuuH [1, 2]. Tlo pesynbratam snumie-
MMOJIOTUYECKUX WCCIeIOBAHUM, TIPOBEACHHBIX CpeIn
JIETCKOTO HACEeJIeHUs B Pa3JIMYHBIX CTpaHax, eXeroj-
Has 4JacToTa cjydaeB 3a00JieBaHUST y JeTell KoyeOmeTcs
ot 0,3 o 0,5 1a 100 000 [3, 4]. [uneprpodrueckast Kap-
IMOMMOIIaTHS SIBIISIETCST HamboJyiee KOBapHOUl (GopMoit
KapIMOMMOIIATUI B IETCKOM MpaKTUKe, TaK KakK B Teue-
HHUE JOJITOTO BPeMEHU MOXET IPOTeKaTh OeCCUMITTOM-
HO, B CBSI3W C YeM IUIOXO JTUAarHOCTUPYETCS, U B TaKOM
CUTyallUW BHe3ammHass CMEPTh CTAHOBUTCS €€ TIEPBBIM
U TIOCJIEAHUM MPOSBIEHUEM |5, 6].
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OcraeTcsl TMCKYTaOeNIbHBIM BOIIPOC O TIEPBUYHOCTHU
U BTOPUYHOCTU PA3TUYHBIX (OPM TUIEPTPODUUECKOM
KapauoMuonatiy. Tak, aMeprKaHCKast KiacCu(puKaiust
KapIMOMMOIIATUIA pa3aesisieT UX Ha epBUYHbBIE M BTOPUY-
Hble opMbl. [Tpr 3TOM K IepBUYHOMN TUTIEPTPOOUUECKOM
KapIMOMMOIIATUN OTHOCSIT 3a0oJieBaHKMe, TPU KOTOPOM
cepale SIBIISIeTCs eMMHCTBEHHBIM BOBJIEYEHHBIM OPTaHOM,
a KapaIuOMUOTAaTHUIO, Pa3BUBAIOIIYIOCS TIPU HapyIIeHU-
sIX OOMEHa BEIEeCTB, TEHETUYECKUX CHHIPOMAaxX W HEPB-
HO-MBIIIEUHBIX 3a00JIeBAaHUSAX, OTHOCST K BTOPUYHBIM,
ni cnetduyeckuM dopmam 6osesnu [2]. B To ke Bpe-
ms EBponeiickast kinaccudukanus onpeaesisieT rTunepTpo-
(praeckyro KapaIMOMHUONaTHIO Ha OCHOBAHWH CTIeIUpIUe-
CKUX MOP(MOTOTMUECKUX U (PYHKIIMOHATBHBIX KPUTEPUEB,
BHE 3aBUCUMOCTH OT HaJIM4YWsI BHECEPICYHBIX IPOSBIIEC-
HWIA, 3aTeM paszesisis ee Ha IBe OOJIbIINe TPYIIITbL: ceMeii-
Hble/TeHETUIECKe U HeceMelHble/HETeHETUYECKIE CO-
crosinust [7]. TlepBas rpymnma BKIIO4YaeT 3abosieBaHUS,
00yCJIOBJIEHHBbIE MYTAIIUSIMA TE€HOB, KOIAUPYIOIIUX OeIKU
CapKOMEPHOTO KOMITJIEKCa, W HACIEeACTBEHHBIE TTOATHITBI
KapIMOMMOIIATUN, aCCOIMUPOBAHHBIE C BPOXKIECHHBIMU
HapylIeHUsSIMM OOMeHa BeIEeCTB, HEPBHO-MBIIICUHBIMU
3a00JIeBAHUSIMU, TeHETUIeCKUMK cuHApoMamu. K Hece-
MEWHBIM/HETEHETUUECKUM (POpMaM OTHOCSIT THIIEPTPO-
(prveckyio KapauoOMHUONATHIO, €CIM OHA HE BBISIBIISIETCS
y APYTUX WIEHOB CEMbU (Ha OCHOBAHUM aHAIU3a CeMeli-
HOrO aHaMHe3a W KJIMHUYECKOW OLEHKM). YKa3aHHbIe
(opMBbI pasmesSIoTcs Ha UIUoNaTHIecKue, MpUINHa KO-
TOPBIX HEe M3BECTHa, W TPUOOPETEHHBIE, TPH KOTOPHIX
TUCHYHKIUS KEJTYITOYKOB CITYKUT OCITOXXHEHUEM KaKo-
ro-100 3a00JIeBaHMsI, a HE ero TIPOSIBJICHUEM.

OCHOBHBIM METOIOM JUATHOCTMKM THIepTpodrue-
CKOI KapIMOMMOIIaTUU SIBJISIETCSl  9XOKapauorpadusi,
9TUM MCCIIEOBAaHUEM MCKIIIOYAIOTCS TOPOKU cepilia,
HO TIPUYMHA BO3HUKHOBEHUS 3a00JIeBaHKS TPEOYET yTOU-
HEHUS. DTHOJIOTUSI TUTEPTPO(PUIECKON KaparuoMUOoTa-
TUM pa3HOOOpa3Ha, 0OCOOEHHO B JIeTCKOM Bo3pacte. OHa
MOXET BO3HUKATh MPU TeHETHMUYECKOM MATOJIOTUM Kapau-
OMUOIIMTOB, TIPY HACJEACTBEHHBIX 3a00JIeBAaHUSAX 0OMe-
Ha BEIECTB, TeHETUIECKUX CUHIPOMAX C MOJTUOTPAHHBIM
BOBJIEUEHNEM, HEPBHO-MBIIIECYHBIX 3a00neBaHusIX [3, 8],
a TaKKe MOXKET Pa3BUBAThLCS BCJIEACTBUE CITIOPTUBHOTO Tie-
peHarpsLKeHUsT M apTepraibHOl ruriepteHsun [9]. Takoit
IIUPOKUIA KPYT TIPUYHMH TUTIEPTPOGUN MUOKapaa TpeoyeT
B KaXIOM KOHKPETHOM CiTy4ae YCTAHOBJIEHUST UCTUHHOM
STUOJIOTUHU TIpoliecca, Tak KakK OT 9TOM MHMOpMaIn 3a-
BHMCHT TaKTHKa BeJICHUS TTAllIEHTOB.

MyTanuu reHoB, KOAUPYIONMX OEJKH CEepIeYyHoro cap-
KOMepa, KaK NpPHYMHA TunepTpoduyecKoii KapauoMuo-
natui. HauGosee dacToil MPUYMHON WM30JUPOBAHHOM
(TIlepBUYHOI) TUTIEPTPODUU MUOKapaa SIBISIIOTCS My-
Talli¥ OEJIKOB, KOIUPYIOIINX pa3TUYHbIe KOMITOHEHTHI
CepIeYyHOro capkKomepa, HacjeloBaHUEe 3TUX COCTOSI-
HuUii — ayrocomHo-nmoMuHaHTHOe [10, 11]. BoabmHCTBO
(50—60%) B3pOCITBIX OOJBHBIX C TUTTEPTPOPUIECKON Kap-
JTMOMUOTIATHE NMEIOT MyTalliiO OJTHOTO M3 TEHOB OETKOB
CepleyHoro capkomepa. YctaHoBieHbl 14 reHOB (Oosee

200 myTtanuii) 6eKOBbIX KOMIIOHEHTOB CEPJEUYHOIO cap-
KoMmepa, JedeKTbl KOTOPbIX HaOMIoMaloTcsl y OOJIbHBIX
¢ runepTpoduryuecKoit KaparoMmuomnatueit. K HuM or-
HOCSITCSI MyTallUM TEHOB OeTa-MUO3MHA TSDKEJION 1Ieru
(MYH?7), muosuHcszbiBatoniero oenka C (MYBPCS3),
cepaeuyHoro tporoHuHa T (TNNT2), tpornonuHa I
(TNNI3), anbda-tporiomuosuna (TPMI), anbha-cep-
neuHoro aktuHa (ACTC), ceHUMaaTbHOTO MMO3WHA JIETKUX
ueneit (MYL3), peryasiTopHOTO MUO3MHA JIETKUX 1IeTei
(MYL2), cepneunoro tporionnHa C (TNNCI), anbdha-mu-
o3uHa Tsekesiont ner (M YH6) v tutuna (TTN).

Haunbonee uyactro HabGmomamTCsl MyTalluM TeHa Oe-
Ta-MUO3WHA TKEBIX 1ierneit — B 30—50% ceMeii mamm-
€HTOB ¢ rurieprpodudeckoit Kapaumomuonarueit. K Ha-
CcTosIIIEMy BpeMeHM u3BecTHO Oosee 40 pasauyHbIX
MyTallMii 3TOTO TeHa, KOTOpPbIe OIPEIessIOT BhIpakeH-
HOCTb TUTIepTpoUU U TPOTHO3 Oosie3Hu. Tak, «HeOna-
ronpusiTHbie» Mytauuu (Hanpumep, R719Q u R403Q)
YacTo BEOyT K OOJbIIEi BBIPAKEHHOCTU THIEPTPOhUN
JIEBOTO XeJy0YKa, 4YeM JpYyTrue MyTallluy ¢ OJaronpusT-
HBIM TTpOTHO30M. OIHAaKO TaHHAasl 3aKOHOMEPHOCTD TTPO-
CJIeXXKBaeTCsI He Beeraa. Y 4JIeHOB OTHOM U TOH XKe CeMbU
C OJMHAKOBOW MyTalyell BBIPaK€eHHOCTh KIMHUYECKHUX
MPOSIBJICHUI MOXKET ITUPOKO Bapbuposath [10, 11].

Myrauuu renos TponionuHa T (TNNT2), tTporioHuHa
I (TNNI3) npuBOAsT K BOSHUKHOBEHHUIO TUTIEpTpodude-
CKOU KapmuoMmuomnaTuu B 5—15% ciydaeB, TIO JaHHBIM
pasHbBIX MccaenoBaHui. MaeHTHGUKaus MyTaluy yKa-
3aHHBIX T€HOB MMEET OOJIbIIIOoEe KIMHUYECKOe 3HauYeHUe,
TaK Kak Ipy 3TOM HaOJIIoAaeTCsl JOCTaTOUHO OJIarOMpPUsIT-
HOe TeueHue 3a00JieBaHusI, OTMEYaeTCsl cyiabast BhIpaXKeH-
HOCTb TUNEePTPO(GUH, HO BBICOK PUCK BHE3AITHON CMEPTH
[10, 11]. Myrauuu rena TPM1 cBsi3daHbl CO 3HAYUTEJIb-
HOI 4acTOTO pa3BUTHSI IUJIATAllMM JIEBOTO XKEJylIo4yKa
B TTO3THEI CTaauu 3a00JIeBaHUSI M CMEPTH KaK BHE3aITHOM,
TaK M OT CepAeYHON HeaoCcTaTOUYHOCTH [11].

Bospact mManudecranuu 3abosieBaHUSI TIPU TUIIEP-
Tporueckoil KapAUMUONATUU BCJIEACTBUE nedekTa
TE€HOB, KOIMPYIOIINX OEJIKM CApKOMEPHOTO KOMILIEKca,
BapbupyeT. Tak, paHHsIsT MaHudecTauusi 0oJjiee Xapak-
TepHa JIJIsST MyTallMii B TeHe MUO3WHA TSKENBIX LIeTTeid.
B npyrux ciayyasix ne6roT 3a00JieBaHMST YaCcTO MPUXOIUT-
csl Ha MyOepTaTHBIN Mepuoa, B MOMEHT MHTEHCUBHOTO
pocta pebenka. [Ipu rumeprpoduueckoii KaparuoOMHUO-
MaThy, TPUIMHON KOTOPOM SIBJISIETCST MyTallUsl TeHa, KO-
nupytoniero TpormoHuH T win C-cBs3bIBalOLINAI OENoK,
MaHudecTalms Bo3MoxHa nocie 21 roma [12]. Cnemyer
MOAYEPKHYTh, YTO TeHETUIECKUE Ne(EKThI XapaKTepu3y-
IOTCSI pa3HOM CTETIEHbIO NMTEHETPAHTHOCTU. YCTAaHOBJICHO,
YTO y TALMEHTOB, MMEIIIMX HECKOJIbKO TaToJI0ThYe-
CKMX MyTallMii, HaOsomaercss Oojiee TsKenoe TeuyeHue
3a00JIeBaHMSI 1 XYW mporHo3 [13].

VY 5—10% nauueHTOB MPUYMHON THUTIEPTPODUUECKO
KapIMOMMOTIATUM SIBJISIIOTCS IPYTMe TeHeTHMYeCKue 3a-
OoJieBaHMSI — HACJIECTBEHHbIC HapylIeHUsT oOOMeHa Be-
IIECTB, HEPBHO-MBIIIEYHbIE OOJE3HU W TeHETUYECKHE
cuHapomsl [1, 13].
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Tabauya 1. Ienvt Hecapkomepro2o KoMnaeKkca, 6bI3bléalouue paiu4Hole YopmolL 2unepmpopuuecKoli Kapouomuonamuu
Table 1. Nonsarcomere protein gene mutation causing various forms of hypertrophic cardiomyopathy

Ten AbGpeBuarypa  Jlokanusauus HacaenoBanue DenoTun
. [tukorenos 11 tuna
Alpha-glucosidase GAA 17925 AyTOCOMHO-PEIIECCUBHOE (Gonearth ToNTIE)
. [nukorenos I11 a Tuna
Glycogen debranching enzyme GDE 1p21 To xe e e
Alpha-galactosidase GLA Xq22 X-cLeruieHHOe Bone3np ®abpu
Frataxin FRDA 9q AyTocoMHO-penieccuBHOoe  Atakcusi @puapeiixa
Transthyretin [ TTR 18ql1 AyTOCOMHO-IOMUHaHTHOe Amuionnos I tuna
. . Tuneprpodusi 1eBoro
Frsiioie quase, Al ET PRKAG?2 17925 To xe XKeynouka, cuHapoM WPW,
noncatalytic, gamma-2
HapyllIeHHe TTPOBEICHMS
Iysamie asaclizd Giambizins LAMP2 Xq24 X-clerieHHoe Bbonesns JlanoHa

protein 2

Ipumeuarue. Cunnpom WPW — cunapom Bonbdha—IlapkuHcoHa—Yaiita.

Metabommyeckue (opmbl runepTpoduIecKoii Kapanuo-
muonatun. [uneprpoduyeckas KapauOMUOIIATHSI YacTo
CIIYXXWT COCTaBJISTIONIE MeTabOIMIeCKUX 3a00JieBaHUIA,
BO3HUKAIOIINX B pe3yJibTaTe MyTaluii TeHOB OEJIKOB He-
CapKOMEpPHOTO KOMIUIEKCa, CJIEACTBUEM YEro SIBJSIET-
¢ OTJIOXEHHME TIPOAYKTOB HapyIIEHHOTO MeTaboiIm3Ma
B LIMTOILJIa3Me WJIM JIM30COMaX KapauoMuouuTos [1, 14].
B paHHUX McClleIOBaHUSAX MOKAa3aHO, YTO BPOXICHHBIE
HapylleHWs] oOMeHa BEIIECTB MOTYT OBITh MPUINHOM
pa3BuTUsA KapauoMuoratuii B 5% ciydaeB [8]. B Ha-
CTosIIIIee BpeMs MPUBOIATCS JaHHBLIE O 0oJiee BBICOKOI
pacripocTpaHeHHOCTH — 26% ciydaeB [15]. TIporHos
TeYeHUs TUMEePTPOPUIECKON KapAMOMUOTIATUN 3HAYU -
TEJIbHO XyXe TIpu MeTaboJuuYecKoil mpuponae 0oJie3HU,
CMEpPTHOCTh B 3TOW TPYIIIE TMAllMEeHTOB 3a ABYXJICTHUIA
repyon HabromeHusT gocturaer 57% o cpaBHEHUIO
¢ 2% npu nepsuuHoii hopMe [16]. OmnpeneneHue mera-
GOJIMYECKOM ITUOJIOTUM TUTIEPTPOPUIECKON KapauOMU-
OTaThU yXe Ha MepBOM TOAY XU3HU OOJILHOTO pebeHKa
MMeeT pellaiolee 3HaueHWe JUIS BBIPAOOTKU TaKTUKU
BeJeHUsI MallMeHTa, Ha3HauYeHUs quddepeHIMpOBaHHOM
MMaTOreHeTUYECKOM Tepalmu U CBOEBPEMEHHOTO MeIu-
KO-T€HEeTUYeCKOro KoHcyastupoBaHus [8, 15]. Cnenyer
MOAYEPKHYTh, YTO B Cclydyae MO3AHEN TMarHOCTUKU Kap-
JTUOMMOTIATHM, UMEIOIINX MEeTabOJTMIECKYIO STHOJIOTHIO,
MMPOTHO3 Pe3Ko yxyairaeTcss. OCHOBHBIE TeHBI, BbI3bIBAIO-
e MeTabondeckue GopMbl TUTIETPOPUIECKOM Kapau-
OMMOTIATHM, TIPEICTaBICHBI B Ta0. 1.

Tukoeenossr — Hambosee wvacTtasi MeTabouyeckast
MpUYMHA TUTIEPTPOPUIECKOM KapaAMOMHUOIIATUH, COTJIAC-
HO JaHHBIM TIEIMATPUUYECKOTO PEerrcTpa KapauoMuora-
it [8, 17]. Myrauust B rene PRKAG2 (y,—cyObeanHuIa
aneHo3nMoHodochaT-aKTUBUPYIOIIE MPOTEeMHKWHA3HI),
PACTIONIOKEHHOTO Ha JUTMHHOM T1JIede XPOMOCOMBI 7, SIB-
JIeTCsT MPUIUHOM Pa3BUTHSI TJIMKOTEH-aCCOLIMPOBAHHOMN
KapIMOMMOIIATUN, WM W30JUPOBAHHOTO TJIIMKOTE€HO3a
cepaua. I[Ipy manHOM 3a00JI€BaHUM TIIMKOT€H OTKJIAIbI-
BaeTcs TIPEeNMYIIEeCTBeHHO B Muokape [18]. XapakrepHa
nuddy3Has TunepTpodust IEBOTO 1 MIPABOTO XKeJTYT0YKOB,

MpaBoOro MpeAcepaus, TIpU 3TOM CTeleHb TurepTpoduu
ymepeHHas (MmeHee 20 MM). YacTo BbISIBIISIETCST BhIpaXKeH-
Hasl OpaguKapavs 3a CUeT CUHApPOMa ClIabOCTU CUHYCO-
BOro ysja, xapaktepeH ¢deHomeH Bomnbda—IlapkuHco-
Ha—VYaiita (WPW). DkcrpakapanaibHbie MTPOSIBICHUS
OTCYTCTBYIOT, BO3MOXHa JieTKasl 3a/iepKKa YMCTBEHHO-
ro pazsutus [18, 19]. Kapauomuonarusa Ha GoHe My-
tauun B reHe PRKAG2 cocrasnser 1% cpenu Bcex ciy-
yaeB rumneptrpoduyeckoi Kapauomuonatuu [19].
bonesnv Jlanona. MyTaliu reHa Ju30COM-acCOLIMUPO-
BaHHOTO MeMOpaHHoro TniporerHa (LAMP2) ciyxar npu-
yuHO# pa3BuTus raukoreHosa Il b tuna (ricesmollomme
C HOPMaJIbHOM KMCJION MaJibTa3oil), ToJIyuyMBIIET0 Ha3Ba-
Hue 6one3nu [laHoHa. [edeKTbl reHa MpUBOIST K Hapy-
LIEHUIO (PYHKIIMY JIN30COMAIbHON MEMOpPaHBI, CJIEICTBU-
€M Yero SIBJISIETCSl HapyllIeHUe CTPYKTYPHOM LIEJIOCTHOCTH
JIN30COM, a TAaKXKe HapyIIeHWe TPAaHCIIOPTa MPOIYKTOB Jie-
rpafgalyy JM30COMAaTbHOTO COJAEPKUMOTO B IIMTOILIA3MY.
Ilpu sTOM B KapaMOMHOLIMTaX M KJIETKAaX CKeJeTHOM
MYCKYJIaTypbl HaKaIlJIMBAlOTCS BaKyoJId, COJEpXKalllne
MPOAYKTHI JeTpanalvu COACPKUMOTO JIM30COM, B TOM
yuciie OOJbIIOe KOJWYECTBO MJIMKOreHa. 3abojieBaHUe
HacJieflyeTcsl JOMMHAHTHO, CLIETUIGHO C XpOMOCOMOMl X
[20]. KnuHuueckue TpOSIBIIEHUS XapaKTepU3YIOTCS TH-
MUYHON TpUAmOi: KapauoMuonatusi (OCHOBHOE KJIMHM-
Yyeckoe TIPOSIBJIEHME), CKeJIeTHasi MUOIAaTUs M OTCTaBa-
Hue B yMcTBeHHOM pazsutuu [20, 21]. [To knmmHuYeckum
MPOSIBICHUSIM KapauoMuonatusi mpu 0oje3Hu JlaHoHa
MPaKTUYECKU HE OTJIMYAETCS OT TsKeJIol (hopMbI TUIIep-
TPOPUIECKOI KapaMnOMUOTIATUH, BO3HUKAIOIIEH Ha (hoHe
MyTallud TEHOB OEJKOB CapKOMEPHOTO KOMILIeKca.
XapakTepHa KOHIIEHTpUYecKasi 9KCTpeMalbHO BbIpaXKeH-
Hasl TunepTpodus JIEBOTO Xeayaouka (TOJIIMHA CTEHOK
nocturaet 50 MM) B COUETAaHMM C BBIPAXKEHHON CUCTOJIM-
yecKoil nucdyHkmueii [22]. 3aboneBaHne OTIIMYACTCST He-
0JIarOTIPUSITHBIM TIPOTPEIUEHTHBIM TeYEHUEM C BBICOKOM
BEpPOSITHOCTHIO Pa3BUTHUSI BHE3AITHOW CMEPTU WJIM TIPO-
TPeCCUPOBAHUST TSKEON CepAeYHON HEI0CTaTOUHOCTH.
BaxubiM OKTI'-mapkepom sBisietcsi cuHapom WPW,
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CITOCOOCTBYIOIIMIT BO3HUKHOBEHUIO HApYIIEHUI ceprey-
HOTO PUTMa B BUJE CYMPAaBEHTPUKYJSIPHON TaxXMKapauu,
pubpuaIy nipeacepanii. Bo3aMoXKHBI cllydand BHe3ar-
HOW CepIeYyHOil CMepTH, CBSI3aHHBbIE C BO3HUKHOBEHU-
eM Xu3Heyrpoxarwiuux aputMuii [22]. bonesns [lanoHa
JIOJDKHA OBITh 3arojo3peHa mpu codyetaHun nuddy3Hon
CUMMETPUYHOM TUTIEPTPOMUUN JIEBOTO XKeTya0uKa U CHH-
npoma WPW ¢ skcTpakapavadbHBIMU CUMIITOMaMU: CKe-
JIETHAs MMOTIATUsI, OTCTABaHUE B YMCTBEHHOM DPa3BUTUU
1 JJabopaTopHble MapKephl (TTOBBILIEHE YPOBHST TpaHCa-
MMHAa3 M KpeaTUHKWHA3b!). JInarHo3 moJkeH ObITh BepH-
(umpoBaH JaHHBIMU T€HETUYECKOTO aHaAIM3a.

bonesns Ilomne (rnukoreHo3 Il Tuma) takxke MOXeT
OBITH TIPUYNHOM TUTIEPTPODUIECKON KapaAUMOMUOITATHUM.
3abosieBaHUE BO3HUKAET MPU HACJIEACTBEHHOM JeUIr-
Te (pepMeHTa KUCIOM anbda-1,4-raoKo3uaassl (KUCIOM
MaJibTa3bl), KOTOPBIA OCYIIECTBISIET TUAPOIU3 TIUKOTE-
Ha U APYTUX OJIMTOCAXapuIOB 0 CBOOOIHON TIIOKO3bI.
Mopdonornyeckre TpOSBIACHUST BKIOYalOT AUPPy3-
HYIO BaKyoJIM3allii0 MUOKapjaa ¢ HaKOIUIEHWEM TJIMKO-
reHa, B TOM 4YMCJIe M B 00JIACTH TIPOBOJSIIENH CUCTEMBI
cepaua. JIemo3uThl TIMKOTeHa TakKXKe OTKIIaabIBAlOTCS
B IJIAJKOMBIIIEUHBIX KJI€TKaX, SHIOTENN, B CKEJIETHBIX
MBIIIIAX U TIeYeHU. B 3aBUCUMOCTU OT BpeMEHU TOSB-
JIEHUST CUMIITOMATUKU BBIACSIOT MH(DAHTWIBHYIO, IOHO-
1IeCKY10 U B3pociyio ¢hopMbl. 3aboieBaHKe peodanaeT
y 71l MyXckKoro nojia [23, 24]. [TopaxkeHue cepaiia He-
penKo pa3BUBAeTCs €llle BO BHYTPUYTPOOHOM TIEpUOJE,
YTO MOXET TIPUBECTU K BHYTPUYTPOOHOI CMepTH TIIoda
13-32 TIXKEJON CepleuyHO HemoCTaTOYHOCTU (BOJSIHKA
ruiona). [lpu mHbaHTUIBHON (hopMe KaparuoMUOIIaTHsI
MaHU(peCTUpyeT B Bo3pacTe 2—7 Mec, OTMEUaeTCsT pe3Koe
yBelIM4YeHue pasMepa cepaia, y 20% naiueHToB — BbIpa-
JKeHHBI (uOpoasacTo3 3HIoKapaa. B npyrux cioydasx
3a00JIeBaHUE MPOSIBIISIETCS TUTIEPTPOGUUECKON Kaparuo-
MHOMaTHel, Jalle CUMMETPUYHON KOHIEHTPUYECKON,
pexe — aCUMMETPUYHON ¢ MpeuMYIIeCTBeHHOM TUTep-
Tpodueir MexoKeIyI0uKOBOM Teperopoaku, MOXET CO-
MMPOBOXIATHCS OOCTPYKIIMEH BBIXOTHBIX TPAKTOB JKETy-
JIOYKOB (uaitie jeBoro) [23, 24].

OKT-kpuTepusiMu SIBJISIIOTCSI 9KCTPEeMalbHO BBICO-
KMii BoabTaXX KoMIiekcoB QRS, rureptpodust IIpaBoro
MpeCepansi, JIEBOXKEITyI0UKOBasT WM OWBEHTPUKYISAP-
Hag TUIepTpodust MUOKapaa, y3K1Ue U TIyOOKHe 3yOIlbI
0 B orenenusx II, TI, aVF, V =V, HapyiieHus peno-
JISIpU3alMy B BUJIE NETPECCUn, pexe MoabeMa cerMeHTa
ST v cummerpuuHoit uaBepcuu 3youa 7 B I, I1 u neBbix
TPYIHBIX oTBeneHusx [24, 25]. Bo3aMOXHBI HapylieHMsI
CepACYHOTr0 pUTMa M TPOBOAMMOCTH, CUHIpoM WPW,
yKopoueHue uHrtepsaia P—R (mo 0,04—0,08 c) npenpac-
rmoJjiaraeT K CynpaBeHTPUKYJISIPHON Taxukapauu. MoryT
OOHAPYXKMBAThCS TMPU3HAKKM HAPYIICHUS BHYTPYIKETY-
JIOYKOBOI TIPOBOAMMOCTU. B psine ciyyaeB Havayno 60-
JIE3HU Y HOBOPOKAEHHBIX TTPOSIBIISIETCST MTaTOJIOTMYECKOM
OpaguKapaveil MiIn CyMpaBeHTPUKYJISIPHOW TaxXWKapau-
el [26]. CmepTb OOJTBHBIX HACTYIAET M3-3a CepHCYHOM
JIeKOMIIEHCALIMU WJIY BHe3aITHo [24].

BenymmMu  sKcTpakapIuaibHBIMUA - TTPOSIBJICHUSIMUA
MpY MTHMAHTUIIEHOM (hopMe SIBIISIIOTCS TeHepaTM30BaHHAST
MBIIIEYHAsT TUTTOTOHUSI, CHIDKEHUE TITYOOKHMX CYXOXKWITb-
HBIX peIeKCOB, 3aTpyIHEHE TbIXaHUsI, TeraTOMETaIusI,
Makporinoccus [23, 24]. JlabopaTopHble KPUTESPUM IHa-
THOCTUKU: 3HAYNUTEIGHOE TOBBIIIEHNE YPOBHSI KpeaTHH-
dochoKkHaA3kl B KPOBU, CHIKEHHOE COIepKaHue KUCIOM
abda-1,4-rMoKo3uaa3sl B CyXUX TSITHAX KPOBU, BBISB-
JieHue mytanuii reHa GAA [23, 24]. CooOliieHbl TTOJIOXM-
TeJbHbIE Pe3yJIbTaThl JIedeHUs eTeit ¢ Oose3Hblo [Tomrie
MmyTeM TIpUMEHEHUs (depMeHTOo3aMeIalomel Teparnun
(pexoMOMHaHTHasI Kuciast albga-rioKo3uaasa) [27].

Turoeenos 111 muna (6one3ns Kopu/®opbdeca, Coris/
Forbes disease) Tak:ke MOXeT ObITh IPUYMHON TUTIEPTPO-
(puveckoil KapmuoOMUONATHH, KOTopas OOBIYHO HOCHUT
CUMMETPUYHBINA, KOHIIEHTPUYECKU HEOOCTPYKTUBHBIIM
XapakTep, pexXe pa3BUBAIOTCSI OOCTPYKTUBHBIE (DOPMBI
[28]. TTopaxkeHue cepaua HabmogaeTcst 6omee yem y 60%
MaleHToB, B JETCKOM BO3pacTe 3a0ojieBaHUE ITATEIb-
HO MpOTeKaeT CYOKIMHUYECKU, TTPOTPECCUPYST C BO3pac-
tom. Ha BKI umMewT MecTto mpusHaku rureptpoduu
JIEBOTO >KeJTydo4Ka, HapylleHHe Tpoliecca pernossipu3a-
1IM1, He3HAYMTEIbHOE YKOpouyeHre uHrepsaia P—R [28],
BO3MOXHBI 3MHU30bI KEIyIOUYKOBOK Taxukapauu [29].
Ilo nmaHHBIM peHTreHorpaduu BO3MOXHO YMEpPEeHHOE
yBeJMYeHUe TEHU cepiila, MAarHUTHO-PE30HAHCHAsT TOMO-
rpadust BBISIBIISIET pacIpOCTPaHEHHBIN MUOKAPIUATbHBIM
Gubpo3. DKcTpakapauaaIbHBIMU CUMITOMaMu 3a00J1eBa-
HUSI, BO3HUKAIOIIMMU Ha TIEPBOM TOY JKU3HU, SIBJISTIOTCS
rermaToMeraiusi U 3aIepkka TICUXOMOTOPHOTO Pa3BUTHS,
3aTeM B KJIMHWYECKOI KapTUHE HAYMHAIOT JOMUHUPOBATh
MMOTIaTUYeCKUe TTPU3HAKK (MBILIEUHAs] TUTIOTOHUSI, Clla-
60CTb TUCTATLHON MYCKYJIATYpPhI, MBIIIIEYHbIE aTPODUN).
XapakTepHbl TIOBTOPHBIE PECTTUPATOpHbIE WHGMEKIINH,
CKJIOHHOCTb K OXUpPeHWI0. MOTyT OmnpeaeisaThCcsl KcaH-
TOMBI Ha JIOKTSIX, KOJIEHSIX, SITOMUIIAX, TUTIEPIUTTHICMUST,
yBeJMYeHNE YPOBHS MEeYeHOUHBIX TpaHCAMWHA3 B KPOBH,
TUTIOTIIMKEMUYEeCKIe KpU3hI [28].

JlabopaTopHBIMU MapKepaMHM CTyKaT TUITOTTIMKEMMUSI,
MeTaboJMIeCKUN alua03, TUTIEPIUTUICMUS, yBeJInde-
HUE YPOBHS TEUEHOYHBIX TpaHCAaMWHA3, KpeaTUHUHKU-
Ha3bl. YPOBEHb TITIOKO3bI B KPOBU TTOCJIE BBEACHUS TJTIO-
KaroHa He MOBBIIIAETCS, HO TOJIEPAHTHOCTH K TaJlaKTo3e
1 ppykTOo3e coxpaHeHa. CTerneHb OMOXUMUIECKUX U3Me-
HEHWI TOCTOBEPHO KOPPETUPYET C TSKECTHIO KAapINOMIUO-
natuni. B OuonTatax MBIl U TIeYeHU OOHapy>KHWBaeT-
csl TIeperpy3Ka KJIETOK TJTMKOTEHOM, CHIKEHHME YPOBHS
aMuTo- 1,6-TMoKo3Maa3bkl TIPU HOPMAaJIbBHOM  COfepIKa-
HUW KUCJION MajbTa3bl, BTOPUYHOE CHIDKEHNE aKTUBHO-
CTH III0K030-6-(pocdarassl wim docdopuiassr [28, 29].

bonesnb Andepcona—PDabpu OTHOCUTCS K TN30COMATTb-
HOI MaToJIOTUU, BBI3BAHHOM Te€HETUYECKU JeTEPMUHU-
POBaHHBIM Je(PUIIUTOM JTM30COMATLHOTO (hepMEeHTa TPU-
reKCco3mIIepaMuI-aibda-rarakTo3uaasbl, CJIeICTBUEM
Yero CYKUT HaKOTIJIEHHWE B TKAHSIX TaJlaKTO3WIILIepaMua.
Berpeuaercst y 1% B3pocibix MAlMEHTOB C TUITEPTPO-
duyeckoit kKapauommornaTtueit [30]. [uneprpoduyeckas

POCCUVCKWIA BECTHUK MEPUHATOJIONMW U MNEANATPUM, 2017; 62:(3)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2017; 62:(3)

23




KapaIMOMUOIIATHS SIBJISIETCS OMHUM M3 OCHOBHBIX MPOSIB-
nenuit 6one3nn Pabpu. Yamie BcTpevyaeTcss HEOOCTPYK-
TUBHAs CUMMeETpUYHas (popMa, pexke — 0OCTPYKTUBHAsK
dopwma c obcrpykumeii 1—2-it crenenu [30, 31]. BHauasne
MpeobyamaeT IMacToandeckast TMChYHKIIMS, B AaTbHe-
IIIeM YaCTO BO3HMKAET CHIKEHUE CUCTOINYEeCKON (PYHK-
MW C PA3BUTHEM JICBOXETYIOYKOBOU CepIeyHO Hemo-
cratouHocty [30]. BodmoxkHa rurneptpodusi He TOJIBKO
JIEBOTO, HO W TPaBOro Xenayaouyka [32]. AKKyMyasiuust
TJTMKOCOUHTOUTIMIOB B TJAAKUX MBIIIEUHBIX KIIETKAX
U SHAOTEIMU COCYIMCTOM CTEHKU MPWBOIUT K 3HAYM-
TETbHOMY CHWXKEHUI0 KOPOHAPHOTO KPOBOTOKA M MUO-
KapauaiabHoro pedepBa [33]. HapyuieHus purma u mpo-
BOAVUMOCTH  TIPOSIBIITIOTCSl Pa3IMYHBIMU BapyaHTaMU
reTepOTOIHBIX apuTMUii. YacTo BOZHMKAET Cc1ab0CTh CU-
HYCOBOTO y3J1a C pa3BUTHEM CUMIITOMHON OpagvKapanu,
MepLUaHUSI—TpereTaHusT TpeAcepaAnii; MpU TMOpakeHUN
ATPUOBEHTPUKYJISIPHOTO COSIMHEHUSI Pa3BUBAETCS TO-
TepevHast aTpUOBEHTPUKYJIsIpHast 6yiokana. Hapyimrenust
CEepIEYHOTO PUTMA U TPOBOIUMOCTU CO3MAIOT YCIOBUSI
IIJIST BOSHUKHOBEHMST CHHIpOMa BHE3aITHOU cMepTH [34].

DKCcTpaKapauadbHble TIPOSIBIICHUS 4YacTO Tpele-
CTBYIOT Pa3BUTHIO KapAWaTbHBIX HapyeHuii. Hepeako
MEepPBBIMU CUMIITOMaMU SIBJISIFOTCS TTapacTe3nu (0oses3-
HEHHOCTh W XKeHMe) B pyKax M Horax. XapaKTepHbI
KOXHBIE M3MEHEHMST TI0 TUITy aHTHOKEpaTOM Ha SITo-
IWIax, B 00JacTW TyIKa, Maxa, Ha Tybax W Maybliax
PYK, TIOMyTHeHUe poroBullbl; y 1/3 nmereit HaGmona-
eTCs CycTaBHOM cuHApoM. YacTo BO3HUKAET TMopaxke-
HUE TOoYeK, NeOI0TUpYollee ¢ MPOTEMHYPUH, OBICTPO
pa3BMBaeTCs MOYeUHass HEIOCTATOUHOCTh. XapaKTepHa
CUMIITOMAaTHYECKasl PEHOBACKYJISIpHAs apTepuaibHast
runeprens3us [30].

HuarHoctuka Gone3Hu  Pabpu  OCHOBBIBAETCS
Ha orlpeesicHUe albda-raJakTo3UaIa3HOW aKTUBHOCTU
B JISMKOIUTAX MW KYJIBTUBUPOBAHHBIX KOXKHBIX (DUOPO-
Onactax. [JlmarHo3 Bepu@pUIMPYETCS IO TaHHBIM MOJIE-
KYJISIpHO-TEHETUYECKOM AuarHocTuku. CBOeBpeMeHHOE
HazHaueHue (epmeHTo3amenaoein Tepanuu (agalsi-
dase alfa) cyiiecTBeHHO yJIydlliaeT CUCTOJUYECKYIO U TN -
acToJIMYEeCKy10 (hyHKIIMU JIEBOTO Xeaynouka [35].

Mykonoaucaxapudosel. Tuneprpoduyeckas Kapauo-
MMOTIATHSI BO3HUKAET MTPU MYKOITOTMCaXapyuI03ax BCIe -
CTBHE HapyIIeHUsT 0OMeHa KUCITbIX MYKOITOJTMCaXapuaoB
(rmuko3aMuHOIIMKaHOB). [urneprpodudeckass Kapauo-
MHOMATHSI HOCUT CHUMMETPUYHBINA KOHIIEHTPUUYECKUIA
XapakTep, CTeleHb TUIepTPodUU yMepeHHast, KaK Ipa-
BWJIO, HE TIpeBbIIIaeT 15 MM, 4acTo coyeTaeTcsl ¢ Kia-
ITAHHBIMU TIOPOKAMM CepAlla ¥ HapylIeHUSIMU PUTMa
3a CYeT OTJIOXKEHUS TTPOAYKTOB MeTaboM3Ma KakK B Kap-
JTUOMMOLINTAX, TaK M B KJIETKAaX MPOBOISIIEH CHUCTEMBI
n KianaHHoro amnmnapara [36]. Tuneprpoduyeckast Kap-
JMTUOMMOTIaTHUSI HaOTI0MAaeTCsT TIPU MYKOTIOJIMCaXapua03ax
I, 11, 111, IV u VII Tunos. 3aboneBaHue TUAarHOCTUPYIOT
Ha OCHOBAaHUHU XapaKTepHOTO (PeHOTHUTIA; TOATBEPKIAIOT
JIMarHO3 OMOXMMUIECKUMU MapKepaMu (B TOM YHCIIE UC-
ceIoBaHMEM KITIOUEBBIX (DepPMEHTOB) M T€HETHMYECKUM

OB30PbI JINTEPATYPbI

TectupoBaHueM. CBOeBpeMeHHasl JMarHOCTMKa BaxKHa
JIJI paHHeTO Ha3HaueHUsl (hepMEeHTO3aMelaNInX Mpe-
MapaToB, UTO 3HAYUTEJILHO yJIydlliaeT porHos [37].

Amunoudo3 OTHOCUTCS K WHQWIBTPATUBHBIM (Op-
MaM TUTEePTPODUIECKON KapaUOMUOIIATUN BCJICICTBHE
OTJIOXKEeHUsI aMWIoWAa B CTeHKax cepaua. B coorBet-
CTBUM C XMUMHMUYECKON CTPYKTYPOIl aMUJIONIA BBIAEISIOT
AL-aMusioni, COCTOSIINIA M3 JIETKUX LIereil MMMYHO-
riooynnHoB [38]. Cemeiinblii amunonnos (ATTR) siisi-
eTcsl pe3yJibTaToM MyTauuu B reHe T7TR, OTBETCTBEHHOM
3a CMHTE3 MOJIEKYJIbl TpaHCTUpeTHHa. CKOTUIEHUST aMM-
JIousla B MEXKJIETOUYHOM TPOCTPAHCTBE, a TaKXKe Tepu-
BaCKYJISIPHO MPUBOIAT K aTpO(UU MBIIIIEUHBIX BOJIOKOH,
B pe3yjbrare 4ero TepsieTcs 3JacTUMYHOCTh MMOKapa,
HapymaeTcst QYHKIIUSI IMACTOJIMYECKOTO pacciaadieHusl,
BO3HUMKaeT yBeJWUYeHUe Tipeacepaunii. XapakTepHa BbI-
pakeHHasT KOHIIEHTpUYecKass TUIepTpodus MHOKapaa
JIEBOTO M TIPABOTO KeJTYIOYKOB ¢ HEOMHOPOIHOIM DXOTeH-
HOI CTPYKTYpOi, YMEPEHHBbIM CHUKEHUEM aMIUTUTYIbI
NBUKEHUST MUOKapja JIeBOTo >KeJyJdouka, YTOJIIeHue
MEXIIPEICepIHON TIEPEropoiKM, yBeJIUUYeHHUe oO0beMa
npencepauii. DKI-Mapkepom sBaseTCsi BbIpaXKEHHOE
CHUXeHue BojbTaka komruiekca QRS [38—40]. anHbie
MarHUTHO-PE30HAHCHOI ToMorpaduu TOATBEPXKIAIOT
CUMMETPUYHYIO KOHIEHTPUIECKYIO TUTIEPTPOPUIO MUO-
Kapza JIeBOTO KeJlyloyka ¢ HEOTYETIMBBIM UG (Y3HBIM
HaKOTIJIECHMEM KOHTpacTa B OTCPOUYEHHYIO (ha3y, a TaKxKe
YTOJIIIIEHUE CTeHOK Tpencepanii. OKoHYaTeIbHbIN 1Uar-
HO3 JMOJIXKEH OBITh MOATBEPXKICH 1O JaHHBIM 3HIOMUO-
KapananbHo#t omorcum |38, 39].

Ocmpbiil Muokapdum B psiie CIy4aeB MOXET COMTPOBO-
KIAThCSl TUTIEPTPOdUeil CTEHOK JIEBOTO XKelynouKa, ofl-
HaKoO TIPUYMHON YTOJILEHUST MUOKapIa B TaKOM cliydae
SIBJISIETCSl OTeK. 3a00J1eBaHNe IMAarHOCTUPYETCSI Ha OCHO-
BaHUU XapaKTepHOMU KIIMHUYECKON KaPTUHBI, CHYKEHUST
CHUCTOJIMYECKON (PYHKLIMU W BBISIBICHUS OTeKa CTEHOK
MMOKapaa 1o JaHHBIM MarHUTHO-PE30HAHCHOM TOMO-
rpacuu [41].

Hapywenus xapnumunogoeo obmena u/uasu 8podxicoeH-
Hble HapyuwieHus Memaboau3Ma JMCUPHLIX KUCAOM TaKXKe
SIBJISTIOTCST  YacTOM TIPUYMHONW MeTaboJMYecKuX (GopM
rurnepTpodudeckoit Kapauomuonatuu. JehekTsl TpaHc-
MeMOpaHHOTO TPaHCTIOpTa XKUPHBIX KUCIOT — MOATPYI-
na 3a0ojieBaHUiIl, OOYCIOBJICHHBIX HEIOCTATOYHOCTHIO
¢depMeHTOB (KapHUTHHTIaIbMUTOMATpaHchepassl | u 11,
KapHUTWHAUWIKaApHUTUH-TPAHCI0Ka3a), OCYIIECTBIIsI-
JOIINX TIEPeHOC COeTMHEHWM KapHUTUHA C allUJIbHBIMU
OCTaTKaMM XKUPHBIX KUCIOT (allMIKApHUTWHBI) B MU-
TOXOHApUM. HapylieHus: OKUCIEHUs] XUPHBIX KHUCIOT
BKJIIOUAIOT HECKOJbKO (POpM ayTOCOMHO-PEIECCUBHO
HacsenyeMbIX 3a00J1eBaHNi, 00YCTOBICHHBIX AedeKTamu
(GepMeHTOB, TPUHUMAIOIINX YIaCTHE B MUTOXOHIPHAITb-
HOM [B-okucieHuu: auui-KoA-geruaporeHasza XUPHBIX
KMUCJIOT ¢ OYEHb JUIMHHOMW, CpeaHel, KOPOTKOW IIEIbIO
u ap. 3a00JieBaHUS XapaKTePU3YIOTCS TTOTMMOP(PU3MOM
KJIMHUYECKON KapTUHBI. BBIOENSIOT paHHUWE W TTO3M-
HUE (HOPMBI, OTIMYAIOIIAECS TI0 TSIKECTU KITMHUYIECKUX
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nposienenuii [42]. TlopaxkeHue cepamna npu aedeKrax
TpaHCMeMOpPaHHOTO TPaHCITOPTa XUPHBIX KUCJIOT TPO-
SIBJISIETCSI C POXKIIEHUS B BUIE TUIEPTPODUU JEBOTO XKe-
JIylouKa WM OUMBEHTPUKYJSIPHON runeptpoduu, pexke
BO3MOKHO pa3BUTHUE IUJIATALIMOHHON KapAMOMHUOIMATUN
C HU3KOM COKpATUTEJbHOI CITOCOOHOCTHIO MHOKap/a.
YacTto perucTpupyroTcsl HapylieHus: putMa cepana [43].

Jlnst paHo maHudecTupyotiero neduimra aruia- KoA-
NIeTUAPOTEHA3bl KUPHBIX KHUCJIOT C OYeHb JUJIMHHOM
LIeTIbI0 XapaKTepHO (hOPMUPOBAHUE TUTIEPTPOPUUIECKOM
KapAMMMOTIaTUM B COYETAaHUU CO CHUXXEHHON KOHTpaK-
TWIBHOW CIMOCOOHOCTBIO M HApPYIICHUSIMU CEPIEYHOTO
pUTMa, YTO MOXET TPUBOIUTH K BHE3AITHON CepaeuyHOoin
cMmeptu [43, 44]. DkeTpakapauadIbHBIMU TTPOSIBICHUSIMU
3a00JIeBaHUS SIBJISIIOTCSI TUTIOTOHUSI, BSUIOCTb, COHJIM-
BOCTb, CYIOpPOTH, JbIXaTeJIbHbIE PacCTPOMCTBa, Hapy-
meHue cryna, Peiie-mmogoOHBI CMHIPOM, TOpaXKeHNe
reyeHu, TeyeHouHast sHiedanonatusi. CBoeBpeMeHHOE
Ha3HaYeHME 3aMeCTUTEJIbHOI Teparuu MO3BOJISIET KOpP-
pUrMpoBaTh OMOXMMUYECKHME HapyIIeHUs U CIoco0-
CTBYeT perpeccuu rureprpodun mMuokapaa [42]. Jlabo-
paTOpPHBIMU MapKepaMu SIBIISIIOTCS TUTIOKETOTUYECKast
TUTIOTJIMKEMUSI, alli03, TTIOBBIIIIEHNE aKTUBHOCTH TPaHC-
aMWHa3 U KpeaTWHKWHA3bl, UHOT/Ia TUTIEPAMMOHUEMMUSI.
JInsT yTOYHEHWs] TIPUYWHBI HapylIeHWH HeoOXOaUMO
orpesieieHe CBOOOIHOTO KapHUTHWHA M allMIKaApHUTH-
HOB B KOMOMHAIIUU C OLIEHKO HAJIMUMST UJIU OTCYTCTBUSI
NMKapOOKCUIIBHOM alliaypru, KOTOpasi CAYKUAT MPU3HaA-
KOM HapyllIeHUs] OKUCIeHUsT XUPHBIX KuciaoT. [Ipu ot-
CYTCTBUU AUKAPOOKCUIBLHOM alluaypun HEOOXOIMMO UC-
KJTI0YaTh CUCTEMHbBIN Ae(ULIMT KapHUTUHA WK AedeKT
KapTHUTWH3aBUCUMOIO TpPaHCIOpPTa KUPHBIX KUCJIOT
[42]. Ansa BepuduKauum auarHosa TpeOyeTcsl TpoBee-
HUE MOJIEKYJISIPHO-TeHETUYECKOM TMarHOCTUKU.

Mumoxondpuanvras namosoeus. Tuneprpoduyeckas
KapaIuoMHOIaThs siBisieTcst yacThiM (40%) miposiBiieHEM
MUTOXOHAPUATbHBIX 3a0oneBaHuil. C MUTOXOHApPUAITb-
HBIMU KapJIMOMHUOIIATUSIMU aCCOLIMMPOBAHBI TOUYKOBbBIC
MyTallMd MUTOXOHIPUATBHBIX TEHOB TPaHCITOPTHBIX
PHK: MTTL1 (3243A>G, 3260A>G, 3303C>T), MTTK
(8344A>G, 8348A>G, 8363A>G), MTTI (4269A>G,
4295A>G, 4300A>G, 4317A>G, 4320C>T), MTIG
9997T>C), MTTLZ2 (12297T>C), MTTT (15923A>G),
a TaKKe MyTalliM MUTOXOHApPUAJIbHBIX T€HOB OEJIKOB
neixatenbHout wernu: MTATP6 (8528T>C), MTATPS
(8993T>C), wmyraumm reHa murtoxpomMma b MTCYB
(14849T>C, 15498G>A). Myrauuu oxojo 30 TreHOB
sinepHoit JIHK Takke MOryT ObITh TPUUYMHON pa3BUTUSI
MUTOXOHAPUATBLHOW KapAMOMUONATUN — H30JMPOBaH-
HOI (pexXe) UM B CTPYKTYpe MOJMCUCTEMHOTO 3a0071eBa-
Hus. 1151 TeHETUYECKOTO TTOATBEPKIACHUS IMarHo3a uc-
MOJIb3YIOT TIaHEJIM TeHOB WM TMpUOeraloT K 3K30MHOMY
CeKBeHUpoBaHUIO [45—48].

B OGonbmiMHCTBE ciydyaeB MUTOXOHIpHAbHAsT Kap-
NUOMUOIIATUSI  XapaKTepU3yeTcss paHHUM Je0I0TOM
[46, 47]. OHa MOXeT BO3HUKATh Ha (hOHE KITACCUIECKUX
MUTOXOHAPUATbHBIX CUHAPOMOB (Harmpumep, MELAS),

cunapomoB Cenrepca, bapra. MurtoxoHnpuaabHas TH-
neprpoduryeckas KapaAMOMMOTIATHSI TIpeCcTaBlIeHa Tpe-
MMYILECTBEHHO CHUMMETPUYHOKW (OpPMOIi, BO3MOXKHO
OBICTpOE TIPOTPECCUPOBAHME C PA3BUTHEM AWJIaTallMU
U cucToJnuecKkoi nucdyHkimu. Habmonatores Hapyiie-
HUS B TIPOBOJISIIIEN CUCTEME M CUHIAPOM TPeaBO30YyXKIe-
HUS KeJTylnoukoB. Beicoka yacToTa ciyyaeB BHe3armHOM
ceprueuHoii cmeptu [45—47].

IIpu cundpome Ceneepca (nedext reHa AGK) rurep-
Tpoduyeckass KapaAHMOMUOIIATUSI COYETAeTCs C MUO-
MaTUYECKMM CHUHAPOMOM, HU3KOH TEPEHOCUMOCTHIO
(bu3nUecKoit Harpy3Ku, BPOXKIEHHON KaTapaKTol 1 JaK-
tar-auuao3om [48]. Ilpu momonHUTETBHOM OOC/EI0BA-
HUW MOTYT OBITh BBISIBJICHBI JCTUICIINS MUTOXOHAPHUAITb-
Hoit IHK, ¢penomen RRF («pBaHbie» KpacHbIE BOJIOKHA)
B MBIIIIIIE.

Cundpom MFELAS (MuTOXOHIpUaibHash BHIeda-
JIOMMOTIaTUSI — JIaKTaT-alua03, WHCYJIBTOMOA00HbIE
anu3onbl). MI3aMeHeHUs co CTOpOHBI cepilla BO3HUKA-
0T y 38% mnarmeHToB. XapaKTepHa KOHIIEHTpHYECKasT
(cummeTpuyHas) rurneptTpodudeckass KapauoMuonaTusl.
OCOOEHHOCTBIO TUTIEPTPODUUYECKON KapIUOMHUOIIATUU
SIBJISTIOTCSI paHHEe pa3BUTHE MUOKapAUaIbHON AuChyHK-
1u 1ug@y3HOro rurmokrHe3a, BO3MOXHOCTU JaibHeu-
el TpaHchopMaluv B AWIATALIMOHHYIO KapIUOMUO-
natuto [49]. Pexe onucaHbl BApUAHTHI ACUMMETPUYHOM
runepTpoPuIeckoil KapauoOMUOIaTUM C HOPMabHOU
cucToJIMYecKoil (dyHKimei. XapakTepHbIMU SIBJISTFOTCS
HapylLIeHUsI CEPIEeYHOTO0 pPUTMA: TMPEICEePAHBbI PUTM,
CyTNpaBEHTPUKYJSIpHASI 9KCTPACUCTONUSI OT €AUHUYHON
JIO aJIZTIOPUTMUM T10 TUITY OUreMeHun, cuHapoM Bobha—
TTapkuHcona—VYaiita (WPW) [50].

DKcTpakapaualibHble KIMHUYECKME CUMMOTOMBI —
CyIOpOTH, pEeUUAVBUPYIOLIAs TOJIOBHAas 00Jib, PBOTA,
aHOPEKCHsI, HEMEPEHOCUMOCTh (PM3MUYECKUX Harpy3ok,
WHCYJIBTOTIOIOOHBIE 3TMU30/bl, CHUXXEHUE WHTEJJIeKTa,
MUOIATUYECKU CUMITOMOKOMIUIEKC, TPU3HAKW TIe-
pudepunyeckoii HeBporatuu. [lo JaHHBIM MBIIEUHOMN
ouoricuu, XxapakTepeH BbipaxkeHHbI (peHoMeH RRF [49].

Cundopom MERRF (MMOKJIOHYC-2MWIEIICUsI, <«PBa-
HbIe» KpacHbIe MBIIIEUHbIC BOJIOKHA) HauboJiee 4acTo
BO3HMKAET MPU TOYKOBOU MyTalnu B no3uiinu 8344A>G
B rene MTTK tPHK nmus3una [51]. U3mMeHeHMsT co CTOpO-
HBI Cep/la CXOMHBI ¢ TaKOBBEIMU TTpu cuHapome MELAS,
XapaKTepu3yloTcss CUMMETPUYHOI TurepTpoduieckoi
KapnuoMuonaTueir B COYeTaHUM C BBIPAXKEHHON MUO-
KapIMaJIbHOM CHCTOJIMUECKON AucYHKIME U ObICTpOit
TpaHchopMaleld B auaTallMOHHYIO KapJAMOMUOIATHIO
¢ (opMHMpoBaHUEM 3aCTOMHON CEpAEYHON HEeIOCTaTOU-
HOCTU. XapaKTepHbl HapYIIEHUS] CEpACYHOr0 pUTMa
u npoBoguMocTu. Yacrto Bcrpeuaercst cuHapom WPW,
JKeJTyIOYKOBbIE TaXHMAPUTMUU, YTO CO3MAET TPEATNOCHLTKN
U1 BOBHUKHOBEHMUS KM3HEYTPOXKAIOIIUX COCTOSTHUT [52].

DKcTpakapAuadbHBIMU  CUMITTOMaMU, JTOMHHUPY-
IOIIMMU B KJIMHUYECKOW KapTUHE, SIBJISIIOTCS MUOKJIO-
HYC-3MWJICTICUSI, aTaKCusl, JEMEHIIMs, TIoTeps clyxa
U MbIIeyHas cyiaboctb. C 3TUX Xe CUMITOMOB 3a00J1e-
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Tabauya 2. Ienvt, évi3viearougue cundpomaibHvle hopmot 2unepmpopuyeckoii Kapouomuonamuu
Table 2. Genes as the causes syndromic forms of hypertrophic cardiomyopathy

Ten AoGOpesuatypa Jlokammsamus ~ HacaenoBanue DenoTun

Protein-tyrosine phosphatase non- AyTOCOMHO- Cunnpomel Hynan, LEOPARD,
PTPNI11 12q24 o

receptor-type 11 NOMUHAHTHOE cepaeyHo-auie-kKoxHbii (CFC)

Kirsten rat sarcoma viral oncogen KRAS2 12q12.1 Toxe  Cumapomsi Hynan, LEOPARD

homolog

Son of sevenless homolog 1 SOS'1 2p22-p21 To xe Cunnpom HyHan

V-RAF murine sarcoma viral oncogen BRAFI 7q34 To xe CHUHAPOMBI LEOlfARD, cepaey-

homolog B1 Ho-nie-KoxHbI (CFC)

Mitogen-activated protein kinase MAP2K1 15q21 To e CepreqHo-JIIIe-KOKHBI CUHIPOM

kinase 1,2 MAP2K2 7q32 (CFC)

e HRAS 11pl5.5 To xe Cunznpom Kocremno

oncogene homolog

BaHME MOXeT MaHu(pecTHpoBaTh. [Ipy KOMIbIOTEPHOM
TOoMOrpauy TOJOBHOTO MO3Tra BBISIBJISIIOTCS MHOXeE-
CTBEHHBIE LiepeOpanbHbie MHapKTHI [51, 52].

NARP-cundpom (HeliponaTusi, aTaKCHsl, TUTMEHTHBII
peTUHUT) OOYyCJIOBJIeH TO4YKoBOi Mytamueit 8993T>G
nim 8993T> C B rene MTATP6. TlopaxkeHue cepala xa-
pakTepu3yeTcsl TUNepTpoduyeckoil KapamoMuonaTuei
B COUETAaHUU C BBIPAXEHHON MUOKapIMaJIbHOW JIHC-
(byHKI1IMEH, YTO MPUBOIUT K BOSHUKHOBEHUIO CepACYHOM
HenoctaTouHOCTU. OCHOBHBIE 9KCTpaKapaAualbHbIE TTPO-
sIBJIeHUsI 3a00J1eBaHusI — Tiepudepuyueckasi Helipornarusi,
aTakcHsl, MUTMEHTHBIN PETUHUT, CEHCOHEBPaJIbHAsI TyTro-
YXOCTb, KOTHUTHUBHBIE HapyleHus [53].

BaxxHoe 3HaueHuWe IS TMATHOCTUKU MUTOXOHIPU-
aJIbHOM TTaTOJIOTUM UMEIOT OMOXMMUYECKMEe MoKa3aTesun:
yBeJIMYEHME B TIa3Me KPOBU YPOBHS JlaKTaTa U TTUpYyBa-
Ta, BBICOKOE COOTHOIIEHME JIaKTaT/MMpyBaT, MOBBIIIIE-
HUE aKTUBHOCTH JaKTataeruaporeHassl. MudopmaTu-
HBIM JIJISI TUarTHOCTUKU MOXET ObITh TMCTOXMMMUYECKOE
HCClIeI0BaHNe MBIIIIEYHOTo OrorTara. XapakTepHO yBe-
JIMYEHHOE KOJIMYEeCTBO MbIIIEYHBIX BOJOKOH Tuma RRF,
cyOcapkoseMMalibHbIE CKOIJICHUST TJIMKOTeHa, JIMTTUI0B
1 Kanpius [54], cHMKeHME aKTUBHOCTH MMTOXOHIPH-
aJIbHBIX (PEPMEHTOB.

Cundpom bapma Bo3HUKaeT npu nedexkre reHa TAZ,
HacyemyeTcss X-cCIerjieHHO peneccuBHo. Ten 7TAZ xo-
IUpYeT aluiaTpaHcdepasy, KoTopasi KaTaJausupyeT pe-
MOJEeTMPOBaHNE KapIMOJUIMHA B MUTOXOHIpHUAIb-
HBIX MeMOpaHax. KapanoaunuH urpaetr BaXXHYIO pOJib
B TTOAJAEPKAHUU CTPYKTYPHI U (DYHKIIMIA MUTOXOHIPUIA.
ITpu cunapome bapra kKapnumuornaTust MaHUGbECTUPYET
CTIEPBBIX HEEIb/MeCSI1IEB XKU3HU, HOT/Ia TPeHaTaJIbHO.
Yaie pazBuBaeTcst [uyiaTallMOHHAasI, peke — TUIepTpo-
¢uueckas ¢dopma. XapaKTepHBIMU BKCTpaKapaualb-
HBIMU CUMIITOMaMM SIBJISIIOTCS 3ajepkKa (pr3n4ecKoro
pPa3BUTHSI, BBIPAXKEHHBI MMOTATUYECKUI CUHIPOM,
HelTponieHus. buoxumMuueckuM MapKepoM SIBJISIETCS
BBICOKAsl TOYeYHAas 9KCKpelus 3-MeTUITIyTaKOHOBOM
KHUCJIOTBI, OTpaxXkatoliiasi BOBJIeYeHNE B TTaTOJOTMYECKU A
Mpo1ecC BHYTPEHHEN MUTOXOHIPUAIBLHOW MeMOpaHBI.
Bo3MoxxeH BTOpuuHBIN AeduUIUT KapHuTUHA. [Ipume-

HEHUEeJIeBOKApHUTHHA YMEHBIIIAeT CTeNeHb TUIepTpO-
dun muokapmaa [55].

Cunapomanbhbie (opmbl runeptpoduyeckoil Kapauo-
MuonaTuu. bojbiioe KoJMuyecTBO reHeTUUeCKUX CUHIPO-
MOB COIPOBOXAAETCS KapAWOMMOTIaTHe, HAa MX JIOJIIO
npuxoautcst okono 10% ciyuaeB runepTpoduuecKoi
KapauoMMOTIaTUM B NIETCKOW mpakTtuke. [ns cuHapo-
MaJibHBIX (OpM XapakTepHa paHHsST MaHUdecTaus
3a00JIeBaHMSI, HAUMHAs YK€ C TIEPBBIX MECSIIIEB XKU3HU.
V neteit ¢ cunapomamu Hynan u LEOPARD otmeue-
Hbl HanboJjiee BBICOKME IMOKAa3aTeJauM CMEPTHOCTH [56].
B 1a6:x1. 2 npencraBiieHbl OCHOBHBIE T€HBI, BHI3bIBAIOIIINE
CUHIpOMaNTbHbIE (OPMBI THIEPTPOGUUECKON Kapanuo-
MMOTIATHH.

Cundpom Hymnawn siBnsiercst Hambosiee 4acToOil MpUIM-
HOI TUTIepTPOMUIECKOM KapAUOMUOTIATUI, KOTOPast BBI-
seisieTcst y 90% TMalueHTOB ¢ 9TUM CUHApOMOM. [urep-
Tpodus ToKaIM3yeTcsl He TOJIbKO B JIEBOM, HO U B TIPABOM
JKeJTyI0uKe, XapakTepHa 0OCTPYKIIMSI BBIXOJHOTO TpaKTa
JIEBOTO KeJIy/lo4yKa, YTO 4YacTO COYETAeTCs C IyJbMO-
HaJIbHBIM CT€HO30M [56]. TumuuHbIe 3KCTpaKapauaib-
HBIE TIPOSIBIICHUSI — JIUIIEBOM TMCMOP(dU3M, HU3KOPOC-
JIOCTh, CKeJIETHbIe Manbdopmannu. B ronoBuHe ciayvyaen
cunapom Hynan oGycnoBneH myTtauueil B rene PTPN11,
KOTOPBI KoaupyeT RAS-MUTOreHaKTUBUPYIOIIYIO MPO-
tenHkpeatnHkrnHazy (RAS—MARK). B nocneagnux uc-
ClIeIOBAaHMSIX TI0Ka3aHO, 4TO Jpyrasi ¢hpopMa TeHeTuye-
ckoro aedekra RAS—MARK npuBoauT K accouuanuu
KJIMHUYECKUX TPOSsIBIIeHU cuHIpoma HyHaH ¢ MHO-
JKECTBEHHBIMU JICHTUTO U IPYTUMU HapylieHusMu. Pa-
Hee 3Ta MaToJIOrusl KjaaccudUuUMpoBaiach Kak CUHOPOM
LEOPARD  (neHTuro, aJIeKTpoKaparorpadudecKue
aHOMAaJlMM, TUIEepPTEJOPU3M, TYJIbMOHAIbHBIN  CTe-
HO3, HapylleHWe TeHUTAJINN, YMCTBEHHasl OTCTaJIOCTh
u rayxora) [57]. Tuneprpoduueckasi KaparuoMUOIIaTUSI
npu cuHapome LEOPARD yaiiie HOCUT aCUMMETPUYHBII
XapakTep, rpeobiagaoT 00CTpyKTUBHBIE (hopmbl [58].

Cundpom  Kocmenno  BCTpevaeTcsi € 4acTOTOM
1:1 000 000. DxcTpakapauaJbHBIMUA ITPOSBICHUSIMU
clyKaT 3alepxkKa TCUXOPeueBOTO Pa3BUTHSI, MaKpolle-
danusi, KopoTKas I1est, rpyoble YepThl Julia, aHOMaJIuu
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Jleonmvesa U.B. luddepeHiinanbHast IMarHocTuKa TurepTpohpuieckoil KapamoMuonaTum

Tabauya 3. Dxcmpaxapouaivivie MapKepsl NO360A0UUE YHOMHUNTD IMUOA02UI0 UNEPMPOPUHECKUX KaPOUOMUORAMUL

(no Rapezzi C. u coasm. 6 modugpuxauuu [64])

Table 3. Extracardiac markers suggestive of specific diagnosis the etiology of hypertrophic cardiomyopathy [64]

Cumnrom «RED FLAG»

Jlnarno3

HapaCTC3I/II/I, HapymeHUsA 4YyBCTBUTCIIbHOCTHU

KucTeBoii TYHHEIbHBII CUHAPOM

MperreuHas c1aboCcTh

I1to3 Bex

TpyaHOCTH B OOYYEHUH, 3aIPKKA YMCTBEHHOIO Pa3BUTHSI

JleHTHTO, MSITHA KOhe C MOJIOKOM

AHrnokeparoma

CeHcoHeBpaJbHas TYTOYXOCTh

Hapyienus 3peHus

Hapyiienust moxoaku

Muonartusi, TMIIOTOHUSI, OTCTaBaHUE B (DU3MUECKOM Pa3BUTUU, HEUTPOIIEHUS

UeperHo-nuiieBast 1u3mMopdust

Bonesnnr Aunepcona—®adpu
AmMuionnos

AMunongos

MuTtoxoHapuaibHasl MaTOJIOTUsI
InukoreHo3bl

Atakcust @punpeiixa
MpbieyHast iucTpodust
Cunnpom bapra

Bbonesus [Tomme

MuroxoHnpuaabHas TATOJIOTHST
cuHapombl Hynan, Leopard

MurtoxoHapHraabHasT IATOJIOI S
Hynan, LEOPARD, Kocremio cuHapombl
Bonesns /lanona

Hynan, LEOPARD cunmpomer
Bonesnnr Aunepcona—®adpu

MuroxoHIpuaabHasT TaTOJIOTHST
Bonesunr Aunepcona—®Dadpu
LEOPARD cunapom

bonesnp Pedpcyma

MuroxoHIpuaabHasT TaTOJIOTHST
Bbonesnp Annepcona—Padbpu
Amuiionos

boie3ns JlaHoHa
MyKomnoJucaxapumao3bl

Arakcust @punpeiixa
MpbiiieyHast iucTpodusi

Cunapom bapra

CepreyHo-JIMIIe-KOXKHBIN CUHIPOM
Kocrenno cuHapom
MyKoronaucaxapumao3bl

MaJblieB, TANWIOMbl, Kyp4aBble BOJIOCHI, Bsulasi, JIETKO
pacTsskMMast Koxa, TUTIepKepaTro3, MHOXKECTBEHHbIE CTUT-
MBI JIM33MOpHoreHe3a. Iumneprpoduyeckas KapauoMuo-
nartus BbIsIBIsIeTCs y 1/3 mauyeHToB, Jyaiie HOCUT CUMMe-
TPUYHBIM XapakTep, BO3MOXHa OOCTPYKIIMSI BBIXOTHOTO
TpakTa JIEBOTO XeJTyIouKa, IPUBOISIIAS K BHE3AITHOM cep-
JIEYHOI CMEPTH B TIeproie HOBOPOXKAEHHOCTH [59].
Cepoeuno-auye-koxcuvtit.  cundpom  (cardio-fascio-
cutaneus syndrome, CFC) reHernuecku reTeporeHeH,
obOyciioBiieH MyTaumsimu B reHax BRAFI, MAP2KI,
MAP2K?2. XapakTtepHbl BbIpaxK€HHBIE MPOSIBJICHUST JUC-
Mopdu3Ma: OOJIbIION pa3Mep ToJIOBbI, pacKOChIe Tjiasa,
penkue OpoBHU, BBIOIIMECS BOJIOCHI, MXxTHO3. YacTto Ha-
OntomaroTes 3aaepXKa pocTa M TICUMXOMOTOPHOTO pas-
BUTHSI, HapyIIeHUEe CTPOEHMS TajblieB pyK W HoL [u-
neptpoduyeckas KapauoMHUOIaTusl BhIsIBIsieTcsT y 1/3
marueHToB. OTMe4YeH IMMPOKUI KIWHUYECKUI TTOTU-
MophU3M — OT YMEPEHHOU TurepTpodun 10 ObICTPOTro
MPOTPECCUPOBAaHUS C Pa3BUTUEM CHUCTOJIMYECKON JHC-
GYyHKIUM W pedpaKTEepHON CepaedHOl HeAOCTAaTOY-

HocTU. B psge ciydaeB BcTpedaeTcss acCUMMETpPUYHAsT
00CTpyKTUBHasE (opma, KoTopasi TpeOyeT MpOBeIeHUS
XUPYPrUUECKOTO BMEIIIaTeTbCTBA — MUOIKTOMUM [60].

HepBHo-Mbimeunsie 3a0osieBanusi coctapisiior 10%
B CTPYKTYpe BceX GOopM TUTIEpTPOGUIECKOM KapauOMIO-
matuu [1, 61].

Amaxcus DPpudpeiixa HamboJiee YACTO COYETACTCS
¢ runepTpoduueckoil Kapauomuornarueit. 3abojieBaHue
BO3HMKAET Ha (pOHE MyTallMy TeHa (hpaTaKCUHa, Haclie-
JIyeTCs ayTOCOMHO-PEIIeCCUBHO. XapaKTepHO Iopaxke-
HUE cepla Mo TUITy KOHLIEHTPUUYECKON TUTepTpodun
JIEBOTO 3KeJTyI0ouKa, BO3MOXKHA TpaHC(opMaIrus TUTep-
TpoWM B AWIIATAIINIO JICBOTO XEIYI0YKa CO CHIKCHUEM
CUCTONYECKON (PYHKIMU. DKCTpaKapauaTbHBIMU MPO-
SIBJICHUSIMU  CJTy>KaT aTaKCUsl, MbIIIeYHass TUITOTOHUSI,
HapyIIeHUsT OTMIOPHO-IBUTATEILHONW CUCTEMBI (CKOJINO3,
nedopmalimsi CTom), BO3MOXHO M3MEHEHUE IovepKa,
mu3apTpus. HabGmomaeTcsl CHIDKCHUE CITyxa W 3peHMUS.
JleyeHue ¢ ucroab30BaHMEM AHTUMOKCHUOAHTA MAEOCHO-
Ha MOXET YMEHBIIUTh CTeTNIeHb TUTIePTPOPUN MUOKapaa
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Tabauya 4. JlaGopamopuste mapkepot 045 OughhepenuuaivHol OuazHOCMUKU SMUOA0UL 2UNEPMPOPUUECKUX Kapouomuonamuii
Table 4. Laboratory markers suggestive of specific diagnosis the etiology of hypertrophic cardiomyopathy

Buoxumuyeckne HapyneHus

Jlnarno3

[ToBblilIeHNE B I1J1a3Me YPOBHs JlIaKTaTa, ajlaHWHa, IMMpOoJIMHa
[ToBeilIeHUE B MOUe YPOBHA 3-MEeTHITTIOTAKOHOBOI KICIOThI

FI/II'[OF.T[I/IKGMI/IH, ITOBBIIIICHUE YPOBHA KPCATUHKWHA3bI U C14'1
AllWJIKapHUTHUHAa

Tunornvkemust, MOBBIIIEHNE YPOBHS KPeaTUHKUHA3DI
u C —C  aimikapHUTHHOB

TunormukKeMus, alua03, TUIEPAMMOHUEMUST, HU3KUI ypO-
BeHb CBOOOHOrO KapHUTKHA, NoBbieHue yposHsa C, —C
ALMIKAPHUTHHOB

TurnokeToHEeMUYeCKasi TUIMONIMKEMUST B KOMOMHAIIUY C BbI-
COKMMHU 3HAYCHUAMU NHCYJIMHA

CHIXEHUE aKTUBHOCTHU KUCIIOM alb(ha-IITF0KO3UIa3bI
TToBbIIEHUST YPOBHSI (DUTAHOBOI KUCIOTBI

IToBbllIeHNE SKCKPELUU TTTMKO3aMUHOTJIMKAHOB, CHUXEHUE
aKTUBHOCTU ajiba-L-unypoHuaasst

TToBbIlIeHNE SKCKPEIIUN TITMKO3aMIUHOTJIMKAHOB, CHUXKEHHE
aKTUBHOCTU UIypPOHATCYTbhaTa3bl

MuToxoHapraTbHAs TATOJIOTHS
Cunnpom bapra

Hedwurut anmin- KoA-gerunporeHa3bl XUPHBIX KACTOT
C OYEHb JUIMHHOM LIETBIO

Hedurmt annn- KoA-aernaporeHasbl XKUPHBIX KUCIOT
C JUIMHHOM LEIbIO

Jeduuut KapHUTUH MaTbMUTOUII- TpaHcdepassr 11

Cunnpom bekBura—Bunemana

Inukoreno3 Il Tumna (6ose3un [Tomme)

bonesnp Pepcyma

Myxkomnonmucaxapuno3s | Tuma

Myxononucaxapuno3s Il tuna

U BBI3BATh TMOJOXUTEIbHYIO IMHAMUKY CO CTOPOHBI 9KC-
TpakapAauaJdbHBIX MTPOSIBIEHUH [62].

Mbvuueunas oucmpogus  Imepu—peighyca — Te-
HETUYECKM HEOJHOPOJHOE 3a00JieBaHUE, CBSI3aHHOE
¢ nedexktamu B reHe smepuHa (EMD) — HacieqoBaHue
X-clleTUIeHHOE peliecCUBHOE WM B reHe JamuHa A/C
(LMNAA/c) — HacnenoBaHue ayTOCOMHO-AOMUHAHTHOE.
IMopaxkeHnue cepama BO3MOXHO KaK IO JAMJIaTallMOHHO-
My, TaK ¥ 10 runeptpoduyeckomy deHorumy. [unep-
Tpoduyeckass KapauOMUOIIaTHSI HOCUT CUMMETPUIHBIN
XapakTep, YaCTO BO3HUKAET aTpUOMeraus. XapakTepHbl
TSDKEJIbIe HapyIIeHUsT puTMa (TperieTaHue Mpeacepauid,
SKEJTyIOUYKOBbIE TaXMAPUTMUW) W HapyIIEHUST TTPOBOIM-
MOCTH (CUHAPOM CJIabOCTH CHHYCOBOTO y37a, OJoKama
HoxeK Tiyuyka [uca), TpomMO03MOOIMYECKUe TpOsIBIIE-
HUSI, KJamaHHas TUC(YHKILMS, BBICOK PUCK BHE3AITHOM
CMepTHU. DKCTpaKapaAuaIbHBIMA CUMITTOMAMM STBIISIIOTCST
MBIIIEYHAs CJ1a00CTh, MBIIIEYHbIE KOHTPAKTYpPhI, HEBO3-
MOXHOCTh CTUOAHMS IIeU, CUHAPOM PUTHIHOM CITUHBI,
JIOPJI03 MOSICHUYHOTO OT/e/Ia MO3BOHOYHUKA, KOHTpaK-
TYPBI JIOKTEBBIX CYCTaBOB [63].

bonesnv Peghcyma — HacaencTBeHHasi MOTOCEHCOPHast
Heliporratust IV THITa, OTHOCUTCS K TPYMIIE TIEPOKCUCOM-
HbIX 3a00sieBaHuii. B ocHOBe 3a00/1eBaHUSI — OTCYTCTBUE
KUCIOoil  anbda-ruapokcunasbl  (HUTAHOBOI  KUCIOThI
(ren PHYH) BciencTBre 4ero MoBbIIIaeTCsl ypOBEeHb (pu-
TaHOBOW KHUCJOTHL. [umeprpoduyeckass KapauoMuora-
THUSI HOCUT CUMMETPUYHBIN XapaKTep, YaCTO BOZHUKAIOT
HapylIeHWs] pUTMa W TPOBOAMMOCTH, YIUTMHEHWE WH-
tepBasia Q—T. OTanyuTeIbHbBIE OCOOEHHOCTH, aTaKCHUs,
XpOHUYECKAsT TTOJMHEWPOTIaTUsT AUCTAIBHBIX OTICIIOB,
MMUTMEHTHBIN PETUHUT, UXTUO3, IiIyXxoTa [1].

JuddepeHnuanbHasg  IMATHOCTHKA  T€HETHMYECKUX
¢opm runeprpoduueckoit kapauomuonaTuu. s ycra-

HOBJIEHUSI OTHOJIOTUU KapaIWOMUONATUM HanOOJIbIIIee
3HAYE€HWE WMeeT aHaJM3 COIYTCTBYIOIIMX 3KCTpaKap-
JIUATBHBIX TIPOSIBIEHWIT M JTaOOpaTOpPHBIX MapKepoB,
(Tabmn. 3, 4). BT cUMNITOMBI 0003HAYAIOTCS B AHTJIOSI3bIY -
Hoit muteparype kak «RED FLAG» («kpacHblit cyiar»)

Herenetnueckue opmbl runeprpodun MUOKapaa y jie-
Tell CBSI3aHBI C SHAOKPUHHONI matojorueit (oxxupeHue,
caxapHbIii TMabeT y MaTtepu), CUHIPOMOM CIIOPTUBHOTO
TepeHanpsoKeHUsI.

DHookpuHHas namonoeus mamepu (CaxapHblii 11adeT),
COTPOBOXAAIOIIASACA YBETUICHHBIM YPOBHEM MaTepUH-
CKOTO MHCYJIMHOIIOIZOOHOTO (paKTopa pocCTa, CII0CO0-
CTBYET Pa3BUTHUIO TUIEPTpOdHUU MUOKapAa y HOBOPO-
KIEHHBIX JIeTel, MpW 3TOM BO3MOXHO €€ CITOHTaHHOE
HUBEJIMPOBaHME B Bo3pacTte 3—6 Mec [65].

lTunepmpogus muoxapoa y cnopmcmenos. WHTEH-
CUBHBIE TPEHUPOBKU CIIOPTCMEHOB YacTO BBHI3BIBAIOT
(GYHKIIMOHATIbHBIE W CTPYKTYpHBIE M3MEHEHUS B Cep-
JEIHOM MBIIIIIE B BUIAC YTOIIICHUS CEPACTHON MBITIIIIHI.
B stom ciydae rumepTpodus Muokapaa HOCHUT KOM-
TIEHCATOPHBIM amanTallMOHHBIN XapakTep. Hambomee
4acTo TUMEePTpOodUsT MUOKapAa pa3BUBAETCS MPU 3aHS-
TUSAX TUKINIECKUMU BUIAMU CITOPTa, OCOOEHHO Y JIUII,
3aHMMAIOIINXCS JIETKOM aTjeTuKo#l (Oer Ha JTMHHBIE
OVCTAHIMK), TUTaBaHWeM, BeloroHkamu [9, 66]. Oc-
HOBHBIMU KPUTEPUSIMU, TIOMOTAOIIMMKU B JIubde-
peHLMATBHON OWAaTHOCTUKE TUTIEPTPOUU MHUOKapia
y CIIOPTCMEHOB, SIBJISIETCSI CUMMETPUYHBIN XapakKTep
TUTIepTPOGUM, TIPU KOTOPOM TOJIIIMHA MEXOKETYI0U-
KOBOI1 Teperopoiku He TipeBbiiiaeT 12—13 MM (ripu TU-
nepTpouUecKoil KapaANnOMHUONATUN OHA, KaK MpaBuiIo,
6osee 16 mm). Ha DKI, B oTimyue OT MepBUYHON TH-
nmepTpoUUecKOil KapaMOMHUOTIATUU, PEIKO BBISIBIISI-
10TCsl TIy0oKue Q—3yOIibl U OTpULIaTeIbHbIe 7—3yOIIbl.
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Pazmep mosoctu JieBOro xenymnouka y CHOPTCMEHOB
HOpPMAJIbHBIM, B TO BpeMsl KaK TPU TUepOOUIEeCKOM
KapIMOMHUOTIAaTUM OH yMeHblleH. HapyireHus aua-
croinyeckoil (GyHKuMu (runepTpodUIecKuii, TICeB-
JMIOHOPMAJIbHBIA WM PECTPUKTUBHBIN THUIIBI) XapaK-
TEPHBI IJIST  TUNEPTPOMPUIECKON  KapAUOMUOITATUM
U OTCYTCTBYIOT MPH CITIOPTUBHOM cepalle. O4eHb BaXKHBI
st i depeHIManbHO TMarHOCTUKKM JaHHbIE Kap-
JIMOTTYJIbMOHAJIBHOTO HAarpy304HOro TecTa — MUK T10-
TpeOJIeHUsI KUCIO0pOoAa Yy CIOPTCMEHOB OObIYHO OoJjiee
50mn/kr/muH, unu 120% orHopmbl. Hanbomnee nHdopma-
TUBHBIM JTU(depeHITnaTbHO-TUaTHOCTUYECKIUM KpPUTe-
pueM SBJISIETCST YMEHbBIIEHUE CTEMeHW TUTepTpodun
Ha 2—5 MM TMocje MpeKpalieHuss WHTEHCUBHBIX (PU3u-
YeCKUX Harpy3ok [9, 66]. PaHHSIS quarHoCTMKA THIEPT-
podun MUOKapaa y CIIOPTCMEHOB KpaiiHe BaXKHa, Tak
KakK MO3BOJIIeT peKOMEHA0BAaTh YMEHBIIUTD YPOBEHb (DU~
3UYEeCKOM HArpy3ku, 4TO MUMeeT 3HaueHHe I Mpodu-
JIAKTUKU TaJIbHENIIIeTo TPOoTrpeccupoBaHusl 3a001eBaHUS
1 BOBHUKHOBEHUST BHE3AITHOM CEPACIHOIN CMEpTH.

3akntovyeHue

DTHoaorus FI/IHepTDOd)I/I‘{eCKOVI KapaAnoMHnoOIlaTuun
OYC€Hb pa3H006pasHa, 0COOEHHO B JIETCKOM BO3pacTe.
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