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IIpencrapiieH aHAJM3 JTUTEPATYPbI MOCHEHUX JI€T, MOCBAUIEHHON KAapANOMHONATHAM, PA3BUBAIOIIMMCS NIPH HACJIEICTBEHHbIX JIe-
(ekrax odOmena BemecTB. PaccMoTpeHbl KApAMOMHONATHH KAK TsXKeJioe NPOsIBJIeHHe MePBUYHOTO NeruuTa KAapHUTHHA, AedeK-
TOB TPAHCIIOPTA U [B-OKUCJIEHNS JKUPHBIX KUCJIOT, OPrAaHMIECKHX alMIEMHil, JU30COMHBIX 00Je3Heil (B ToM uncie 6ose3nn [lomne,
oosie3nu Jlanona u ap.). OOpaieHo BHUMAHME HA KPUTEPUH IMATHOCTHKH YKA3aHHbBIX 3200/1€BAHHUIi U BO3MOKHOCTH JieYeHHs.
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The paper analyzes the recent literature on cardiomyopathies developing in inborn errors of metabolism. It considers cardiomy-
opathies as a severe manifestation of primary carnitine deficiency, fatty acid transport and p-oxidation defects, organic acidemias,
and lysosomal diseases (including Pompe disease, Danon disease, etc.). Attention is given to diagnostic criteria for the above diseases

and to the possibilities of treatment.
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Kip[[I/IOMI/IOHaTI/II/I — TeTeporeHHasi rpymnmna 3aboJe-
AHUIN cepala, XapaKTepU3YIOIIUXCS CTPYKTYPHOU
TMEPECTPONKON MUOKApJa, HEMPEPBIBHO MPOTPECCUPYIO-
UM TeYeHWEM M HeOJaronpusTHBIM TporHo3om. Kap-
NIMOMUOIIATUN SIBJISIIOTCST OMHOW M3 HamboJjiee 4acThIX
MPUYMH CMepTHU (B TOM YHUCJIe BHE3aITHOW) B JETCKOM
Bo3pacte. CorlacHO COBpPeMEHHBIM KjaccupUuKalm-
SIM  BBIICJSIIOT JWJAaTallMOHHYIO, TUMEPTPO(GUUECKYIO,
PECTPUKTUBHYIO KapaWOMUOIIATHIO, CUHIPOM HEKOM-
MaKTHOTO MMOKapaa, apUTMOTEHHYIO KapIMOMHUOIATUIO
MpaBOTO Keaylaouka M HekKJaccuduiupyembie (GOpMBI,
noapasaessisi UX Ha TeHETUYeCKHWe W HEereHeTUYecKue
[1, 2]. PacripocTpaHeHHOCTh KapAMOMMOTIATUI1 OTHOCH -
TEJbHO HEeBeJIMKa — €XeroaHo BhisiBisieTcs 1,13 cayuas
Ha 100 000 HaceneHus, OMHAKO BBICOKAsi CMEPTHOCTh
TpeOyeT YaydllIeHUs] TMaTHOCTUKW W JIEYEHUST 3TOM Ta-
tojjoruu [3]. Tak, BBDKMBaeMOCTb 3a IISTUJICTHUI TTepU-
O/ COCTaBJIIET TP AWIATAIIMOHHOW KapAMOMHUOIATUU
54%, [4], tuneptpoduyeckoit KapauomuonaTum — 90%
[5], pectpukTuBHOI Kapaunomuonatuu — 70% [6]. Bbl-
COKa YyacToTa BHE3aIlHOW CepAeuyHON CMEpTU: IO JaH-
HBIM HallMOHAJILHOTO aBCTPAJMIICKOTO MPOCTIEKTUBHOTO
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15-neTHETO MCCAemOBAaHUS OHA cocTaBiseT 5% Tpu Au-
JIATAallMOHHOW KapauoMuonatuu, 6% — Tpu TUIEepTPO-
uueckoit, 12% — npu pecTpuKTUBHOM [7].

B GonbIIMHCTBE ClydaeB OMATHOCTUKA KapIMOMUO-
MaTUX OCHOBBIBAETCS Ha KIIMHUYECKUX CUMIITOMAX U pe-
3yJbratax (QYHKIMOHAJILHOTO OOC/IeIOBAaHUSI, B TIEPBYIO
ouepenb dxokapauorpadun. [Ipu sToM MCTMHHAS 3THO-
Jlorus 3a0ojieBaHMSI 4YacTO He ycTaHaBiamBaeTcs [3, 8].
Hanpumep, mo manHBIM HaumOoJiee KPYITHOTO permucrpa
kapauomuomnaruii y aeteit CLIIA v Kanagwer, mumb B 33%
CJydaeB OIpeaesieHbl OCHOBHBIE TTPUYMHBI 3a00JIeBaAHUS
[9]. Bmecte ¢ Tem y neTeit ropas3no yailie 1Mo CpaBHEHUIO
CO B3pOCITBIMM TIPUYUHON KapIUOMMOIIATUI SIBIISTIOTCS
TeHeTUYECKU JeTePMUHUPOBAHHBIE METabOINUECKUe Jie-
dekThl. Tak, ecinu B 6oJjiee paHHUX MCCIEIOBAaHUSIX OBLIO
MOKa3aHo, YTO BPOXXIEHHBIE HAPYIIIEHUST OOMEeHa BEIECTB
CIIy>KaT TIPUIMHON Kapauomuonatuii B 5% ciydaeB [3],
TO B HACTOsIIIIee BPeMsI YCTAHOBJIEHO, YTO HAPYIICHUS Me-
TaboJIM3Ma 3HAYMTETHHO Yallle BBI3BIBAIOT Pa3BUTHE 3TO-
ro 3aboeBaHusT — B 26 1 16% ciyyaeB COOTBETCTBEHHO
runeprpodudeckas M AWIaTallMOHHAS KapaIuOMUOTIaTUK
UMEIOT MeTabonueckyto npuponay [10].

BpoxaeHHble HapyllleHUsT MeTaboI1M3Ma, BbI3bIBAIO-
e KapauOMUOIIaTHIO, KJIACCU(DUIIMPYIOTCS Ha OCHO-
BaHWUM JBYX TJIABHBIX MPUHUMMOB. [lepBBIi MPUHIINTT
OasupyeTcs Ha XapaKTepHCTHKe HapylIeHWil oOMeHa
BEILIECTB. HapyIIeHUs MeTaboJIM3Ma aMUHOKHCIIOT, Op-
TAaHWYECKUX KUCJIOT, XUPHBIX KUCJIOT, Je(eKThl TpaHC-
MmopTa KapHUTHHA, OOMeHa TJIMKOIPOTEWMHOB, TJIMKO-
reHa, nedeKTbl TTUKO3WINPOBAaHMSA. BTopoil MpuHIU
KiraccuuKau OCHOBaH Ha W3MEHEHWM OpTaHesul
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KJIETKU: BBIICIISIIOT JTU30COMaIbHbIe 0O0Je3HU HaKOILIe-
HUSI, MUTOXOHIPUAIbHbIE U TTEPOKCUCOMHEBIE 3a00J1eBa-
Hus [8—11]. Haubosee yacto BcTpevaloTcsl HapylieHUsI
OKUCJIEHUsI XUPHBIX KUCJIOT, OpraHNYecKre aluaypuu,
00JIe3HN HAKOIJICHMSI, B TO BPeMsT KaK BpOXICHHbBIE Je-
(beKTH TIIMKO3MIMPOBAHUS U MUTOXOHApPUATbHBIE 0O-
JIE3HU peXKe JUATHOCTUPYIOTCS y AeTe MepPBBIX JIET K13~
HU ¢ KapauoMuonatusmu |8, 10, 12, 13].

ITo maHHBIM perucTpa, CTPYKTypa MeTabOIMIEeCKUX
MPUYMH ITWJIATAIMOHHOW W TUTEepTpodUIecKoil Kap-
IMOMMOITATUM HeCKONbKO paznmuaercsa [14]. Ilpu ru-
neprtpoduyeckoit dopme Hambojiee YacTbIM BapHWaH-
TOM BPOXIEHHBIX HapyIIeHUIA MeTaboIu3Ma SIBISIOTCS
[JIMKOTEHO3bI, Ha HUX MpUXoauTcst okoso 40% ciydaes,
B 20% ciyyaeB TMarHOCTUPYIOT HapYyIIEHHWS TPaHCITOPTa
KapHUTWHA, WX JeEeKThl OKUCIECHUS XXUPHBIX KUCJIOT,
WY HapyIIeHUs] OKUCIUTENBHOTO (PoCchOoprIMpOBaHUST
(MUTOXOHIpUATbHBIE Gose3Hn). [lpm AMIaTallMOHHON
KapaIMOMUOIIATUM BPOXIECHHBIE HapyIIeHUsT oOOMeHa Be-
IIECTB TIPEACTaBIeHbl HapYIIEHUSIMU OKUCIUTEBHOTO
dbochopummposanus B 40% cnydaeB, nedeKTaMu TpaHC-
MopTa KapHUTWHA WA HApYLIIEHUSIMU OKUCIICHUS KUP-
HBIX KUCJIOT — Takke B 40% [4]. [Ipu cMelaHHOM TUIIe
KapaIuoOMUOIIaTUM TipeoOmanaioT (6omee 60%) Hapyle-
HUS OKHUCJIMTEIbHOTO (pochoprmmpoBanus [3].

OrnpeneieHre 3TUOJOTUU KapAUOMHUOTIaTUN Ha TIep-
BOM TONy XXM3HHM OOJIbHOTO peGeHKa MMeeT pelliaroliee
3HAYeHWe TSI BEIPAOOTKM TaKTUKU BEIECHUS TallleHTa,
HaszHaueHUs TUhGepeHINPOBAHHON MAaTOTEHETUYECKOM
Tepanmii M CBOEBPEMEHHOTO MEIUKO-TeHETHUECKOTO
KOHCYJIBTUpOBaHUS. PaHHSAS OMarHOCTMKa W Ha3Haye-
HUE Cen(PUIecKOro JIeYeHUs TTO3BOJISIIOT KOPPUTUPO-
BaTh MeTabOJIMUECKUE PACCTPOMCTBA, YAYIIIUTh TPOTHO3
TeyeHUs 3a0oJieBaHUS W TPOPUIAKTUPOBATL Pa3BUTHE
psina cepbe3HbIX ocnoxHeHuit [3, 8, 10]. Crenyer momu-
YepPKHYTh, YTO B CIyJae MO3AHEN TMarHOCTUKU Kapauo-
MHOMATHI, WMEIOINX MeTaboINYeCKyl0 STHOJIOTHIO,
MPOTHO3 pe3KO yxymiraercs. Tak, MPOrHO3 TeUEHUS TH-
epTpouIecKoil KapaIuOMUOIATUN 3HAYUTEBHO XYXe
MpU MeTabOJIMUECKOi Tpuponae O60JIe3HU, CMEPTHOCTh
B OTOI TpyIIe MAIlMEHTOB 3a IBYXJETHUM MepHoj Ha-
omoneHus focturaet 57% no cpaBHeHuIo ¢ 2% npu nep-
BUYHBIX (DOpMax KapAMOMUOTIATUN, BO3HUKAIOIINX B pe-
3yJbTaTe MyTalluii TeHOB CApKOMEPHOTO KoMILIekca [5].

OueHb BaXXHOW TIpOOJIIEMOI SBISIETCS BBIACICHUE
KIMHUYECKUX U JJAOOPaTOPHBIX MPU3HAKOB, HAa3bIBAEMBIX
B aHTJIOSI3bIUHONM JuTepatype «red flag», KoTopbie O3B0~
JIAIOT MPEATTOIOXKUTh METAOOIMUYECKHI TeHEe3 KapaAUuOMUO-
matuii. OCHOBHBIE CUMIITOMBI CYMMUPOBaHbBI B TAOJTHUIIE.

3Ha4yeHue gaHHbIX aHaMHe3a B AMarHoCTuKe
MeTabonuyeckux KapguomMmuonaTui

OCOOEHHOCTBIO psiia META0OJIMUYECKUX KapAuOMUO-
MaThii, CBSI3AaHHBIX C HapyIIeHWEeM KJIETOYHON 3Hep-
TeTUKW WA HaKOIIEHMEM TOKCUYHBIX METabOJIMTOB,
SIBJISIETCSI OCTPOE BO3HUKHOBEHUE CEpICYHON HemocTa-
TOYHOCTH, BBI3BAHHOE META0OJIMYECKON IeKOMIIEHCA-

OB30PbI JINTEPATYPbI

et Ha (PoHe PHEepPreTUIEecKOro crpecca. B KadecTBe
SHEPreTUYECKOro CTpecca MOTYT PacCMaTpUBAThCS WH-
TEePKYpPPEeHTHbIC WHMEKIINY, OTepaTUBHBIC BMENIaTeTh-
CTBa, TOJIOAaHNE, Ype3MepHast Gu3nIeckast aKkTUBHOCTD.

CreyeT y4yuTHIBaTh, YTO CBS3b CEpHEYHON ITEKOM-
MeHcalluK ¢ TepeHeCeHHOM MH(MEKINeN SBIsIeTCs TIpu-
YUHOW OWAarHOCTUYECKUX OIIMOOK M HeOoNpaBIaHHOMN
MOCTAHOBKHY AMarHo3a MUoKapanTa. B aTux ciaydasx mpa-
BWJIBHOM TMAarHOCTUKE TTOMOTAIOT M3MEeHEeHUs B Jlabopa-
TOPHBIX TTOKA3aTeNIsIX: MapKepbl HapyIIeHW (QYHKIIMiA
reyeHu (MOBBILIEHWE YPOBHSI TpaHCAMWHA3, OUIUPYOu-
Ha), TMIOTIMKeMUsI, MeTabOTNIYEeCKUI aluao3, TUTIep-
aMMOHUMEMUsI, OpraHWYecKasl aluaypusi, TUTIepIaKTaT-
WY TUTIepIIupyBaTauaeMust. bosbloe 3HaueHUE UMEET
BBISIBJICHUE Y MaTepu BO BpeMsi OepeMeHHOCTH, Halpu-
Mep, TaKUX CUMIITOMOB, KaK XUpoBast TUCTPOGUs Tie-
YeHM, TeMOJIU3, TIOBBIIIIEHNE aKTUBHOCTH TpaHCAMUHA3,
tpombouutonenusi (HELLP-cunapom).

CreayeT y4uTBIBaTh, YTO MHOTHE HACJEICTBEHHBIE
0oJsie3HN OOMeHa BelIeCTB He BKJIIOUEHBI B MPOrpamMMy
MacCOBOTO HEOHATATbHOTO CKpWHWHTA. [TosTOoMy amu-
30[bI PBOTHI, BSIJIOCTHA, COHJIMBOCTH, THITOTJIUKEMUN
U MeTaboJIMYecKOol JIeKOMIICHCAIINU, HeI0CTaTOYHasI
npubaBka Macca Teja y JeTell paHHEro Bo3pacTa sIBJIsI-
JOTCS BaXKHBIMA CUMITTOMAaMM BO3MOKHBIX BPOXKIEHHBIX
nedexkToB Merabonusma. [lomropraHHbie HapylleHUS,
3alepKKa Pa3BUTHSI, HU3KUI MBIIIIEUHBIM TOHYC, TPyObIe
YepThl JINIA, YBEJIWYEHHBIN SI3bIK, PELUMIUBUPYIOIINE
WHTepKYyppeHTHbIe 3a0osieBaHusl (otutsl, OPBU), mbI-
IeYHble 00MM TPeOYIOT MCKITIOYeHUs HaCIeICTBEHHBIX
0oJie3Helt oOOMeHa BELIECTB.

KomOuHauua kapamomuonaTum 1 0OMeHHbIX
HapyLlueHuin

OCHOBHBIMU OTKJIOHEHUSIMU B OMOXMMUYECKUX T1O-
KaszaTessix y TMallMeHTOB C MEeTaO0OJMUYeCKUMU Kapauo-
MUOTMATUSIMU, TPEOYIOIIMMU YTOYHEHUS] UX TeHe3a, SIB-
JISIIOTCSI TUTIOTJIMKEMUSI, CHYDKEHUE YPOBHSI CBOOOIHOTO
KapHUTHWHA, HAKOIUIEHWE allWJIKAPHUTUHOB, BBICOKAsI
9KCKpeIs TUKapOOKCUIbHBIX JKUPHBIX KUCJIOT, METabo-
JIMYECKUI allUI03.

Tunormmkemusi, Kak IpaBUJIO, BOZHUKAET B pe3yjibTrare
HeaddeKTUuBHOrO Meraboiu3ma KUpOB, TIPU Hapylle-
HUM pacIIeTICHUS] TPUIJIMLEPUIOB, YTUIN3AIUU XUP-
HBIX KMCJIOT, pacCTPOMCTBAX TJIIOKOHEOreHe3a — BaXKHBbIN
MPU3HAK SHEPreTUYECKON HEeI0CTaTOYHOCTU. YPOBEHb
KETOHOBBIX TeJl (HU3KWI1 MM BBICOKMIA) SIBJISIETCSI BaX-
HBIM JIMAarHOCTUYECKMM MapKepoM i JajbHEeHIIero
MOUCKa 3TUOJIOTUM 3TUX HapylueHui. s yTouHeHUsI
MPUPOJBI TUTTOKETOHEMUYECKOI TUIOTJIUKEMUM Heo0-
XOIMMO OIpeAeINTh YPOBEHb WHCYJIWMHA, KapHUTUHA
U KUPHBIX KUCJIOT.

TunornukemMust pu HU3KOM YPOBHE KETOHOB B CO-
YyeTaHWM C HU3KUM YPOBHEM WHCYJIMHA YKa3bIBaeT
Ha HapylIeHUE paclleTuIeHUs] TPUTIMLIEPUIOB Ha XUP-
HbIe KUCJIOThHI W TJIMLEPOJ WK AedeKThl MpeBpaIieHUs
SKMPHBIX KMCJIOT B K€TOHBI B XOJI¢ OKHUCIICHUS KUPHBIX
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kucioT. JlaHHast cuTyauusl XxapakTepHa [l HapyleHU i
MeTaboM3Ma KUPHBIX KUCIOT U/WJIM HU3KOTO YPOBHSI
kapHutrHa. st Beprdukanum gmarHo3a 00Jibllioe 3Ha-
YyeHue MMeeT OoMpelesieHUe allMJIKapHUTHUHOBOTO TIpO-
¢bust, TMKapOOKCUIBHON alluaypun, YPOBHSI KapHUTH-
Ha. OTCYTCTBUE TOBBIIICHUST TMKAPOOKCUIBHBIX KUCIOT
yKa3blBaeT Ha HapylIeHUE TPAHCIOPTa KUPHBIX KUCIOT
yepe3 HapyXHYI0 MeMOpaHy MUTOXOHIIpUi, YTO HAOJII0-
JlaeTcsl MpU CUCTEMHOM AeUIINTe KapHUTUHA WA Ha-

pylLIEeHUN TIepeHoca XKUPHBIX KHUCIOT yepe3 MeMOpaHy
MUTOXOHAPUIA, HaripuMep, MPU HEIOCTATOUHOCTU Kap-
HuTuHNaIbMuTonnTpancdepassl Il. Ilpu BbisiBIEeHUU
NMKapOOKCUIBbHOW aluaypud HauOoJiee BEPOSITEH Jie-
(eKT B-oKUCIeHUS] KUPHBIX KUCIIOT.
TunoxkeroHemMuyeckasi TMIOTIMKEMUST B KOMOMHALIMU
C BBICOKMMU 3HAUYCHUSIMU MHCYJIMHA MOXET BCTPEYaThCsI
npu cuHapoMme bexkButa—Bumemana, metaboauuecKoOM
CUHJIpOME, Y IETel MaTepeii ¢ caxapHbIM 11a0ETOM.

Tabauya. OcHOBHDBIE KIMHUYECKHE U OMOXMMUYECKHE MPU3HAKN HAPYILEHHiT 00MEeHA BEIeCTB MPU META00IMYECKMX KAaPANOMHONA-
Tusx (no Byers B Mmomudukanun) [8]

3aboseBaHus Buoxumuyeckue HapyleHUs Knunuueckue mapkepsl «red flag»
[ToBblillIeHWE B MJ1a3Me ypOBHS JlakTaTa,  [MMOTOHMS, 3aIepKKa/perpecc pa3BUTusl, MoJu-
MuTtoxoHapUaibHbIE yp ? > 3aIep (ENEet ’
ajaHWHA, TPOJMHA OpraHHbIe HAPYIIEHUSI
TToBbIIEHNE B MOY€E YPOBHS 3-METHII- [unoToHus, oTcTaBaHKe B (PU3NUYECKOM pa3BU-
Cunnpom bapra

Jedbunut amn-KoA nervu-
pOreHasbl XKUPHBIX KMUCJIOT
C OYEHb JUIMHHOM 1I€TIbIO

Jedunnt aun-KoA neruu-
pOTeHa3bI XKUPHBIX KICJIOT
C JUIMHHOM LIEMbIO

JedummT TpudyHKINO-
HaJIbHOTO OeJKa

CucTeMHBbIN 1eUIIAT Kap-
HUTUHA

JledunT KapHUTUH-TIAJb-
muTomaTpaHcdepassr 11

Inukoreno3 I1 Tumna
(607ne3nHb [TomIte)

Myxkomnonucaxapumo3 | tuma

Myxomnonucaxapuao3
11 Tuma

[IponmroHoBast auuaypust

MajioHOBasI ALy pust

BpoxkneHHble HapylIeHUs
[JIMKO3WIMPOBAHUS

JIIOTAKOHOBOM KUCOThI, HEUTPOIEHUS

rI/IHOI‘III/IKeMI/IH, MOBBIIICHUE YPOBHA
Kp€aTUHKMWHAa3bl U CM,I-aL[I/IIlKapHI/ITI/IHa

[umornvkemust, TOBBINIIEHE B KPOBU
yposua C, | — C, -aluIKapHUTUHOB

[unornukemus, alya03, MOBBIIEHNE
AKTMBHOCTU TPAHCAMUHA3, CHIDKEHHE
IOKa3aTessi CBOOOIHOIO KApHUTHHA,
nosbinieHue conepxanug C . OH, C,,,

C,,.» COH anmnkapHUTMHOB

rI/IHOI‘JII/IKeMI/IH, AaHEMU:, ITOBBIICHUE
AKTUBHOCTU TpaHCAMHHAa3, pE3K0OE
CHUXEHUE ToKa3aTesisi CBOOOHOrO

" CBA3aHHOTO KapHUTHUHA

[nornukemMus, aluya03, TMIIEPAMMO-
HUEMUS, HU3KUIA YPOBEHb CBOOOTHOTO
KapHuTHHA, nosbimenune C, —C,  aunn-
KapHUTUHOB

CHUXXEHUe aKTUBHOCTU KUCJION aibha-
TDIIOKO3UAa3bl

[ToBbIIEHNE 9KCKPEITUU ITTUKO3aMU-
HOTJIMKAHOB, CHIDKEHVE aKTUBHOCTH
anbda-L-nnypoHuaassl

TToBbIlIEHNE 9KCKPELMHU TIMKO3aMH-
HOTJINKAHOB, CHVDKEHNE aKTUBHOCTHU
UIypOHaTCyIbdaTasbl

MeTtaboauueckuii aluio3, TMmepaMmo-
HHEMMS, 9KCKPELMS 3-TUIPOKCUIIPO-
MMMOHATA, METUJILIUTPATA, TUTJIMITIALIA~
Ha, MPONMVOHWJITIUIIMHA, TTOBBIIIEHNE
ypoBH# C, aMIKapHUTHHA B KPOBU

TumornukeMust, aua03, KETO3, 0~
BeieHue yposusa C,-DC kapHuTiHa

B KPOBHM, BBICOKAsI SKCKPEIMSI MAJIOHO-
BOM KHCJIOTBI

Tpombo11MTO3, aHEMMSI, KOATYIOMaTHSI,
TMIIOTJIMKEMUST, aHOMAJIbHBIN CITEKTP
TpaHC(hEPPUHOB

TUU

[MeyeHouHas nuc@yHKIMS, MeTaboaMYeCKast
JIEKOMITEHCAIIMSI TP MHTEPKYPPEHTHBIX 3a0071e-
BaHUSIX

PBoTa, rumotoHus, CyI0poru, BSUIOCTh, COHJIU-
BOCTb, JbIXaTeJIbHbIE PACCTPONCTBA

PBora, nuapest, rumoToHUsI, CyIOPOTH, PACCTPOI-
CTBa AbIXaHUs, HapylIeHUe PYHKIMY TIeYeH!

BstmocTh, COHMBOCTD, PBOTA, 3aepKKa pocTa,
IACHYHKIUS TIEIEHI

YepenHo-MIeBast AM3MOPDOUS, CyIOPOTH,
TUITOTOHMS, TeTIaTOMETaINsI, IIOYeUHasT HeI0CTa-
TOYHOCTh

MpbiiieuyHas TUIMOTOHMA, MaKpPOIJIOCCUA

HapyiieHue pa3Butusi, yepenHo-auieBast
TU3MOPGUST, HU3KOPOCIOCTh, TYTOIOABMKHOCTh
CyCTaBOB, TEIIaTO- U CIUICHOMETaJIUs, HapyllIeHue
3peHUs U ciiyxa

YepemHo-auieBas 1u3Mopdusi, HI3KOPOCIOCTb,
TYTOIIOABIKHOCTD CYCTaBOB, I€IaTO- U CIIEHO-
MeTaust

MpbiiieuHas TUIIOTOHM:A, pBOTA, BAJIOCTb, COHJIM -
BOCTb

[umoToHus, 3aepKKa,/perpecc pasBUTHs, pBOTa,
CYIOpOTH

[unoronwus, 3agepxKa pa3BUTHsI, YEPETTHO-JIU-
1LIeBbIe TM3MOPMUH, TTOPOKH Pa3BUTHST, KPOBOU3-
JIUSTHUE B MO3T, TETIaTO- U CTUIEHOMETaJIUSI
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KoMOuHaims runorimkeMun ¢ yMepeHHbIM WU Bbl-
COKMM YPOBHEM KETOHOB TPeOYeT Orpee/IeHUsI OpraHU-
YEeCKUX KHCJIOT B MOYe, JJaKTaTa W MUpyBaTa B ILJIa3Me.
Bricokas moyeyHast SKCKpelusl XapaKTepHBIX OpTaHU-
YeCKMX KUCJIOT HaOmomaeTcsd TMpU IIPONMOHOBON alu-
NIeMUU, METUJIMAJIOHOBOM allMeMUu U APYTUxX 3adoJie-
BaHUSIX M3 TPYMITbI HACJIEACTBEHHBIX IedeKTOB oOMeHa
opraHm4yecKux KucioT. [loBwIIeHNMEe ypOBHS JaKTaTa
U MApyBaTa B KOMOMHAIIU C METaOOJUYECKUM alUI0-
30M MOXET YKa3blBaTh Ha MUTOXOHApPUAIbHOE 3a00J1eBa-
Hue. [umornukemMust Takke HaOJromaeTcs y MallMEHTOB
C IJIMKOT€HO3aMHU.

HapylweHus KapHUTUHOBOro oOMeHa u/unm
BPOXAEHHble HapyLLeHUsl 0OMEeHa XXMUPHbIX KUCNOT

Ot nedekThl 0OMeHa BelleCTB SIBJISIIOTCS HauboJiee
4acTOW MPUYMHON pa3BUTUS METaOOIMUYECKUX Kapauo-
muonatuii [4, 14] u He MeHee 5% cilydyaeB BHeE3aITHOM
nerckoii cmeptu [15]. Hapymrennst metabonmama XXup-
HBIX KUCJIOT MOTYT BO3HUKaTh BCJEACTBHE CHCTEMHOTO
JeduunTa KapHUTUHA, HEIOCTATOYHOCTH (PEepPMEHTOB,
obecrneuynBaroMX MepeHoC COeNMHEHN KapHUTUHA Ye-
pe3 MeMOpaHy MUTOXOHIPHIA, a TAKKe TIPU Te(eKTax M-
TOXOHIPUATHHOTO [3-OKUCIIEHUSI JKUPHBIX KUCTIOT [16].

Jepuunt KapHUTMHA JMATHOCTUPYIOT, €CIW KOH-
LIEHTpalKsl CBOOOAHOTO KapHUTHHA B Iia3mMe MeHee 20
MKMOJIb/JI, a coliepXaHue B TKaHsaxX MeHee 20% OT HOp-
MBI. BBIIEASIOT IepBUYHBIN Ae(UIIUT KApHUTHHA U BTO-
PUYHBINA JeUINT, KOTOpBIN pa3BUBaeTcs Ha (oHe
JIPYTUX BPOXICHHBIX HapylIeHUd MeTabonu3ma, Co-
MTPOBOXIAIONINXCS TIOBBIIIEHHON YTWIM3alMeil KapHU-
THHA (OpraHWYecKWe auuaeMUM, NedEeKThl OKUCICHUS
SKUPHBIX KMCJIOT, HapylIeHUsI OKUCIUTENIbHOTO (hocho-
punupoBanus). CHIKEHME YpOBHSI KapHUTHMHA TakKXke
BO3MOXHO TIpU psiie COMaTUUECKUX 3a00JieBaHUI 1 TIa-
TOJIOTMYECKHUX COCTOSTHMI [16, 17].

IMepBuunblii AebUIUT KAPHUTHHA MOXET TTPOSIBIISITHCS
B IBYX (popmax: cuctemHoii [18, 19] u MbimeuHoit [17-
19]. CucremHblii neUIIAT KApHUTUHA OOYCJIOBJIEH MY-
taumeil reHa SLC22A5, noKanm3o0BaHHOTO Ha IJIMHHOM
rureye xpomocoMbl 5 (5q319). TlponykTom reHa sIBIIsIET-
cst 6enmok OCTNZ2, nepeHoCsIMIT KapHUTUH. 3a00JeBa-
HUE HaCJeIyeTcsl 1O ayTOCOMHO-PELeCCUBHOMY THITY,
BO3pACT MOSIBJIEHUs] HaYaIbHBIX MPU3HAKOB BapbUPYET
ot 1 Mec 10 7 net (B cpeaHeM 2 rosa). Y TeTepo3UTrOTHBIX
HocuTteneit reHa SLC22A5 MmoxeT HaOMOAaThCS Kapano-
MHoOMaTusi, (OPMUPYIOIIASCSI He paHee MOAPOCTKOBOTO
Bo3pacTa [19, 20].

ITpu panHem nebroTe 3a001eBaHMUs TTIEPBLIMU MTPU3HA-
KaMH CJTy>KaT OTKa3 OT KOPMJICHHUSI, Pa3IpaskUTeIbHOCTD,
HU3Kasg TpubaBKa Macchl, OTCTaBaHWE B (PU3NIECKOM
U TICUXOMOTOpHOM pa3Butuu. [IpucrtynooOpa3sHo BO3-
HUKAIOT TUMTOTTMKEMUYECKU-TUTIOKETOTUUECKIE KPU3HI,
YTO TIPOSIBJISIETCSI OCTPOM BSHIedamonaTueil (BSJIOCTb,
COHJIMBOCTb JIMOO TIOBBIIIEHHAsT BO30OYIMMOCTh W pa3-
NIPaXXUTEJIbHOCTD), TOBTOPHOI pBOTOI, HapacTarollei
obmIeit cimabocThlo, Taxukapaueil. B mampHeitmem pas-
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BUBAIOTCS TeIaTOMeTajiis, CTeaTo3 MeuyeH, HapyIIeHusT
JKeJTyIOUYHO-KUIIIEYHOTO TpakTa (0oiu B KMBOTE, Jua-
pest), MUOTIAaTUIECKUI CUHAPOM (MBIIIeUHasi cJ1aboCTh,
runoToHus). TsokecThb 3a00IeBaHMs BADBUPYET OT JIETKUX
IO KpaliHe TSKeJIbIX BapUaHTOB.

JlunaTtallioHHass — KapAWOMUOIIATHsS — pa3BUBAETCS
B 30—40% ciy4aeB cUCTeMHOTO IeHIMTAa KapHUTUHA
yXe B Bo3pacte 3—5 mec [20—22]. IpaHuubl cepaia pe3ko
pacIIMpeHbl, TOHBI TIIYXUE, PUTM Tajlona, CUCTOJIMIeCKUi
IIYM OTHOCUTEJIbHON HEZOCTATOYHOCTH MUTPATLHOTO
W TPUKYCITUAATBLHOTO KJIaraHoB, peXke MUACTOIMYEeCKUIA
myM, akieHT Il ToHa Haj JIeroYyHOo# apTepueil, TaXUITHO?.
PaHo pasBuBaeTCsl M OGBICTPO TPOTPECCHPYET CepaevdHast
HEIOCTaTOYHOCTh: HApacTalOT TaXWKapausi, OIBIIIKA, Te-
MaTOMETAJIVS, TIOSIBIISTIOTCST 3aCTOMHBIC XPUITBI B JIETKHX,
BO3HMKAIOT OTE€KHM, BO3MOXKHO Pa3BUTHE aclMTa, HAKOII-
JIEHWE KUIKOCTU B TIepyUKape W TUIEBPaJIbHBIX TOJIOCTSIX,
B 20% cirygaeB BO3ZHHUKAIOT TPOMOOIMOOTIMIECKIE OCTIOXK-
HeHus [22]. TpaauliMOHHOE MEAVMKAMEHTO3HOE JIeUeHUE
CepIeYHOl HeA0CTaTOYHOCTH MayoadhdekTuBHO. YacTto
BO3HUMKAIOT HApYIIEHUsI CEpIeUHOr0 pUT™Ma; Ha (DOHe THU-
rormuKeMundeckux KpusoB B 10—20% ciydaeB BO3MOXHa
BBIpaXKeHHAas TPAH3UTOPHAs OpaauKapavs, BIUIOTh 10 aCU-
CTOJIMM, YTO BEJET K BHE3AITHOM cMepTH pebeHka [16].

Ha OKI ompenensercsd BBICOKMIT BOJIBTaXX KOM-
ruiekcoB QRS 3a cueT KOMIIEHCATOPHOU rurieprpoduun
CyORNMKapANATBHBIX CJIOEB MHUOKapaa, BBIpakeHHBIE
nireMudeckre naMeHeHus. Crielu@UIHbIM TPU3HAKOM
KapHUTUHOBOM KapIWOMUOIATUU SIBJISTIOTCSI «TUTaHT-
ckue» 3yOunl 7, TIpeBbIlIAlONIMe 0 BeJIMYnHe 3yoelr R
JKEJTyIOYKOBOTO KOMILIEKca. PEHTreHOJTOTMYeCcKH orpe-
NeISIeTCST KapauoMeraus TPEerMYIIeCTBEHHO 3a CYeT
YBEJIMUEHMS JIEBOTO XKEIyIOYKa U JIEBOTO TIPEICEPIus.
Dxokapauorpadus BEISIBISIET pe3Koe CHIDKEHUE CHUCTO-
JINYECKOM (hYHKIINU, 3HAYUTETbHYIO TUIATALINIO JIEBOTO
JKeJTyIouKa U JIEBOTO MpeAcepaus, YIUIOTHEHUE XOCUT-
HaJja oT aHHoKkappa [19, 22].

JlabopaTtopHble TIpM3HAKM CUCTEMHOIO AeuIin-
Ta KapHUTMHA: HU3KWI YpOBeHb KapHUTHHA B TKaHSIX
(medyeHu, MblIIAX); TUMOMIMKEMMs 0e3 Kerosa; Mo-
BBIIIIEHWE aKTMBHOCTU TpaHCAMWHA3, YPOBHS aMMHa-
Ka B TIla3Me; TMIIOXpOMHasl aHeMUs. YpOBeHb CBO-
6OIHOTO KapHUTHMHA B KPOBU pPE3KO CHIKEH — MeHee
5—10 MKMOIb/J, conepKaHUe CyMMapHBIX alluIKapHU-
TUHOB MeHee 5 MKMoub/J. B nefikouuTax u ¢pudpobdia-
cTax CHUKEH 3aXBaT KapHUTHHA (0KOJIO 3% OT HOPMBI).
OTCyTCTBUE HAKOTUIEHUS allUJIKAPHUTUHOB B KPOBU, HOP-
MaJbHOE colepKaHue TUKapOOKCUIBHBIX KUCIOT B MOYe
CIyXaT KPUTEPUSIMU, TIO3BOJSIOIIUMM WCKITIOYUTh Je-
dexThl B-okucaeHus XXupHbIx Kucijor [17, 19, 21 ].

B penkux ciyyasix CMCTeMHBIN Oe(UIIMT KapHUTHHA
MOXET MPOTeKaTh OTHOCUTELHO OJIATOTIPUSITHO U TTPOSIB-
JIATBCS TOJBKO YMEPEHHOM 3aIepsKKOM (PU3MUECKOTO pa3-
BUTHSI, YACTBIMU WHTEPKYPPEHTHBIMU 3a00JIeBaHUSIMU,
TPaH3UTOPHBIMA M3MEHEHMSIMU Cepilla B BUIE PaCIIv-
PEHUST TOJIOCTEN M CHIDKEHUSI COKPATUTENIbHOM CITOCO0-
HOCTU MHOKapja, 4To 3aTPYAHSIET CBOEBPEMEHHYIO Iua-
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rHoctuky. Hamu paHee omucaHo HaOofeHUe pedeHKa
5 JIeT ¢ CUCTEeMHBIM JIeDUIINTOM KapHUTHHA, 3a00JIcBaHIE
KOTOPOTO JTUTETEHO TIPOTEKAJIO ITOIl MACKON MUOKapIHTa
[23, 24]. TTopaxeHue cepalia B BUae KOMOMHAIIMK TUTIEP-
TpodUM W TMTATAIINK JIEBOTO KeTyI0YKa, CHUKEHUST CU-
cToM4IecKol (hYyHKITMU ¢ TIpU3HAKaMU CepIeTHON Hemo-
CTaTOYHOCTH MaHU(DECTUPOBATO Ha (hOHE TIEPEHECEHHOTO
OoponxwTa. [InarHo3 peGeHKY OBUT YCTAHOBJIEH Ha OCHO-
BaHWUU PE3KOTO CHITKCHUS YPOBHST CBOOOTHOTO KapHUTH-
Ha (2,9 MKMoub/1 ipu HopMe 20—60 MKMOJTB/TT) U CyM-
MapHOTO KOJMYeCTBa allMIKAPHUTUHOB (2,7 MKMOJIb/J
pu HopMe 0ojiee 5 MKMOJIb/J1) U MOATBEPKIACH BBISIBIIC-
HueMm mytaiuu reHa SLC22A5 B TOMO3ZUTOTHOM COCTOSI-
HuM (aenenust 9k3oHoB 8—10). Haznauenue L-kapHurrnna
(anbkap B no3e 70—100 Mr/Kr B CyTKM) CIOCOOCTBOBAJIO
HOpMaJIM3alMK  TTOKazaTesiell (hU3MIeCKOTO Pa3BUTHS
1 YCTPaAHEHWIO U3MEHEHU CO CTOPOHBI Cep/Ilia.

AJITOPUTM TUAarHOCTUKY HApyIIeHU 0OMeHa KapHU-
TUHA U KUPHBIX KUCJIOT MPENCTaBIICH Ha PUCYHKE.

JedekTsl TPAaHCMEMOPAHHOTO TPAHCIOPTA  JKUP-
HBIX KHCJIOT — TIOATpynmna 3abojeBaHuii, o00-
YCJIOBJIEHHBIX HEJI0CTaTOYHOCTbIO dbepmeHTOB

(kapHuTUHNATBMUTOMITPaHCDepasbl I u I, kapHUTH-
HAlMJIKAPHUTUHTPAHCIOKA3a), OCYIIECTBISIIONINX Mepe-
HOC COEIMHEHMI KapHUTHHA C allWJIbHBIMU OCTaTKaMu
SKUPHBIX KUCJIOT (AlWJIKAPHUTUHBI) B MUTOXOHAPUM.
Jeduuut ykazaHHbIX (PepMEHTOB PE3KO HapylllaeT yda-
CTHE XMPHBIX KUCJOT B SHEPTETUYECKOM METaboJIn3Me,
MPOUCXOISIIIEM B MAaTpUKCe MUTOXOHApwii [16, 19, 21].
JlecekTbl MEMOPaHHOTO TpPaHCIOPTa XXUPHBIX KUC-
JIOT HaCJeIyloTCs ayTOCOMHO-PELECCUBHO U XapakTe-
PUM3YIOTCSI CXOMHBIMU KJIMHUYECKUMM TIPOSIBIICHUSIMU:

TUTIOTOHUS, BSIJIOCTh, COHJIMBOCTD, CYJIOPOTH, IbIXaTeTb-
HbIE pacCTPONCTBa, HapylleHue crysa, Peite-momoOHbI
CUHIPOM, THUITOKETOTHYECKasl THIOTIIMKEMUS, alluao3,
MOBBIIIIEHWE aKTUBHOCTH TpaHCAMWHA3 W KpeaTUHKWHA-
3bI, UHOTA TUTIepaMMonremus. [pu nepunmTe KapHU-
TUHNaTbMUTOMITPaHCMepaswl 11 yacTo cTpagaroT MovYKn
(TTOJTMKKUCTO3, AUCTIIA3US TIOYSUHOMN ITaApEHXUMBI, TUIPO-
Hedpo3, TYOyIsipHBIE PACCTPOICTBA).

TTopaxkeHue cepaia MPOSIBISIETCST C POXKICHNS B BUIE
TUTIEPTPODUU JICBOTO KeJyA0oYKa MU OUBEHTPUKYJISIP-
HOI TUTepTpodHu, peke BO3MOXHO Pa3BUTHE AMJIaTa-
LIMOHHOW KapAMOMUOTIATUU ¢ HU3KOM COKpPATUTEbHOM
CMOCOOHOCTHIO MUOKaApAA. YacTo perucTpupyroTcst Hapy-
IIEHWsT PUTMa Cep/lla, BO3HUKHOBEHUE KeTyI0YKOBOM
TaXWKapIUW MOXET MPUBOIUTHL K BHE3AITHOM CepaeuHOM
cmeptu. [16]. K coxkaneHulo, yKa3aHHbIEe 3a00JIeBaHUS
00OBIYHO JUATHOCTUPYIOTCS CIUIIKOM MO3IHO, YTO TIPU-
BOIUT K JIpaMaTUIeCKUM TTOCIEACTBUSIM, 4acTO C pa3BU-
THEM JIETAJIbHOTO Mcxoma. B peakmx ciaydasix Tpu Mo3J-
Helt MaHudecTauuu 3a0oyieBaHUSI TIPOTEKAOT Oosee
GJIarONMPUSITHO; OCHOBHBIE TPOSIBICHUS: OO B MBIII-
11ax, OOBIYHO COMPOBOXKIAIOIINECS MUOTJIOOMHYPUEH,
M3MEHEHUs CO CTOPOHBI Cep/Alla MUHUMAJIbHBI.

Ipu pedunMTe KapHUTUHIAIBMHUTOUITpaHC(hepa-
36l | ypOBEeHb CBOOOTHOTO KapHUTHHA B KPOBH MOXKET
ObITh MOBbILIEH, CHIXEHBI okasarenu C, - u C - alui-
KapHUTUHOB. 1T ABYX Apyrux (popM xXapaKTepHO CHU-
JK€HHWE YPOBHSI CBOOOTHOTO KapHUTWMHA W HaKOTUIEHHWE
C 1 C ;- aunIKapHUTHHOB [22—29].

JedekTbl OKUCJIEHHS] KUPHBIX KUCJIOT. JlaHHas mof-
TpyIIa BKITIOYaeT HECKOJBKO (hOpM ayTOCOMHO-periec-
CMBHO HAaCJIelyeMbIX 3a0oyieBaHUI, OOYCIOBICHHBIX

Anrupum AWArHOCTHKW HapyleHWA metabonuama HHPHBIX

OnpegeneHHe KapHHUTHHE (cBObBOgHOTO W bW eTo)
W AUMAKIPHUTHHOE
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PucyHok. ANropUTM TMATHOCTUKM HAPYLIEHUI 00MEHA KAPHUTHHA U JKUPHBIX KUCJIOT.
(C, — cpodoanbiii Kapautun; AC — anunkapautunbl; KK — xupnbie kucinorsi; CPT I — kapuu-

THUHHAJbMUTOMTpPaHCepa3a).
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nedekTamu epMEHTOB, TPUHUMAIOLINX YYACTHE B MUTO-
XOHIIpUATBHOM B-okuciaeHuu: aumi-KoA nerunporeHasa
SKUPHBIX KUCJIOT C OYeHb JTMHHOM LIETbIO, TPU(DYHKIINO-
HaJIbHBIN 6eNtoK, auni-KoA nermaporeHasa SKUPHBIX KUC-
JIOT co cpemHeit mmuHoi tenu, ami-KoA neruaporeHasa
SKUPHBIX KUCJIOT ¢ KOPOTKOM 1IeTbio U Ap. B pesynbrate
[B-OKWCIeHHSI TIPOUCXOIUT YKOPOUCHUE YIIIEPOTHON TIeTTH
allMJTLHOTO OCTaTKa ¢ obpazoBaHueM areTui- KoA Kak Ko-
HeuHoro npoaykra. [TocnenHuit Berymaer B 1iukia Kpebdca
U CIIY>KUT UCTOYHUKOM CHHTe3a KeTOHOBBIX Teat [21, 29].

3aboneBaHusl  XapaKTepU3YylTCs  TMPUCTYyoo0pas-
HBIM T€YeHUEM, OOYCIIOBJICHHBIM TUITOTJTUKEMUYECKIUMU
KpU3aMU, U MYJBTUCUCTEMHBIM TTOpakeHUEM — B IaTO-
JIOTUYECKUI TIPOIIECC BOBJIEKAIOTCS HEpBHAS M MBIIIEY-
Hasl CHUCTeMbI, cepiue, TedeHb. [Ipum nmedunure Tpu-
(yHkuMOHaNbHOTO Oefika HaOJI0faeTCsl MUTMEHTHbIN
petuHUT. OCHOBHBIE TIPOSIBJICHUS: TIOBTOpHAsl PBOTA,
CYyIOpOTH, MUOIATUYECKUI CUHAPOM, TermaToMerasus.
KnuHnuecku BBIAENSIOT paHHUWE (HeOHATaJbHBIN, IET-
CKUIi) M TO3AHUI1 BApUAHTHI OOJIE3HE.

s pano manudectupyoiiero nepuimra anmi- KoA
JIETHIPOTeHAa3bl XXUPHBIX KUCIOT C OYEeHb JJUHHON IIe-
MbI0 XapaKTepHO (OPMUPOBAHUE TUIIEPTPOPUIECKOM
KapaIMOMUOITATUH B COUYETAHUM CO CHUKEHHOM KOHTpaK-
TUJBLHOW CITOCOOHOCTBIO M HApYIICHUSIMU CEPACTHOTO
put™Ma. Bo BpeMsT TUTIOTTIMKEMIUYECKOM KOMBI BO3MOXKHO
pa3BUTHE acUCTONNM U BHe3armHoit cMeptH [30]. [1pu ne-
uumte ammn-KoA mermaporeHasbl XXKUPHBIX KUCIOT CO
CpemHeN MJIMHOU YIJIEpOMHOW LENU XapaKTep IMopaxe-
HUST cepAla aHAJOTUYeH TaKOBOMY TPU KapHUTWHOBOM
KapauoMuornatir. YacTo BO3HUKAIOT TSDKENbIE pac-
CTPOMCTBAa CEPIECYHOTO PUTMA, OCTAHOBKA CHHYCOBOTO
y3/1a, XeJTyIouKoBash TaxukapAust (MO TUITy TPHCTYIIOB
torsades de pointes). YkazaHHbIe HapyIlIeHUS SIBJISIOTCS
MPUYNHON BHE3AaMHOW CMEPTHU NIeTell paHHETro BO3pacTa
B 1-3% cmyuaes [26, 30, 31]. [Tpu gepurute anmin-KoA
JIETUIPOTeHA3bl KUPHBIX KUCIOT C KOPOTKOW UTMHOM
YIJIEPOHON 1LENMU MOPakeHUE Cepila XapaKTepusyeTcs
JTUATAIlMOHHOM KapauOMHUOIaTUEe, OCIOKHEHHOMN TSI~
SKEJION CepAeIHON HEMOCTATOYHOCTHIO.

JlabopaTopHble mMpu3Haku 3a00JieBaHUI yKa3aHHOM
MTOATPYNIIBI: TUTIOTIMKEMUST TIPM OTCYTCTBUM KeT03a
(peaKo MOXeT OTMeUaThCs YMepeHHast KeTOHYpHsl), Me-
TabOJMIECKUI aluao3, TUTIepaMMOHUEMUs, TOBBIIIE-
HUE YpOBHSI TpaHCaMWHa3, KpeaTMHKUHA3BI, TUKApOOK-
CUJIbHAs allMIypus, TMOBBILIIEHWE COAEPXKAHUS JIaKTaTa
B KPOBM, HU3KHI YpOBEHb CBOOOTHOTO KapHUTHHA. JIna-
THOCTMUYECKUM MapKepoOM CIIYKUT HaKOIJIEHUE CITeLr-
(bUYHBIX alIUTKAPHUTUHOB (CM. Tabiuity) [29, 32].

Takum 006pa3zoM, aJrTOpUTM TUATHOCTUKU MeTaboIM-
YeCKUX KapAMOMUONaTUii Ha (poHe HapylleHUid oOMeHa
KapHUTWHA U MUTOXOHAPUATEHOTO OKMCIEHMS XXKUPHBIX
KUCJIOT 6a3upyeTcs Ha COYeTaHUU XapaKTePHBIX KJIMHU-
YeCKUX KapaIUaJbHBIX M 9KCTpaKapaIUaTbHBIX CHMIITOMOB
1 1ab0opaTOpHBIX JaHHBIX. O0caenoBaHMI0 Ha Oe(eKThH
TPaHCIIOPTa M OKUCJACHMS KUPHBIX KHUCIOT TOIeXaT
JIETU paHHEro Bo3pacTa ¢ KapaAuOMUOIIATUSIMU, HapyIlle-
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HUEM pUTMa cepjlia, C TTOBTOPHOW PBOTOM, TOpPaXKeHM-
em LIHC (MbllIegyHast TMIIOTOHUS, BSIJTOCTh, COHJIMBOCTD,
JIeTaprusi) U yBeJIMYEHUEM pa3MepOB MeUeHU.

KapananbHbIMU KpUTEPUSIMU TUATHOCTUKU METa00-
JIMYECKUX KapAMOMMOTIaTHil Ha (hOHE HapyllIeHU MeTa-
0osM3Ma KapHUTUHA U OKUCJIEHUSI XUPHBIX KUCIIOT SIB-
JISTIOTCSI:

* JWIaTaluysl TOJOCTei cepllia, CHUXEHUE COKpaTh-
TeJIbHOI CITOCOOHOCTH MUOKap/a;

* CHUMMeTpUYHas TunepTpodusi MUOKapa;

* couyeTaHue rurepTpodUn 1 IUjIaTallui MUOKap/a;

* pedpaKTepHOCTh K CTAaHIAPTHOM Tepanuy cepaecIHON
HE/0CTaTOYHOCTH;

* HapylIeHUsI CEpACYHOro puTMa (KeJTyJIouKOBasl Taxu-
Kapaust), HapyleHus TTpoBeeHUsT (CHHIPOM C1ab0CTH
CHHYCOBOTO Y3714, aTpUOBEHTPUKYJISIPHBIE OJIOKAJIbI);

e TruraHTckue 7-3yOILbI HA DJIEKTPOKApIAUOTPaAMME;

* CcJyvau BHE3aITHOM CepeyHOI CMepTH B ceMbe (apuT-
MOTEHHOIA).

DKcTpakapauaaIbHbIMU KPUTEPUSIMU IMATHOCTUKY ME-
TabOJIMYECKUX KapAMOMUOIIATH I, BO3HUKAIOIIMX Ha (DOHE
HapyllleHuli oOMeHa KMPHBIX KHWCJIOT, SIBJISIIOTCS: paH-
HUI1 1e0I0T 3a00J1eBaHUsI, TTOJMOPTaHHOCTDL MOPaXKEeHNUS,
MPUCTYNOOOpa3HOe TeYeHME, MOBTOPHbBIE PBOTHI (YacCTO
Ha (poHe TUTIOTJIMKEMHU), MBIIIeYHAas! TUTIOTOHUSI, U3Me-
Henust HHC (sH1uEDamONaTHs, cynoporu, 3anepxKa rncu-
XMUYECKOTO U MOTOPHOTO Pa3BUTHSI, BSIJIOCTb, COHJIMBOCTD,
Jietaprusi), 3ajepxKa (pu3n4eckoro pa3BUTHsl, UBMEHEHUST
CO CTOPOHBI KeJTyI0YHO-KUIIIEYHOTO TpakTa (pBoTa, 601
B XXMBOTE, TeraroMerajaysi, creaTo3 MeYyeHu, HapylIeHUsI
cTysa) 1 noyex (TyOyonaTusi, TOJIMKUCTO3, ToYeuHast He-
JIOCTATOYHOCTb), JIULIeBast TU3MOPhUSI.

JlabopaTopHbIMU ~ KpUTEPUSIMU,  TO3BOJISIIOLIMMU
MPEIOJOXUTh HapylieHue oOMeHa >XUPHBIX KUCIOT
KaK TIpUYMHBI pPa3BUTUSA KapAWOMUOIATUU, TPUHSITO
CUUTATD:

— TUTIOIVIMKEMUIO 0e3 KeTo3a;

— MeTabOIMYEeCKHUil alnua03;

— TUIepJiakTaT- ¥ TUTIepIIMpyBaTaliuaeMuIo;

— TIOBBIIIIEHWE AaKTUBHOCTU KpeaTuH(OochHoKMHA3bI
U TpaHCAaMMHAa3.

Jns yTouyHeHUsI TIpUUMHBI HapyllleHUil oOMeHa Kap-
HUTHWHA HanboJsiee BaXXKHO OTpe/ie/ieHre YPOBHsI O0IIIeTro,
CBOOOJHOTO KapHUTWHA U allMJIKADHUTUHOB B KOMOM-
HallMU C OLIEHKOW HaJIW4usl WIM OTCYTCTBUS TUKapOOK-
cwibHOM auuaypuu. [Tpu oTcyTcTBUM AMKapOOKCUIIHLHOM
aluaypud HEeoO0XOAMMO MCKIIIOYaTh CUCTEMHBIN aedu-
LIUT KapHUTUHA WKW AedeKT KapTHUTMH3aBUCUMOTO
TpaHCIIOpTa XUPHBIX KUCIOT. s Bepudukauum aua-
rHO3a TpeOyeTcsl MPOBENEHUE MOJEKYJISIPHO-TeHEeTUYe-
CKOW TMarHOCTUKH.

MopaxkeHne cepaua Npu TIM30COMHbIX 00/1e3HAX
HaKonaeHus

JInzocomHble 60Ie3HN HAKOITJICHUST OTHOCSITCS K pefi-
KM BPOXICHHBIM HapylIeHUSIM MeTaboJM3Ma, TIpH KO-
TOPBIX JAe(EKTHBIE SH3UMBI JIOKAJIM30BaHbl B JIN30COMAX.
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IMaTonorus Bctpeuaetcst ¢ yacroroit 1:1500—7000 >xuBo-
poxxaeHHbIX HOBopoxaeHHbIX [33]. CyiectByeT Ooiee
50 pa3auYHBIX JTM30COMHBIX 00JE€3HEe HAKOIJIEHUS, OC-
HOBHBIMU U3 KOTOPBIX SBIISIOTCS MYKOIOJMCAXapUI03bI,
TaHTIMO3UI03bI, TJIMKOC(HUHTOIUITMIO3bI,  TJIUKOMPO-
TEWHO3bI, MYKOJUTTUAO3bI, JEUKOTUCTPODUN 1 OOJIe3Hb
HaKOTUIEHMS JTUTIUAOB. [lepBble MpU3HAKKU 3a00JeBaHUIA
B OOJBIIMHCTBE CJTy9aeB BBISIBISIIOTCS B MEPUOIE HOBO-
pOXIeHHOCTH Win paHHeM Bo3pacte [34]. Ilopaxkenue
cepaua mo TUIY KapauOMHUONATUN BCIEACTBHE HAKOTLIE-
HUSI TIPOAYKTOB MeTabojM3Ma B MUOKAapIe XapaKTepPHO
JIJISI MHOTMX OoJie3Hel HakoruieHus [35, 36].

Ilopa:keHue cepaua nmpu NIMKOreHo3ax. [JMKOreHo-
3bl — HamboJsiee yacTasg MeTabojuvecKas TPUIMHA THU-
neptpoduyeckoit Kapauomuonatuu.  boaezus [lomne
(eaukoeeno3 I muna) — BO3HUKAET MPU HACIEACTBEHHOM
nedunute dhepMeHTa — KMUCIOM anbda-1,4-rmoko3unna-
3bI (KUCJION MajibTasbl), KOTOPBI OCYIIECTBIISIET TUAPO-
JIN3 TJIMKOTEHA U IPYTUX OJINTOCAaXapyua0B 10 CBOOOTHOM
[JIIOKO3BI. JIaHHBIE ayTOTICUM GOJIbHBIX BBISIBIISIOT TU(M-
(y3HYI0 BaKyoJIM3alMio MUOKApaa ¢ HaKOIJIEeHUEM T~
KOTeHa, B TOM YHCJIe U B 00JIACTU MTPOBOJISIIIE CUCTEMBI
cepaia. Kpome Toro, Aemo3uThl TIIMKOTeHa OTKJIaabIBa-
I0TCS B TJIaIKOMBIIIIEYHBIX KJIETKAX, SHIOTEINHN, a TAKXKe
B CKEJIETHBIX MBIIIIIAX U TIeYeHU.

B 3aBHCMMOCTH OT BpeMeHU TOSIBJICHUST CUMITTOMATH -
KU BBIIEJSTIOT WHMAHTUIBHYIO, IOHOIIECKYIO W B3POCITYIO
(opmbl Gone3Hn. BeaymmMu sKkcTpakaparaIbHBIMKA TTPO-
SIBIICHUSIMY TIPU MTH(MAHTUIIBHOM (popMe SIBIISIIOTCS TeHepa-
JIU30BaHHAsI MbIIIIEYHAs! TUTTOTOHMSI, CHIDKEHUE TITyOOKUX
CYXOXWJIBHBIX pehIeKCOB, 3aTpyqHEHUE JbIXaHUsI, Tera-
ToMmeraausi, Mmakpornoccus [36—38]. IMopaxeHnue cepaia
MOXET Pa3BUBATHCS €llle BO BHYTPUYTPOOHOM IepHoJe,
YTO HEPEIKO BeJIeT K BHYTPUYTPOOHOM CMEPTH TToJa U3-3a
TSDKENION CepleuHON HEeIOCTATOYHOCTU (BOMSHKA TUTONA).
OObIYHO TIpM MH(MAHTWIBHOK (hopMe KapAMOMMHOMATUS
MaHudecTupyer B Bo3pacTte 2—7 Mec, pexke Yy HOBOPOXKIECH-
HBIX, OTMEYaeTCs pe3Koe YBeMYeHWe pas3Mepa cepila,
B 20% cnydaeB HaOmromaeTcsl BbIpaKEHHBIN (hUOpoasia-
CTO3 3HAOKaprma. 3abojieBaHUE XapaKTepU3yeTcsl KpaiiHe
TSDKENTBIM TeUEeHUEM C SIBJICHUSIMUA 3aCTOMHON CepAaedHOi
HEIOCTATOYHOCTH M YACTO 3aKaHIMBAETCS CMEPTHIO YXKe Ha
niepBoM rofy xu3Hu [37—39]. XapakrepHa runeprpoduye-
cKasl KapAMOMHUOTATHsI, Yallle CMMMETPUYHAst KOHIIEHTPH -
Yyeckasl, pexXe — acCMMMETPUYHAsT ¢ MPeUMYIIeCTBEHHOM
TUIepTpoGUeil MEXCKETYI0YKOBOM MePeropoaKy, MOXKET
COTPOBOXIATHCS OOCTPYKIIMEH BBIXOMIHBIX TPAKTOB XKEJTy-
JIoYKoB (4are jeBoro) [36]. TTo maHHBIM MarHWUTHO-pe-
30HAHCHOI ToMorpaduu cepAia OMpeNeIsIIoTCs YIaCTKU
HETOMOTEHHO1 TIIOTHOCTU MUOKAp/Ia.

Ha DKT xapaktepHa rurneptpodust MmpaBoro npem-
cepaus, JIEBOXKEIYyIOYKOBasT WJIM OWBEHTPUKYJISpHAsT
rureptTpodusi MUOKapaa, y3Kue M Tiayookue 3yorsl Q
B oteenenusx II, 11, aVF, V,—V , BbICOKMI BOJbTaX
koMmriekcoB QRS. Tloutn Bcerma uMMerOTCSl Hapylle-
HUS PEeNoSIpU3aliii B BUJAE JETIPECCUM, peke MOabe-
Ma cermeHTa ST U cuMMeTpu4YHOI MHBepcuu 3youa 7,

npeumyiiectBeHHO B I, 11 1 JIeBBIX TPYIHBIX OTBEICHU -
s1X. BO3MOXHBI HapylIeHUs CepAeYHOr0 pUT™Ma M TPO-
BOIMMOCTHU. YKopouyeHue uHtepBaia P—R (mo 0,04—
0,08) TmpenpacrnonaraeT K  CYMpPaBEHTPUKYJISIpPHOM
TaxuKapauu. MoryT oOHapyX1UBaThCs TIPU3HAKKM HaApPYy-
IIeHUs] BHYTPHKETYIO0UYKOBOW MpoBoaumoctu [36, 37].
B psine cnyyaeB Hauaio 60JIe3HU Y HOBOPOXKIEHHBIX MO-
XKET TMPOSIBUTHCST IaToiormueckoi Opagukapaueil [40]
WJIW CYTIpaBEeHTPUKYJIsIpHO# Taxukapaueit [41]. CmepTh
OOJILHBIX HACTYITaeT M3-3a CEPACUYHON ITeKOMIIeHCAlluU
WM BHe3arHo [36, 37, 42].

Ilpu roHomeckoii ¢opMe KapAuOMErajusi MOXKeT
SIBUTBCSI CIyYallHOW HaxOoAKOW TIpu OO0CIeq0BaHUN
MO TIOBOJ/Y MBIIIEYHON CJ1a00CTU, HApYIIEHU MTOXOIKU
U KOOpAWHAUMMW JBWXeHui [43], a XxpoHUYecKas cep-
JIeYHasi HeIOCTaTOYHOCTD JTUTEJIbHOE BpeMsl HOCUT Jia-
TEHTHBIN XapakTep [44], MOXeT HaOIOAaThCSI CUHAPOM
WPW u arpuoBeHTpuKkyisipHasi oysokaga [—II crenenu
[45]. PazBuTHE BaKyoJIbHOM IereHepaluy apTepruaaibHbIX
COCYIIOB SIBJISIETCSI TIPUUMHON cyOapaxHOMIAIbHOTO KPO-
BOMBNIUSIHUS [46].

JlabopaTtopHble KpUTepUN: 3HAYUTEILHOE ITOBBIIIIE-
HUEe YpOBHST KpeaTWH(MOCHOKMHA3BI B KPOBM, CHIUKE-
HUE aKTUBHOCTU KMCIION ambda-TiioKOo3uaa3kl B KPOBU
(B TOM umciie B cyxux MmsTHax Kposu). [Ipu Mopdoio-
TUYECKOM MCCIIEIOBAHMM OMOTNTaTa CKEJECTHON MBIIIIIBI
BBISIBJISIETCSl BaKyOJIM3allMs MUOIIMTOB, TTOBBIIIEHHOE
cofiep>KaHWe TJMKOTeHa, OTCYTCTBUE WJIM 4pe3Bbluaii-
HO HHU3Kasl aKTUBHOCTb KHUCJOH anb(a—TI0KO3UIa3bl;
Mpu 3JIEKTPOHHON MUKPOCKOIIUU OMpenessieTcsl mepe-
rpy3Ka TIIMKOTeHOM JIM30COM U IuToruia3Mbl. Coooiia-
eTCsl O TOJIOXKUTEIbHBIX pe3yJibraTax JieueHusl 00Je3HU
TTommne myrem mipuMeHeHUs (pepMeHTO3aMellatoNIei Te-
panuu (tiperiapat Maiiozaiim) [47].

Thukoeen-accoyuposannas kapouomuonamus, uiu U3o-
AUPOBAHHBLI 2AUK02eH03 cepiya BOZHUKAET MPU MyTalluu
reHa PRKAG2 (y2-cyObeauHuila aneHo3uMoHodochar-
AKTUBUPYIOLIEH TPOTEMHKUHA3BI), PACITOJIOKEHHOTO
Ha JUIMHHOM TIuiede XpoMocoMbl 7. TIpu 3TOM TJTMKOTEeH
OTKJIaJIbIBA€TCSl TPEUMYILIECTBEHHO B MUOKapne [48].
Tuneptpodurdeckas KapauoMUOMNaThs Mo (peHOTUTTHYE-
CKUM TIPOSIBJIEHUSIM CXOIHA C TEePBUYHBIMM (DOpMaMU
KapIMOMMOIIAaTUH, BOZHUKAIOIIUMU B pe3yJbTaTe MyTa-
11 TEHOB CApKOMEPHOTO KOMILJIeKCa.

bonesnv Jlanona otHocutcs K raukoreHosy IIb tuma,
BO3HMKAET BCJIEICTBUE MyTallMY FreHa JIN30COMa-aCcCOLNM-
poBaHHOTO MeMOpaHHoro niporerHa (LAMP2). 3aboneBa-
HUE HacJIeayeTcsl JOMMHAHTHO, CLIETUIEHO C XPOMOCOMOM
X [49, 50]. HedexTbl reHa MpUBOAST K HApyIIeHUIO (PYHK-
UM JIN30COMAJIbHOW MeMOpaHbl, CIEICTBUEM 4Yero SB-
JISIeTCSl HapylIeHWe CTPYKTYPHOM 1IEJTIOCTHOCTU JIM30COM,
a TaKxKe HapyllIeHWe TPaHCIIOpTa MPOAYKTOB Jerpagaiiuu
JIN30COMAJIBHOTO COIEPXKMMOTO B IIUTOTUIa3My. B kapnuo-
MMOIIMTAX M KJIETKaX CKEJIeTHOW MYyCKYJIaTypbl HaKarlIu-
BAIOTCSl BAaKYOJIU, COJEPKaIlle TMPOAYKThI IeTrpagalli CO-
JEPXKUMOTO JIM30COM, B TOM YHCJIe OOJIBIIOE KOJMYECTBO
mmkoreHa [51]. KiimHuyeckue mposiBIeHUsT XapaKTepu-
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3YIOTCS TUTTMYHON TpUAIO: KapauoMuonatusi (OCHOB-
HOE KJIMHUYECKOEe MPOSIBJICHUE), CKeJleTHash MMOIIATHsI
U OTCTaBaHUE B YMCTBEHHOM pa3Butuu [52, 53]. 1o kim-
HUYECKUM TIPOSIBJICHUSIM KapaAUOMHUONATHS TIpU OOJIe3HU
JlaHOHA TTPaKTUYECKU He OTIIMYAETCS OT TSIKEJIOi (hopMbI
MEPBUYHON TUTIEPTPOPUIECKOM KapauOMUOTIATUM, BO3-
HUKalolleil Ha (poHe MyTalluu TeHOB OEJKOB capKoMep-
HOTO KOMITIeKca. XapaKTepHa KOHIIEHTpUYeCcKast SKCTpe-
MaJbHO BBIpaKeHHas TUTIEPTPOMUS JIEBOTO KeTymodKa
(ToniMHa CTeHOK nocturaet 50 MM) B COUETAHUU C TSKe-
JIOM cucTonmmieckoit nucdynkiueit [54, 55]. 3aboneBanue
XapaKTepHU3yeTcs] HeOIaronpusITHBIM TPOTPeIUeHTHBIM
TEYeHHEM C BBICOKOM BEPOSTHOCTBIO BHE3AITHOM CMep-
TH WIKA TIPOTPECCUPOBAHMS CEPIETHON HETOCTATOUHOCTH
[52, 56, 57]. YV GONbIIMHCTBA TAIIUEHTOB PETUCTPUPYETCS
cuagpom Bombsda—Ilapkuncona—VYaiita, SBISIOMIMIACS
cyoCcTpaToM JUTSI BO3HWKHOBEHUS HapyLIeHW cepred-
HOTO PUTMa B BHJE CYMPAaBEHTPUKYJSIPHON TaxXUKapIuu,
dubpuamum nipeacepauii. CUHKOMATBHBIE COCTOSTHUST
HOCSIT apUTMOTE€HHBIN XapakTep. ONMMcaHbl Clydyad BHe-
3aIHOM CeplIeYHO CMepTH, CBSA3aHHBIE C BO3HUKHOBE-
HHMEM XXM3HEYTPOXKAIONIMX apUTMHMII Ha (hOHE BJIEKTPO-
dusnonornyeckux aHomanuii [56]. Hamu panee ObuLIO
MPeACTaBIEeHO KJIMHMYECKOe HaOJIoJIeHUE IBYX CHOCOB
¢ 6one3nnio [anona [58]. KnmHnueckast kapTuHaA MMe-
J1a 60JbII0e (PEHOTUTTMYECKOE CXONICTBO C MEPBUUHBIMU
(opmamu TUTIEPTPOGUIECKOI KapAMOMUOTIATUN, B CBSI3U
C YeM MpaBUIbHAST TUOJIOTHUS 3a00IeBaHUST IOJITOE BpEMST
ocTaBajlach He pacro3HaHHOM. JImarHo3 ObUT MOCTaBJIeH
Ha OCHOBAaHWM CEMEWHOTO XapakTepa KapIuOMHOIIaTHUU
(y MaTepu HeyTOYHEeHHas (popma, y Tpex ee ChIHOBe — -
repTpodrdeckas KapaIuoOMHUOIIaThsI), KOMOMHAIIUN 3KC-
TpaKapaualbHBIX (OTCTaBaHWE B YMCTBEHHOM Pa3BUTHM),
KapAauaJlbHBIX (3KCTpeManbHas Iuddy3Hass CUMMETpUY-
Hasl TUunepTpodus JIEBOrO XKeJyaouka) U JJabopaTOPHbBIX
MapKepoB (TMOBBIIIIEHNE YPOBHS TpaHCaMWHa3, KpeaTHH-
docdokrHa3zbl). ¥ 1ByX CMOCOB ¢ OMHAKOBOI MyTaluei
reHa LAM P2 oTMedeHO pa3HOe KIMHUYECKOe TeueHue 00-
JIle3HU. B mepBoOM ciiydae mMarHOCTMpOBaHa GoJjiee TsKe-
J1ast KapAMOMMOTIATUS ¢ 9KCTPEMATbHON BBIPAXKEHHOCTBIO
rurnepTpoun Muokapaa, 3JIeKTPUUYECKOW HeCcTaOuIb-
HOCTBbIO MHUOKapJa, a TaKKe OTCTaBaHWE B YMCTBEHHOM
pasButun. Bo BTOpoM ciiydyae 3abosieBaHMe Ha TEPBOM
aTarne MpoTeKajo Oosiee OIArOMPUITHO, OTHAKO IWHA-
MHUYeCKOe HabIoIeHe B TeUeHHe 2 JIeT TaKXKe BhISIBUJIO
OTpULIATENIbHYI0 TMHAMUKY B BUE PE3KOT0 HapacTaHUsI
TUTePTPOMOUN U TIOSIBIIEHMS KU3HEYTPOXKAIOIINX HapyIe-
Huii putMa. bonesHp JlaHoHA no/KHA OBITH 3aM003peHa
U Bepu(PUIIMPOBaHA JAHHBIMU T€HETUYECKOTO aHan3a
Mpy coueTaHUU AUGb@Y3HONH CUMMETPUYHON THIEPTPO-
¢un neBoro xenynouka u cuHapoMa Bonbda—IlapkuH-
COHa—YaiiTa ¢ 9KCTpaKapAUaTbHBIMU CUMITTOMAMU U Jia-
GopaTOPHBIMKA MapKEPaMH.

Tukoeenos Il muna (6oae3nv Dopbca, uau 6ose3Hb
Kopu). 3aboneBaHue MmposiBiseTcsl B Bo3pacte 7—16 mMec
remaToMerajieit, TMIOTIMKeMUE M 3afepsKKoil pas-
BUTHS, KIMHUYECKM HE OTJIMYAeTCs] OT TIMKOreHosa [

OB30PbI JINTEPATYPbI

TUIA, 3aTéM B KJIMHUYECKOW KapTWHE HAuYMHAIOT J10-
MHWHUPOBATb MUOMATUUECKE TIPU3HAKU (MBbIIIECYHAST
TUTIOTOHUS, C1a0OCTh AUCTATbHON MYCKYIaTyphl, MbI-
mevYHble aTpoduun). XapakTepHbl MOBTOPHBIE pecripa-
TOpPHBbIE MHMPEKINU, CKIOHHOCTh K OXUpeHUI0. MoryT
OTPENEeNIAThCS KCAHTOMBI Ha JIOKTSIX, KOJICHSIX, SITOIM-
11aX, TUMEePIUTTUAEMUSI, YBeTNIeHUEe YPOBHS TpaHCaMU-
Ha3 B KPOBW, TMITOTJIMKeMUYeCKUe KpU3bl. [TopakeHne
cepaua HaOmomaercs Oosee yeM y 60% mnaLKMeHTOB.
TunepTpocdudeckass KapaIMOMMOIMATUS OOBIYHO HOCHT
CUMMETPUYHBIN, KOHIEHTPUIECKUIT HEOOCTPYKTUBHBINM
XapakTep, pexe HaOIoAalTCs OOCTPYKTUBHBIE (DOPMBbI
[59, 60]. KapanomuomnaTtusti B I€TCKOM BO3pacTe MpoTe-
KaeT CyOKJIMHUYECKHU, TIPOTPECCUPYsI C BO3PaCTOM, CEp-
JIe4yHasl MEeKOMIIEHcAlMsl MO 3aCTOMHOMY THUITYy MOXKET
MmaHudectupoBaTth ¢ 13—15 net [59]. MarautHO-pe30-
HaHCHass Tomorpacdusi BBIABISIET PACIPOCTPAHEHHBIN
MUOKapIuaibHbIl (Gubpo3. PeHTreHosornyecku ormpe-
neJisieTcs yMepeHHoe yBenumdyeHue TeHu cepaua. Ha OKT
00HAPYXKMBAIOT XapaKTepHble TPU3HAKU TUTIEPTPOGUU
JIEBOTO KeJly/nodyka, HapylleHue Mpoliecca perosipusa-
LU, He3HAYUTeJIbHOE YKOopoueHue nHTepBaia P—R [61],
BO3MOXKHBI SITM30/IbI KETyIOUKOBOM Taxukapanu [62].

VY OGonblIMHCTBA OOJIBHBIX OTPENEJISICTCSI TUTIOTIIM -
KeMUsI, TUTICPIUTTAAEMUSI, YBeJIWYeHe YpOBHS TpaHC-
aMMHa3, KpeaTMHWHKWHA3bl. CTeneHb OMOXMUMHUYECKUX
U3MEHEHUI TOCTOBEPHO KOPPEIUPYET C TKECThIO Kap-
nroMuonatuu [63]. B GuonTtaTax MBIIIIL U TIe4eHU OOHAa-
pYXXUBaeTcs reperpyska KJIeTOK IIMKOTeHOM, CHUKEHUE
YPOBHSI aMUJIO-1,6-TJTIOKO3UAa3bl TP HOPMaJIbHOM CO-
Jep>XKaHWUW KUCJIOM MajbTa3bl, BTOPUYHOE CHIDKEHUE aK-
TUBHOCTU TaKuX (DePMEHTOB, KaK III0OK030-6-docdarasza
i pocdopuiasza.

boneznv Dabpu obGycnoBleHa HaKOIJICHUEM B TKa-
HSIX C(OMHTOJIMIIMIOB TajaKTO3WJIlepaMuaa BCAEACTBUE
TEHEeTUYECKM JETePMUHUPOBAHHOTO AeULIMTA JTU30CO-
MasibHOTO (pepMeHTa anba-rasakro3uaasbl A. Havanb-
HBIMU TIPOSIBIIEHUSIMU 3a00JICBAaHUST OOBIYHO SIBIISIIOTCS
napacrte3uu (00Je3HEHHOCTb U XKEHUE) B pyKax U HO-
rax. XapakTepHbl KOXHbIE MPOSBICHUS IO TUITY aHTHUO-
KepaToM Ha SIronuliax, B 00JIacTH IyMKa, MmaxoBoi oba-
CTH, Ha Ty0ax W TaibliaX pyK, MTOMyTHEHWE POTOBUIILI,
y 1/3 neteii HaGmMOMaeTCsl CycTaBHOM CUHIPOM. [TepBbiM
MPU3HAKOM TTOPaXXeHUs TIOUYEK SIBIISIETCS TTPOTEUHYPUSI,
CUMTITOMAaTHYeCKas apTepuajbHas TUIEPTEH3UsI, ObI-
CTPO pa3BUBAETCsI MOYEYHAST HETOCTATOUHOCTb.

IlopaxeHue cepala XapakTepusyeTcsi HEOOCTpyK-
TUBHOW CHUMMETPUYHOU dopmoil rumneprpodurdeckoit
Kapauomuonatuu [64, 65]. Pexe BcTpevaeTcst 00CTPyK-
TUBHas1 (hopMa C HEBBICOKMM TPaJMEHTOM JIEBOXEIy-
JIOYKOBOI oOcTpykuMu. Ha paHHUX crammsix mpeod-
JlaflaeT AauacTtoiumyeckast AUCQYHKIMS, B AalbHEHIemM
4acTO BO3HMKAET CHUXKEHWE CHUCTOJIUYECKON (hyHKIIMU,
JIEBOXKEJTyIOYKOBasT HEIOCTaTOYHOCTh [66]. Bo3amorkHa
rurnepTpodust paBoro Xeayaoyka ¢ pa3BUTUEM CUCTO-
JINYECKON M IMACTOINYeCKON AUcHyHKIUK [67]. AKKY-
MYJISIUS TUKOC(HUHTOIUITAAOB B TIAIKUX MBIIIECYHBIX
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KJIeTKaX W BJHIOTEJUU COCYIWCTON CTEHKU TPUBOAMT
K 3HAYUTEIBHOMY CHIXXEHUIO KOPOHAPHOTO KPOBOTOKA
U MUOKapavaibHOro pesepsa [68]. Hapymenus purma
U TIPOBOAMMOCTH TIPOSIBJISIIOTCST pa3IMYHBIMKA BapyaHTa-
MU TeTePOTOIHBIX apuTMuii. YacTo BO3HMKAET cl1aboCTh
CHHYCOBOTO y3Jla ¢ OpaanKapaueit, MepluaHueM-Tperie-
TaHWEM TIpeICEePANiA; MPU TOpakeHUW aTPUOBEHTPUKY-
JISIPHOTO COEIWHEHUsI pa3BUBAETCS TOTIEpeYHast aTpro-
BEHTPUKYJIsIpHast 610Kana [69]. Hapyimenus cepaedHoro
pUTMa ¥ TIPOBOIUMOCTH CO3JAIOT YCIOBUS TSI CHHAPOMA
BHe3armHo# cMepTu. HapyiireHue TpoMOOIIMTapHOTO TO-
MeocTa3a Hapsiy ¢ COCYIUCTON AUCPETYJISIUEN crocoo-
CTBYIOT paHHEMY Pa3BUTHIO aTEPOCKIEPOTHUUECKOTO MPO-
11ecca, IepedpoBaCKYISIPHBIM OCTOKHEHUSIM.
JnarHoctuka 6ose3Hn Padbpu OCHOBBIBAETCS Ha OTIpe-
JIeJIEeHMU aKTUBHOCTHU alb(a-rajJakTo3uaasbl A B JIEMKO-
LINTaX WIX KYJBTMBUPOBAHHBIX KOXHBIX (pruOpobiacrax.
CBoeBpeMeHHOEe Ha3HauyeHHe (DepMeHTO3aMeCTUTETLHON
teparuu (Perutaran, ®abpa3um) cylieCTBEHHO YTydIliaeT
CHUCTOJIMYECKYIO M INACTOJMIECKYIO (DYHKIIMH JIEBOTO JKe-
JIyIouKa M KaueCcTBO XXU3HU 0osbHBIX [70, 71].
Mykonoaucaxapudozst — TpyTia HaCAEACTBEHHbIX
3a001eBaHUi, OOYCIOBJIEHHBIX HapylleHueM oOMeHa
KUCJTBIX MYKOIOJIMcaxapuaoB (TIIMKO3aMUHOTJIMKAHOB).
3abosieBaHUSI OTJIMYAIOTCS TMOJUOPTaHHBIMU  MPOSIB-
neHuamu. IlopaxeHue cepalia XapakTepusyeTcs coue-
TaHUEM KapAMOMHUOMATUN (Yalle TUIepTPOGhUIECKOM
KOHILIEHTPUYECKOI) C KITalaHHBIMUA TTOPOKaMU (TIOMUHU-
PYIOT CT€HO3bI MUTPAJbHOTO M a0PTAJIbHOTO KJIalaHOB)
U BBIpAXXEHHBIMU HapYIICHUSMU CEPACYHOTO pPUTMaA
M TIPOBOAMMOCTH. Takoe KOMOMHUpPOBAHHOE ITOpaxKe-
HME OOYCJIOBJICHO OTJIOXEHWEM IPOIYKTOB METa0OJN3-
Ma He TOJhKO B KapIUOMUOIIMTAX, HO W B HIOKApIe
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