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PE3OME

ApPUTMOreHHas KapLMoMuMonaTus — reHeTUYecKn feTepMUHUPOBaHHOe 3abonieBaHue cep-
[eYHON MbILWLbl, XapakTepusytoLleecs GUOPO3HO-KMPOBbLIM 3aMeLLeHEM MUOKapaa Xeny-
[IOYKOB, KOTOPOE NpeapacnonaraeT K XenyL04KoBbIM HapyLLUEHUAM PUTMA U BbICOKOMY PUCKY
BHe3anHoi cepaeyHoin cmeptn (BCC). M3HayanbHO cuMTanoch, 4Yto Anst JaHHOro 3abonesa-
HUS XapaKTePHO MCK/HOYUTENIbHOE WU NPEUMYLLLECTBEHHOE MOPaXXEHUE MPABOr0 XeNyLouKa.
OfHako (hMOPO3HO-XMPOBOE 3aMeLLEHME MOXKET TakXKe pacnpoCTPaHATLCS U Ha NEBbIN Xeny-
[0YEK MW MopaXKaTb ero NpevMyLLecTBEHHO 6e3 BOBNEUYEHMS B NMPOLLECC NPaBbIX KaMep ceph-
ua. B gaHHOR cTaTbe nNpeacTaBneH pefkuil KIMHUYECKUA ciyyvaih — pebeHOoK ¢ CUHAPOMOM
KapBaxasnb C KNacCUYeCKOi Tpuaaoil nNpu3HakoB (eBOAOMMHAHTHasA hopMa apuUTMOreHHO
KapAnoMMonaTum, KepaTofepMus 1 LWepCcTUCTO-KypyaBble BOSIOCHI).

KntoueBble CfoBa: apuTMOreHHas KapavoMuonaTvsi, AeCMOMIaKuH, KepaTogepMusi, CUH-
Apom KapBaxasb, LepPCTUCTO-KypUaBble BOOCHI.

Ans uuTuposaHusa: detucosa C.I., CusywmHa E.C., KogpeitHukosa O.A., BeplmnHuHa T.J1.,
CokonbHukosa IN.C., KocTapesaA.A., Pbi>kKoB A.B., Bacuukuna E.C. Cnyyaii pefKoii popmbl
apuTMOreHHO KapanomuonaTumy pebeHka 5 neT. Poccuiticknii >KypHan nepcoHannm3mpoBaH-
HOW MeanumnHbl. 2022;2(2):104-112. DOI: 10.18705/2782-3806-2022-2-2-104-112
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ABSTRACT

Arrhythmogenic cardiomyopathy is a genetically determined disease of the heart muscle,
characterized by fibrofat replacement of the ventricular myocardium, which predisposes to
ventricular arrhythmias and a high risk of SCD. Initially, it was believed that this disease is
characterized by an exclusive or predominant lesion of the right ventricle. However, fibro-
fatty replacement can also be localized in the left ventricle without involvement of the right
chambers. This article presents a rare clinical case of a child with Carvajal syndrome with the
classic triad of signs (left-dominant form of ACM, keratoderma, and woolly-curly hair).

Key words: arrhythmogenic cardiomyopathy, Carvajal syndrome, desmoplakin, keratoderma,
woolly-curly hair.
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Cnucok cokpauieHuii: AKMIT — apuTmoreH-
Has kapguomuonaTtus, BCC — BHe3anHasa cepgeyHas
cmepTb, KAP — KOHEYHO-AMacTOoNNYecKnin pasmep,
JOK — nesblii xenygoyek, MXI — mexokenynou-
KoBas neperopogka, MPT — MarHUTHO-pe30HaHCHas
Tomorpadgms, MXX — npasblii )enyaoyek CK — cuH-
apom Kapsaxans, CH — cuHgpom Hakcoc, ®B —
thpakuumsa Bblbpoca, XCH — xpoHuueckas cepfedHas
HefocTaTO4HOCTb, DSP — gecmonnaknH, HRS — O6-
LLLeCTBO CepAeUYHOro puTMa.

BBELEHVE
ApuTMOreHHass Kapguomuonatma (AKMIM) —
reHeTMyeckn  AeTepMUHUMPOBaHHOE  3aboseBaHue

CepAeyvHoi MbllLUbl, XapakTepusytouleeca (ubpos-
HO-XXMPOBbLIM 3aMELLeHVEM MUOKapha >Xenyao4vKos,
NpeapacnonoXeHHOCTbIO K XeNy04YKOBbIM Hapylue-
HWAM PUTMa W BbICOKOMY PUCKY BHe3arnHOW ceppey-
Hoil cmepTn (BCC) [1-4]. MN3Haya/lbHO CYMTanoCh,
4TO ANA AAHHOro 3ab0/1eBaHUsA XapaKTePHO UCKIOYN-
TeflbHOEe U NPEMMYLLECTBEHHOE MOpaXKeHKe npaso-
ro xenygouka (MX) [1, 5, 6]. B nocnegHue rogbl te-
HoTununyeckunid cnektp AKMI pacwwupuncs [1, 7-11].
Jkcneptamn ObuwectBa cepgevyHoro putma (HRS)
6bI1M NPeANnoXKeHbl TP OCHOBHbIX eHoTuna AKMIT:
c npeobnagarowmnm nopaxeHmem MXX npu Hanuumm
WM OTCYTCTBUM MUHUMANBLHOrO BOBiedeHus JXK;
OUBEHTPUKYNAPHbLIA TUM NPU NOPaXXEHUN 060MX Xe-
NYAOYKOB, a TaKXKe SIEBOAOMUHAHTHBIA TN ¢ Npeo6-
nagatowmm nopaxeHuem J1)X [10, 12], Hanbonee 4acTto
(hBPO3HO-XMPOBOE 3aMELLLEHNE NIOKA/TU3YETCA B HUXK-
HebOKOBOW cTeHke [1].

Moka3aHo, 4YTO ANa pasnnuHbiX dopm AKMI xa-
paKkTepeH CreuudUuHbIA CrekTp MPUUYUHHBLIX TeHe-
TUYeCKUX [fedekToB. Tak, nauueHTbl C MNpaBooOMM-
HaHTHOI (hOpMOI Hambonee 4acTo MMeET MyTauun
B reHax, KOAMPYIOLMX [LECMOCOMHble 6Genku, Takue
Kak PKP2, JUP, DSC2, DSG2, DSP, SCN5A. Ansa ne-
BOLOMMWHAHTHBIX UM BUBEHTPUKYNAPHBIX (PeHOTUMNOB
XapakTepHa cBf3b C myTauusmu reHos LMNA, DSP,
FLNC, TMEMA43, LDB3, DES, ACTN, BAG3, NKX2-
5 RBM20, SCN5A, KCNQ1, KCNH2, TRPM4 [12].

MoHumaHue Toro, yTo AKMTI1 B HacTofLee BpemsA
He cuuTaeTca 3ab6oneBaHWEM, OrpaHUYEHHbIM TO/bKO
M)XK, npmBeno K nepeoueHke Kputepmes International
Task Forse, 2010 [5].

[Ona  BepudmKaumm NEBOXENYA0UYKOBLIX  (DOPM
B 2020 rofy Befyliue eBpOMencKMe 3KCNepTbl Npu-
HANW [OKYMEHT C O6HOBMIEHHbLIMU KPUTEpPUAMU
AKMTI1 Ha ocHOBe MOAU(MLMPOBAHHBLIX KPUTEPUEB
International Task Force, 2010, KoTopble MNOAYYUNU
Ha3BaHWe HoBble «KpuTepuu Magym». MNogobHo npe-
AblAYLIUM anropuTmMam OLEHKM, «KpuTepuu Magyu»
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OCHOBaHbl Ha MHOrOKOMMOHEHTHOM MOoAX0f4e, KOTO-
PbIi OXBATbIBAET (PYHKLMOHA/NbHbLIE U CTPYKTYPHbIE
MPT-npusHaku, snekTpokapamnorpaguyeckme mu3ame-
HEHWS, B TOM YMCNe XKeNyL0YKOBbIe HApPYLUEHUS puUT-
Ma, a TaKXKe CEMENHbIN 1 TeHeTUYeCKuiA aHamHes [13].

CornacHo faHHOMY KOHCEHCYCY MpaBOfOMMWHAHT-
Has qopma AKMI1 ycTaHaBnuBaeTcs npu o6Hapy-
XEHUN 2 60MbLINX KpUTEpues, NM60 1 601bLWOro 1 2
ManbIX KpUTepues, 160 4 ManblX, UK BTOPOCTEMEH-
HbIX, KPUTEPUEB U3 pasHbIX KaTeropuin npu oTcyT-
CTBUW 3HauUTeNbHOro nopaxeHusa JIK. HoBble ana-
THOCTMYECKNE KpuTepuu nopaxkeHusa J1K skcnepTol
TakXe KnaccugpuumupoBann Ha KaTteroputo 60Mblmnx
n manbix [12].

[unarHo3 nesogoMuHaHTHo AKMTI ycTaHaBnvBa-
eTca B TOM C/lydae, ec/iv y naumeHTa onpeaensorcs
CTPYKTYpHble aHoManum JDK (c MopthothyHKLMOHAb-
HbIMWU U3MEHEHUAMW UAW NPU UX OTCYTCTBUM) B CO-
yeTaHMM C BbIsiBNeHHol AKMII-accounnpoBaHHoW
reHHOl MyTauueid nNpu OTCYTCTBMM MOPKOGYHKLM-
OHaNlbHbIX U CTPYKTYPHbIX MPU3HAKOB BOB/IEYEHUS
MXK. Takum o6pa3om, 06HapyXeHWe ABYX 60/bLINX
[AMAarHOCTUYECKUX KPUTEpUeB SBNSETCH HeobXoau-
MbIM 4719 BepuuKaummn neBo4OMUHAHTHOIO Tuna [13].

B gaHHOM COO06LLEHNM Mbl NPeACTaBNsiEM PefKuii
KNUHWYECKMNIA cnyyait — pebeHOoK ¢ cuHapoMom Kap-
Baxa/lb C K/1acCUYeCKOW Tpuaaoli Npu3HaKoB: N1eBOA0-
MUHaHTHaa hopma AKMT1, KepaTogepMmums 1 LWepcTu-
CTO-Kypy4aBble BOSIOCHI.

KNNHWYECKUNIA CNYUYAIN

Manbymk @. rocnutanusmposaH B8 HMUL, um.
B. A. AnMa3oBa B Bo3pacTe 4 NieT B CBA3WN C BblB/IEH-
HbIMU M3MeHeHnaMKU Ha KT B Buge 610kagbl nepea-
He-BepxHeli BETBM N1EBOM HOXKM Ny4Ka ['nca, Xenyaou-
KOBOI 3KCTpacucTonmu. 3 aHamHesa XKM3HU U3BECTHO,
4TO pebeHOK OT 2-Ii (hM3MONOrMYHO NpoTeKaBLLEN bepe-
MEHHOCTW, OLUeHKa no Wwkane Anrap 8/9 6annos, macca
Tena npu poxaeHun 3180 r, gnvHa 49 cm, poc 1 passu-
Ba/icA N0 BO3pacTy, NpogmnakTuyeckne NPUBUBKN —
cornacHo KaneHgapto. C 2-neTHero Bo3pacta pe6eHoK
HabnofaeTca y fepmarosiora ¢ AMarHo3om: 3KTofep-
MasibHas gMCnaasus ¢ XpynkocTbi KOXUK. 3a 2 MecAla
[0 rocnuTanu3aLnm nepeHec HOBYK KOPOHaBUPYCHYHO
nHpekumo (SARS-CoV-2) B nerkoin topme. MNpu no-
CTYMNEHUN, CO C/OB MaMmbl, Xanob He 6blno, usnye-
CKMe Harpysku MnepeHoCU XOpPOLUO, CMHKOMNaNbHbIX
N MPecUHKoNanbHbIX COCTOAHWI He Oblno. CeMeiiHbIi
aHaMHe3 B OTHOLUEHUW 3ab0feBaHWin CephevHO-CcoCy-
JOUCTOV CUCTEMbI HE OTATOLLEH.

Mpn 06bEKTMBHOM OCMOTpe obpaliann Ha cebs
BHMMaHMe (eHOTUNNYECKMe OCOBEHHOCTU pebeHkKa:
KYp4aBO-LUepCTUCTbIE  BOJIOCLI,  NPUCYTCTBYIOLLME
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Puc. 1 (a-b). BHewHue npoaBfieHNs cuHapoma KapBaxasb y nauueHTta &.:
a — LWepCcTUCTO-KypyaBble BOJIOCHI; b — BbIpaXeHHbIV rmMnepkepaTos3 Ha Koxe fiafoHen

Puc. 2. HeycTonumBblii ann3og nosimMopdHOM Xenya0oukoBon Taxukapgum ¢ YCC
oT 128 g0 165 B MUHYTY MO AaHHbIM CYTOYHOIro MOHUTOpMpoBaHusa IKI
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C POXAEHWS, BbIPAKEHHbIA TMNepKepaTos, raybokue
TPeLMHbI Ha KOXE NafloHeid 1 NoJOLLIB, OHUXOAUCTPO-
tus (puc. 1). CXOXMX (PEeHOTUMUYECKUX OCOOEHHO-
CTeli y UNEHOB CEMbU BbISBIEHO He 6bli0. [paHuub
OTHOCUTENbHOW CepAeyYHO TYNOCTU He pacLUUPEHBI,
ayCKy/NbTaTUBHO TOHbI aPUTMUYHbIE, YMEPEHHO Mpu-
rnyweHsl ¢ YCC 100 B MUHYTY. BesukynspHoe Abl-
XaHue BbICNYLUNBAETCA Haf BCel 06/1acTblo Nerkux,
XpUnoB HeT. XX1BOT npu nanbnayuu 6e360/1e3HeH-
HbIA, NeYeHb U ceneseHKa He yBennYeHbl. Buanmbix
OTEKOB He 6b110. Mpu nabopatopHom o06CnefoBaHUN
OTMEYasocb MOBbILLEHWE CbIBOPOTOYHbLIX MAapKepoB
MOBPEXEHUS MUOKapAa: MOBblLLIEHWe YPOBHA Tpo-
noHunHa | go 0.0510 Hr/m (0.0000-0.034), KPK-MB
fo 54.1 EA/n (0-24). Takke OTMEYEHO MOBbILIEHWE
NT-proBNP go 786.50 nr/mn. Bupyconorniyeckoe uc-
cnefoBaHue Ha KapAuOTPOMHble BUPYChbl ObIIO OTPU-
uatenbHbIM. 10 gaHHbIM NoBepxHOCTHoW IKI peru-
cTpupoBanacb CMHycoBas Taxmkapamsa ¢ YUCC 128 ya/
MVH. Bnokaga nepefgHe-BepxHei BETBU NEBOW HOXKM
nyuka 'mca. YBenmyeHne 3/1IeKTPUYECKo akTUBHOCTH
NeBOro Xenyaouka.

Mo JaHHbIM CYTOYHOTO MOHMTOpUpoBaHuUa JIKI
3apernctpupoBaHo 10 3nu3040B HeyCTOWYMBOWA MO-
HOMOP(HOI XXenygo4ykKoBO Taxmkapaum ¢ YCXK
112-160 B MUHYTY, a TaKXKe 2 HeyCTOWUYMBbIX NMapoK-
cu3Ma NOAUMOPMHON Xeny[ouKOoBOW Taxmkapauu
c UCX ot 128 fo 165 B MUHYTY (puC. 2), nonumopd-
Has Xeny[oukoBaa sKkcTpacucTonus (NAOTHOCTb 8 %).
Mo faHHbIM 3X0KapAMorpagpuyeckoro UccneoBaHus,
pasMepbl fIEBOr0 XKeNnyfoyka Ha BEpXHER rpaHuue
HOpMbl  (KOHe4yHO-guacTonuuecknin pasmep (KAP)

Puc. 3 (a-c). Pe3ynbTaTbl axokapauorpagum:

37 mm Z-score 1.87), cokpaTuTefnbHasi CNOCOOHOCTb
MUoKapga cHmkeHa (ppakuus Boibpoca (PB) J1XK 51 %
Simpson), oTMeYancs rMnoKMHE3 U FTMNeP3IXOreHHOCTb
3aiHe60KkoBOW cTeHKM JIXK (puc. 3). B xoge MPT
cepiua ¢ KOHTpacTMpoBaHMeM Oblna BbisSiBNEHa Ana-
Tauma JIK. Ha oTCpOYeHHbIX MOCTKOHTPACTHbLIX U30-
OpaXkeHUsX B nepefHeil, 6OKOBOW, 3aAHENA U HUXKHEN
cTeHKax JIXK onpefensnuce pacnpocTpaHeHHble cy63-
nuKapananbHble PUBPO3HLIE U3MEHEHUS, B MEXOKENY-
fnoukoBoi neperopogke (MXXI) — nMHTpamypasbHble
(hnbpo3HbIE M3MeHeHUs (puc. 4).

B anddepeHUmanbHblil psg NPUYUH JAaHHOTO CO-
CTOSHMS ObINN BK/IOYEHbI: AMNaTaluoHHasA Kapamo-
MmonaTua, B TOM 4ucfe B CTPYKType HeaugdepeH-
LMPOBaHHOIO TEeHETUYECKOro CUHApOMA (C Y4eToMm
(heHOTUMMYECKNX 0COBEHHOCTEI); BOCMANNTENbHbIE 3a-
60neBaHMs MUOKapAa; apUTMOreHHas Kap4uomumonaTus
C NopaXKeHVeM NeBOro Xenyaouka (y naumeHTa umenu
MeCTO 2 60MbLUNX N 2 ManblX «KpuTepna Magyn»).

OfiHaKo, y4YnTbIBas AaHHble aHamHe3a (CBA3b C ne-
PEHEeCeHHO BUPYCHOM UH(eKLMeR), pe3yibTaTbl Nabo-
PaToOPHbIX N MHCTPYMEHTa/IbHbIX METOA0B 06C/es0Ba-
HWSA, COCTOSHME PAaCLEHEHO KaK TeyeHue noLocTporo
BOCManuTe/lbHOro npouecca B Muokapge. PebeHky
HasHayeHa aHTMapuTMMyeckas Tepanusa 6eTa-610Ka-
TOopamu, a TaKXke Tepanusi XPOHWYECKON CepaeyHol
HegocTaTtouHocTh (XCH).

B TeueHue roga HabnogeHNs oTMevanach oTpuLa-
TefbHaA AMHamMuka nabopaTtopHbIX M 3XOKapauorpa-
(hMyecKnx nokasarteneil. BoisSiBNEHO 3HAUMMOe yBeu-
yeHue ypoBHA TponoHuHa | go 0.0510 ~ 0.8660 Hr/
mf, a Takke NT-proBNP 786.50 A 1754.00 nr/mn.

a —4-kamepHasa no3muusa, gunartayma nosioctn JHK (60bLlwoin Kputepuii);

b — M-pexunm, CHMXXeHne cokpaTuTenibHOWM cnocobHocTK JIXK (60/MbLLOK KpuTepuin),
TMNOKMHE3Nsa (Masiblii KpUTEPUIA) U TMNMEPIXOTeHHOCTb 3aiHEGOKOBOW CTEHKU JIK;
Cc —TKaHeBas gonneporpadusa (TDI), cHmxeHue S’ natepasnibHbll (CUCTONNYECKOEe

ABWXeHne CTeHKn mMnokapga /1K BOBHYTpPb)
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Puc. 4. MPT ceppua ¢ KOHTpacTupoBaHueMm, CTpesikaMun ykasaHbl o61actu pubposa
MUoKapga 1eBoro xenynouka (60nbLLON KpUTepuin)

Mo gaHHbIM OXOKI oTMeyeHO HapacTaHue guniaTa-
LMK MONOCTN NIEBOTO Xenypoyka — 37 MM, Z-score
1.87 (Hos6pb 2020 1) N 40,4 MM, Z-score 2.97 (anpefib
2021 r) ™ 43 mm, Z-score 3.93 (okTA6pb 2021 r.); CHU-
YKEHMe COKPaTUTeNbHON CNoCco6HOCTN MUOKapAa 1eBo-
ro xenygouka no 45 % Simpson (paHee 51 %), runo-
KUHe3 60KoBOI cTeHKn JIXK.

Mo faHHbIM nosTopHoro MPT cepfua TakXe OT-
MeueHa oTpuuaTe/ibHas AUHaAMMKa B BUe HapacTaHus
cTeneHu uobpo3a. PUbPO3HbLIE 3aMeLLeHMs NPeLCcTaB-
NeHbl NpakTuyeckn BO Bcex oTtgenax JDK. OpHako,
CO C/OB MaMbl, YXY[LIeHNs camMO4yBCTBUS Y pebeH-
Ka He 6blNo, OAbILKN NMPU PU3NYECKOWA HArpy3Ke HeT,
ManbYuK aKTUBHLIA. Bblna NpoBefeHa Koppekuus Te-
panun XCH.

Ha doHe aHTnapuTMmnyeckoin Tepanuu 6eta-6/10Ka-
TOpaMu OTMeYeHa MONOXUTENbHAA AMHaAMWUKA B BUIE
YMEHbLUEHUSA MAOTHOCTU NOAUMOPGHBIX XeNynouKo-
BbIX HapYLLEHWI puTMa.

Mo pesynbTaTam reHeTUYECKOro MccnefoBaHna —
MOMIHO3K30MHOr0 CEKBEHWPOBAaHWA —  BblIIBNEHbI
2 myTtaumm B reHe DSP (NM_004415.4):c.448C>T,
(p-R150*); NM_004415.4:c, (p.L1563Efs*63), KoTOpbIE
accouuupoBaHbl € pa3BuTrem cuHapoma Kapsaxans.

[na paHHOro cuHApoma XapakTepHbIM fBAseTcs
pa3BUTME KaK pa3 /IeBOAOMUHAHTHOI hopmbl AKMIT
B COYETaHWW C NMOPAKEHUEM KOXHbIX [epuBaToB —
BOJIOC M anuaepmuca [1].

B HacToAWMA MOMEHT MalWeHT OCTaeTcs acuM-
NTOMHbIM,  (DM3NYECKYID  Harpysky  MepeHocut
YLOBNEeTBOPUTE/NIbHO. Pe6eHOK MoyyaeT MoanKoM-
MOHEHTHYK Tepanuto XCH wuHrnémutopamm aHruo-
TEH3MHNpeBpaLlaoLlero gepMeHTa, aHTaroHUCTOM
anb0CTePOHa, a TAKXKE aHTUAPUTMUYECKYIO Tepanuto
6eTa-6nokaTopamu U NPOAO/XKAET AMHAMUYECKOE Ha-
6N104eHME B HALLEM LIEHTpE.

Tom Ne 2 2 2022
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CuHgpom Kapsaxans (CK) aBnsetca reHetmye-
CKW [eTepMUHMPOBaHHbLIM 3a60/neBaHMEM C ayTo-
COMHO-PELECCUBHbLIM TUMOM HAaC/NefoBaHUA Bclej-
CTBME [ABYX MyTauuit B reHe DSP, B romMo3anroTHOM
NN KOMMNayHAHOM FeTepo3nroTHOM COCTOAHUKM [14].
PacnpocTpaHeHHOCTbL [aHHOro cuHgpoma meHee 1
Ha 1 000 000 yenosek [15]. CK BnepBble 6bi1 onmMcaH
B 1998 rogy y 21 nayueHTa M3 DKBagopa, a Takxe opa-
Ta u cecTpbl 13 CayaoBcKoil ApaBum, KOTOpPbIe CKOH-
yanucb oT BCC, HecMOTpSA Ha afeKBaTHYHO Tepanuio
cepAeyHoi HegocTaTtoyHocTh [14-16]. B Poccuiickoii
depepalmm [OCTOBEPHO [ETEKTUPOBAH U oOnucaH
O[MH CcNyyaii gaHHoro 3a6oneeaHus [15].

[JecmonnakuH aBnsetcad Hambonee npegcras-
NEHHbIM KOMMOHEHTOM LUENeBbIX KNETOYHbIX KOH-
TaKTOB — [eCMOCOM — B 3NuepMmce 1 Muokapme
N onpefenser MeXKNETOUYHYI afresuvto, nepegavy
CUTHANOB, K/IETOYHYI AnGhEepPeHLMPOBKY, a TakXe
opraHHblii mopghoreHes [14, 17]. MyTauun DSP Tak-
Xe HapywawT anddepeHUNPOBKY U MeXaHUYEeCKYHo
LIeNIOCTHOCTb KEPaTMHOLMTOB, YTO M ONpejenseT pas-
BUTWE KEpaTOLepMUU N U3MEHEHWNE CTPYKTYpPbl BOSIOC
[14, 18].

MyTauun B reHe DSP cBs3aHbl C 0COObIM (PeHO-
TMNOM 3a60/1eBaHuUA, NS KOTOPOro XapakTepHbl anu-
30[bl OCTPOro MOBPeXAEeHNA MUOKapa — «ropsiyue
thasbl». [JJaHHOE COCTOSIHME BO3HWKAET B pesy/bTaTte
MaCCUBHOM rMbenun MMoLMTOB 1 «B3PLIBHOr0» (hrnbpo-
3a U, KaK CefCcTBue, NPMBOAMT K NPOrpeccupytoLLel
CUCTO/IMYECKOW AUCPYHKLMM, @ TaKXKe BbICOKOMY pu-
CKY >KeNyLOYKOBbIX HapyweHuid putma. Creyuduy-
HbIM MapKepoM «ropsueii» hasbl ABNSETCA MOBbILIE-
HKE YPOBHS TPOMOHMHA NPW HOPMasbHO KOPOHApPHOA
aHaTtomuu [1, 19, 20]. 3TK opmbl YaCTO Knaccugpmum-
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PYHOTCSA KaK OCTpblii MMOKApAWT, 4TO 00YCNoBANBaeT
HU3KY0 AMArHOCTMYECKYHD TOYHOCTb KNAaCCUMYecKux
Kputepues AKMI [1, 21, 22].

Ona CK xapakTepHa Tpuaga KJIMHUYECKUX Mpu3Ha-
KOB: Kyp4aBO-LUepCTUCTbIe BOOCHI, MPUCYTCTBYIOT YXKe
npu poXaeHUn (BOSOCHI BbIOLLMECSH, MELIEHHO pacTy-
Wue, TPYAHO pacyecbiBaemble, SIOMKME); NaflOHHO-NO-
[LOLLBEHHbIN rMnepKepaTos, KOTOPbI NOABNAETCS, KOrja
pebeHOK HauMHAeT caMOCTOATENbHO XOAWUTb U NON3aTh;
KapAuanbHasa naTtonorus B BUAe AunaTauum U CHUXe-
HWSI COKPaTUTE/IbHOW CMOCOBHOCTM NIEBOTO XKeNy[0uKa,
a TakXe XXeny[AoyKoBbIX HapylleHuid putma [14, 16].
XapakTepHbiMy OKI-mMapkepamu [aHHOro CUHApOMaA
ABNAOTCA HU3KNIA BOMbTaX KOMMekcoB QRS, HapyLue-
HUS BHYTPUXKENY0UYKOBOI NPOBOAMMOCTH, & TakxKe UH-
Bepcus 3ybuos T B V1, V2, V3 unn V5 [23-25].

O6bIYHO y AeTel NepBbIX IET XU3HW OTCYTCTBYHOT
K/IMHUYECKWE MPOABIEHNS CO CTOPOHbI CepAeyHo-Cco-
CYANCTOW CUCTEMbI, HO 3MIEKTPOKapAnorpaguyeckmne
N 3xokapgmorpagmyeckme WU3MEHEHUs MOTyT OblTb
BbISIB/IEHbI Y>Ke B paHHeM Bo3pacTe [23]. B 60nbLWNH-
CTBe cnyyaeB y naumeHToB ¢ CK KOXHble N3MeHEeHUS
NpejwecTBYOT BO3HUKHOBEHUIO CEPAEYHbIX MPOsiB-
neHnid, n ae6oT XCH 06bIYHO NPONCXOANT K OKOHYa-
HMIO NepBO AeKafbl XN3HW [16].

JononHuteNbHbIMKM  nposiBfieHnAMM CK  moryT
OblTb NENKOHUXWS U TUNO/ONUTOLOHTUSA, Tunepkepa-
T03 B 061acTu crnbo., yTONLWEHNE HOFTE, Ncopmnaso-
NOAO6GHBIN KepaTo3 Ha HUXKHUX KOHeYyHoCTAX [14].

CK HeobxogmMmo oTrpaHMumBaTh OT Apyroro de-
HOTUMMUYECKN CXOXKEro 3a60/1eBaHUsA, TaKoro Kak CuH-
apom Hakcoc (CH). Ana CH Tak xe, Kak n gna CK,
XapaKTepHbl Kypyasble BONOCHI NPW POXAEHUU U pas-
BUTWE KEpaTOAEPMUUN HA NepBOM TOAY XWU3HU, OfHa-
KO, NaToMopgonormyeckne n3mMeHeHus npeobnagaroTt
B NpaBblX OTAenax cepaua, NpMBoOAA K pa3BuMTUIO npa-
BOAOMMHAHTHOro (peHoTuna AKMI. [eHeTnuyeckas
npupoga CH, aHanornyHo CK, obycnosneHa romosu-
rOTHbIMW MyTaLMAMW B FeHe ApYroro AecMOCOMHOr0
6enka JUP, kogupytowero nnakornobuH [26]. Maym-
eHTbl ¢ CH umetoT meHee He6M1aronpuATHLIN NPOrHo3
Mo cpaBHEHWO C cuHapomom Kapsaxans — 6onee
nosgHee passutMe CH ¥ MeHbLUWIA PUCK BHE3arHOW
cepaeyHoli cmepTu [26-29].

3AKNMIOYEHUE

CvHppom Kapsaxanb — 3TO Mporpeccupytolee
3ab0neBaHne C He6naronpuATHbLIM MPOrHO30M, CBS-
3aHHbIM C GbICTPbIM pPa3BUTUEM CEpAEYHOl HejocTa-
TOYHOCTU W BbICOKUM PUCKOM BO3HWKHOBEHUS XW3-
HeyrpoXXatoLlnx >XXenygouykoBbix aputmuii n BCC.
B cBfi3W € 3TUM, MpU BbIABMEHUW Y NauueHTa Xapak-
TEPHbIX (DEHOTMMUYECKNX MPOSBIEHWIA: Naf0HHO-MO-
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