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KapnuTtuHoBas TpPaHCIOPTHas cucteMa (TakKe KapHUTHUH-allUITpaHcPepasHas
CHCTeMa, KAPHUTUHOBBIM YeJHOK) — OJlHA U3 HEeCKOJIbKHX TPaHCHOPTHbIX CHUCTEM
MMUTOXOH/IPYUM, OCYLIeCTBJAKIAA MepeHoc anuia-CoA, MNOCpeACTBOM allMJIMPOBaHUA
KapHHUTHHA B [JUTOIJIa3Me, Yepe3 MeMOpaHbl MUTOXOH/PUM B MaTPUKC (TpaHCMeMOpPaHHbIN
nepeHoc). B cocTtaB cucTeMbl BXOASAT HECKOJIbKO ¢pepMeHTOB: KapHUTHHaLUATpaHCcpepassbl
(Takke KapHUTUHNAJAbMUTOUATPaHCPepasbl, cokp. CPT) u 6esiok-nepeHOCYNK — KapHUTHUH-
allMJIKAPHUTHUH TpaHcsaokasa (cokp. CACT) . [laHHble pepMeHTbl OTHOCATCS K MEMOpPaHHbBIM
6esiKaM.

Kak oTMeualoT aBTOpPHI JIUTEPATYPHbIX UCTOYHUKOB, UTO HapyIIEHUsI KAPHUTUHOBOTO
ob6MeHa cJyKaT HauboJsiee 4aCTOW NPUUYMHOU MeTaboJMuecKUX KapgroMuonatui. Jlebunur
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KapHMTHHA WJM HapylleHHWs ero TpaHcnopTa BbigBAeHbl B 40% ciaydaeB mnpu
JUnaTalquoOHHbIX U B 20% cyy4aeB Npu runepTpoPUYecKUx KapJUOMUO-NIAaTUAX ..

[lepBple omMcaHUsA KapAWOMHONATHUU [AaTUPYIOTCA CepejUHOU [JeBATHAJLATOTO U
HadaJoM JBaauaroro Beka. B 1949 romy Evans BnepBble omnucan cay4al ceMeWHOH
KapJiuoMerajuu 6e3 sBHOW NMpUuYMHbI . CaM TEPMHUH «KapJAUOMHUONATUSA» ObLI NpeasoKeH
W.Bridgen B 1957 rony [/ onvcaHus 3a00/1€BaHUSl MUOKap/Aa HESICHOW 3THUOJIOTUH, B TOM
YHCJIe HOCALLLero CeMeNHbIM XapaKTep y HEKOTOPBIX NALMeHTOB.

BcemupHasa Opranusauusa 3gpaBooxpaHeHuss (BO3) omnpegenssier KMII kak
«3ab0/1eBaHHE MMOKap/a, acCOllMUPOBaHHOe C cepAedyHol auchyHkuuei», u B 1980 rony
npensjiokuaa nepByro knaccupukauuo KMII, ocHoBeiBasgcb Ha [AOMUHUPYHOLIEM
CTPYKTYpPHOM M reMoJUHaMu4yecKoM  ¢eHOTHIE, BbIJIeJIMB  JIUJIaTallMOHHYIO,
runepTpodUYecKyo U pecTpukTuBHyto KMII .

B 1995 roay kaaccudpukanusas BO3 6bl1a gonosiHeHa apUTMOTEHHOM AucIJia3vuen
IpaBoOro Jkejayaodyka W Heknaccupuinupyemord KMII . B 2006 roay AmepukaHckas
Acconyanusa Cepauna (AHA) npeasoxkuia cieaymwoliee onpefesieHHe: «KapAHOMHUONATHU
NpeACTaBJASIOT COOOM TeTeporeHHyw Trpynmny 3a00/eBaHUM MHOKapJa, CBSI3aHHBIX C
MeXaHU4YeCKON H/WUIMU 3JIeKTpUuecKol AucyHKLHeHl, KOTopble OObIYHO (HO He BCerja)
NpPOSIBJASIOTCS HeaJeKBAaTHOM JKeJyJJOUKOBOM runepTpobued WM JUIaTallMed H3-3a
pas/JIMYHbIX MNPUYMH, YaCcTO TeHeTHWYeCcKUX. KapauomuonaTud ABJASKOTCS  JUOO
M30JIMPOBAaHHOU 00Jie3HbI0 cepAla, JUO0 YacTbl0 TeHepaJM30BaHHbIX CUCTEMHBIX
HapylleHWH, 4YacTo NPUBOAAT K UHBAJIMAU3ALUUM WM CMEpPTH, CBSI3aHHOHW C
NpOrpecCcUupyroller cepieYHON HEJOCTATOYHOCThIO».

CmenuasucTaMM  TakKXe  YTBEPXKJEHO ,YTO BaXXHOM MNPUYMHOW  pa3BUTHUA
aunatanoHHoro ¢eHotuna KMII ABASIOTCA BpOXKAeHHble HapylleHHWs] oOMeHa BelecTB,
BKJIIOYAIOLIME B ce6s1 60JIe3HU HAKOIJIEHUS], HapyllleHUs 6eTa-OKHUCIeHUs KUPHBbIX KUCJIOT,
OpraHuyecKyde alyAypuH, MUTOXOHJApPHA/bHble 60JIe3HH, BpOXKAeHHble AedeKThl
ravko3uaupoBaHus. I[lo ganueiM Kindel ¢ coaBTopamu g0 16% KMII ¢ aunaTainoHHbIM
dbeHOTUIIOM Y JleTel 00yCJIOBJIEHbI MeTaboJMYeCKUMU 3ab0JieBaHUSAMHU . B ncciegoBanuu
Badertscher c coaBTopamu cpeau MiajzieHneB Ao 1 roja c aunataioHHbIM peHoTrunoMm KMII
y 13,5% BbIsIBJIEHBI BP0/ eHHble HapylLIeHHUsl 0OMeHa BellleCTB /lMarHocTHKa BPOXJeHHbIX
NebekToB MeTabosiM3Ma B paHHEM BoO3pacTe KpakHe BakHa JJis obeclnedyeHus
ONTHMMAaJIbHOTO JIeYeHUs TMalMeHTa, OINpeJesieHUs1 IMPOrHo3a, aJleKBaTHOr0 MeJHKO-
reHeTU4YeCKOro KOHCYJIbTUPOBaHUS.

B HacToslilee BpeMsl [Ji1 MHOTUX 3a00JieBaHUM JIOCTYIHA Tepalus, paHHee HadyaJo
KOTOPOU MO3BOJISIET J0OUTHCSI 06PAaTHOTO Pa3BUTHUSA CUMITOMATHUKU U yJIydllleHUs IPOrHO3a
3aboJsieBaHus . HapylieHusi 06eTa-OKUCJEHHUS >KUPHBIX KUCAOT - O6oJibllasg Trpymnna
BPOX/IEHHbIX HApylLIeHW MeTabo/M3Ma, KaKk IpaBUJIo, UMEIIUX ayTOCOMHO-pPeleCCUBHbIN
TUI HAcJeJOBAaHUS, MOPAXKEHUs CepAlla MpPU JaHHOW maTosioruu mnposiBiastoTcas KMIT (c
runepTpoPUYecKuM M/UAM AUJAaTallMOHHBIM (GEHOTHUIIOM) M/WIM HapylleHUsIMH pUTMA .
OfHUM K3 4acThIX 3a00JIeBaHUN 3TOMW Tpynnbl sABJseTcd AeduuuT GepMeHTa 3-TUAPOKCH-
anuia-KoA-gerujporeHasbl >KUPHBIX KHCJOT, NPU KOTOPOM MPOUCXOAUT HAKOIJIEHUE
KUPHBIX KUCJOT C AJMHHOU L|eNbl0, KOTOpPble HEraTHUBHO BJUSIOT Ha MHUOKapj. Hepenko
nepBoii MaHudecTanuell 3a60JieBaHUS SABJSETCS MeTaboJUYeCKUH Kpu3, Ha ¢oHe
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JUIUTEJIbHOTO I0JI0[JaHus, IPU UHTEPKYPPEHTHBIX 3a00/1€BaHUSAX, IPOSABIALANCS TAXKEI0N
TUIIOKETOTUYECKON THUIOIJIMKEMUEN, MeTaboJUYecKUM aluj030M, TUIepJaKTaTeMUEH,
runepaMMoHreMuel. CBoeBpeMeHHas JMarHoCTHKa 3ab0JieBaHUs KpalHe Ba)KHa, TaK Kak
CoOJ/II0/IeHMEe aJleKBaTHOM HU3KOXXUPOBOUW BbICOKOYTJIEBOAHOUW AUETHI C JIOMOJHUTENbHBIM
Ha3HAUYeHUEM CpeJHElEeNouYeYHbIX KUPHbIX KUCJOT TMO3BOJIIET UH306€XaTb pPa3BUTHUSA
KU3HEYTpOXKalIUX OCa0KHeHUH . Cpefd CUHApPOMaJIbHBIX 3a00J€BaHUM, NPU KOTOPBIX
KMII sBisieTcs OJHUM W3 MPOSIBJIEHUH, NMPe06/1aZlaldT MUTOXOHJpUaAJIbHble 3a060JiIeBaHUs,
KaK IpaBWIO, /JeOITUpYyIOIlUe B paHHEM BO3pacTe U UMeILMe MYJbTUCHUCTEMHYIO
CHUMIITOMATUKY, BKJIIOYasl CKeJleTHble MUOIMATHUH, HEBPOJIOTUYECKHE CUMIITOMBI U 33JIEPKKY
pasBuTud. OZHUM U3 MUTOXOHJpPHUAJBbHBIX 3aboJieBaHUW fBJseTcd chHApoM bapra -
3aboJsieBaHue C X-ClieNJIeHHbIM MEeXaHM3MOM HacJ/el0BaHUs, BbI3bIBaeMoOe MyTallUel B reHe
tadpdasuna (TAZ), pacrnosioKeHHOT0 Ha AJUHHOM Iiedye X-XpOMOCOMBI, KOTOPbIA KOJUPYET
CMHTe3 aunuJaTpaHcepasbl, KaTaJU3UPYIOILEH peMoJe/JUpOBaHUE KapJUOJIWIMHA B
MUTOXOH/JIpUSAX. 3abojieBaHUE TMPOSIBJISIETCS  CEPJleYHO-COCYJUCTbIMU  aHOMAJIUSMU,
CKeJIeTHOM MHONATHUeH, HeUTponeHUeH, 3aAep>kkord pocta . [lo gaHHbIM peructpa, 70%
NanyeHTOB ¢ cuHApoMOoM bapTta umerot npusHaku KMII B miazieHyeckoM 27 Bo3pacTe, Kak
NpaBUJIO, C AWJATALMOHHBIM (EHOTHUIIOM, Y MOJIOBUHbI OOJIbHBIX BBISIBJASIOTCS MPHU3HAKHU
HEKOMIIaKTHOT'0 MUOKapAa.

BblfieIIloT NepBUYHbIA JeUIUT KAPHUTHHA, BO3HUKAIOUUN MpPU TeHeTUYECKHU
JleTEPMUHUPOBAHHOM JlepeKTe TPaHCIOPTa KAPHUTHHA, U BTOPUYHBIN JeUIUT KApHUTHUHA,
CBSI3aHHBbIM C HapylleHHWeM oOMeHa OpraHUYeCcKUX KHUCJIOT, AePULUTOM HIU JePpeKTOM
MeMOpaHHOTro TpaHcrnopTa auua-KoA-gerujporeHas, jgedekTaMu B I1eNd AbIXaTeJbHbIX
dbepMeHTOB MUTOXOHJPUH, PALOM COMaTUYECKUX 3ab0JieBaHMW UM NaTOJIOTHYECKHUX
coctossHuU. [lepBUYHBIN AePUUUT KApHUTHUHA MOXET NPOSBIAATbCI B ABYX ¢dopmax:
CUCTEMHOW U MBILLIEYHOH .

CucteMHbI  AedULUUT KapHUTHUHA o0OyciaoBjeH MyTauued reHa SLC22AS5,
JIOKaJIM30BaHHOTO Ha JJIMHHOM Ijieye xpoMocoMbl 5 "*319). [IpoaykToM reHa siBJjsieTCs
6esok, nepeHocAwud kapHUTUH (OCTLI). 3aboseBaHuWe HacaefyeTCs IO ayTOCOMHO-
penieccuBHOMYy Tuny . Bo3spact mMaHudectauuu 60s1€3HU BapbUpyeT OT 1 Mec Ao 7 JieT
(cpenHuit Bo3pacT 2 roza).

KiuHUIUCTaMU OTMeYeHO ,4TO NpU paHHEeM [JebloTe TMepPBbIMH MpPU3HAKAMU
3abo0JsieBaHUS SIBJSIIOTCSA OTKa3 OT KOPMJIEHUS, pa3JpaKUTEJNbHOCTb, HU3Kas NpubaBKa B
Macce, OTCTaBaHUe B pU3UYECKOM U MCUXOMOTOPHOM pa3BUTHU. Kak mpaBuJio, AeTH 4acTo
00JIEIOT  UHTEPKYPPEHTHbIMH  MHQEKIUSIMH  BEPXHUX  JbIXaTeJbHbIX MNyTed U
racTpo3HTEpPUTOM. 3aboJsieBaHMEe HOCUT MOJIMCUCTEMHbIN XapaKTep, 3aTparuBaroliui
M3MEHEHHs CO CTOPOHBI XKeJYZ0UHO-KHILEYHOr0 TPaKTa (renaToMerasus, CTeaTo3 ne4yeHu),
CKeJIETHYI0 MHUONATHI0 (MbllledyHasgs ¢/1aboCcTb, TMNOTOHHUSA), HapyUIeHUS LeHTpaJbHON
HepBHOUW cucTeMbl (3HIedasonaTusi), pexe pa3BUBAETCAd CUHAPOM Peie, B0O3MOXHO
BO3HHKHOBEHHE T'MIIOXPOMHOM aHEMUH.

XapakTepHbI yacThle TUIOTJIMKEMHYECKHUE TUIIOKETOTUYECKHUE KpH3BbI,
NpOosBJSAIOIMECS TOBTOPHONW PBOTOM, 060Ield C1aboCTbl0, BSJOCTbIO, COHJHBOCTBIO,
Taxukapgued. B panbHeiiieM MoxeT cPOpMHUpPOBAThLCA ILepebpasbHass JUCOYHKIUS
(moBbIlIEHHAsI BO30YAMMOCTD, pa3/ipaKUTeJbHOCTh). TskecTh 3a00/1eBaHUSI BapbUPYET OT
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JIEeTKUX [0 KpaWHe TsDKeJbIX BapUaHTOB. [IpU JlerkoM TedyeHWM €eJUHCTBEHHbIM
NpOsIBJIEHUEM MOKET ObITh OTCTaBaHUe B PU3NYECKOM U IICUXOMOTOPHOM Pa3BUTHH.

Kappauomuonatusa pasBuBaetrca B 30—40% cayyaeB cucreMHoro Jedunura
KapHUTHHA. [lepBble NpU3HaKu B BU/le 6JIeJHOCTHU KOXKHBIX IOKPOBOB, NOT/JIMBOCTH, O bIILKH
B IIOKOe, OeClOKOWCTBe NMPU KOPMJIEHUHM NOABJAITCA y JeTed B Bo3pacTe 3—5 Mec. [lpu
OCMOTpe BBIABJAKTCA pacllMpeHHe TpaHHUI, cepAla MpeMMyLieCTBEHHO BJIE€BO, TJIYXOCTb
CepleYyHbIX TOHOB, TaXWKapJus, BBICAYLIWBAETCA CHUCTOJHWYECKHMU IIyM OTHOCHUTEJIbHOU
HeJ0CTaTOYHOCTH MUTPAJIBHOTO, pexXe TPUKYCHUAAJIbHO-TO KJalaHoB, akueHT Il ToHa Ha
JIETOYHOW apTepuH, re-naToMerajvs. bBbICTpO HapacTalT CUMITOMBI CepAeYHON
HeJOCTAaTOYHOCTHU: TaxXWKapAud, OJbILIKA, yBeJWYeHHe pa3MepoB INeYeHU U CeJIe3eHKHY,
BO3HMKAIOT OTEKH Ha HOTaX, BO3MOXKHO MOSABJIEHHE ACLIUTA, )KUAKOCTH B IIOJIOCTH NIepUKap/a,
IJIeBPAJIbHBIX NOJIOCTAX, 3aCTOMHbIE XPUIBI B JIETKUX. TpaJlMLIMOHHOE JIeYeHUe CepledHOU
HeJOCTaTOYHOCTH  CepJleYHbIMHM  TIJIMKO3WJAMHM M MOYErOHHBIMM  CpeJACTBaMHU
Mas103pPEKTUBHO .

JedrUuuT KapHUTHHALUIKAPHUTUHTPAHCIOKA3bl — MPOABJAETCA Y HOBOPOXKJEHHbIX
WJIU JeTed paHHero Bo3pacta. [lopaxkeHune cepjua BCTpedaeTcd yalle M0 THUILY
JUNATalUOHHOW KapJMOMHONATHUU. XapaKTepPHO CHWXXeHHE CHUCTOJHYECKON QYHKINHY,
BO3MOXXHbl  HapylleHWs puTMa: OpaAuKapJus, aTPUOBEHTPHUKYJApHad  OJioKaza,
YKeJyJ0uKOBasi dKCcTpacucTosus, Taxukapaus. Ha 3KI' oTMevaloT npusHaku runepTpoduu
JIEBOTO >KeJIyJl04Ka. Y HOBOPOXKJEHHBIX ONHKCAaHbl CJydyad BHe3allHOM CMepTH BCJeJCTBUE
BHE3aIlHOW aCUCTOJIUH .

YacTo BO3HMKAIOT HAapylleHUs CepLeYHOro puTMa: IpeAcepAHble WIH KeJlyL04KOBble
apuTMUU. MopdosiornyeckuM cy6CcTpaToOM [/l BOSHUKHOBEHHS HapyLIeHUU cepedyHOoro
pUTMa ABJAKTCA OTJIOXKEHUS JIMIIUAHBIX 1eNI03UTOB B MUOKap/e . Hapylenusa npoBeneHus
B BHJle BHe3allHOW OpaJuKapAuu Ha QoHe yrHeTeHUs (QYHKLMUU CHUHYCOBOTO y3J/a, Kak
NpaBUJIO, HOCAT MNPUCTYNOOOpa3HbIA XapaKTep W MPOBOLUPYIOTCA pPa3sBUTHEM OCTPOH
TMIIOTJIMKeMUU. BO3HHMKHOBeHMe [AJIMTE/NbHOW AaCUCTOJIMM YBeJMYMBAeT PUCK BHe3alHOU
cMepTH pebeHKa C CUCTEMHBIM 1eULMTOM KapHUTHHA

L-KapHUTHH (JI-KapHUTHH, JIEeBOKAPHUTUH) — HaATypa/ibHOE, NMPUPOJHOE BEIEeCTBO,
KOTOpOe BbIpabaTbIBaeTCsd B Ie4YeHW M NO0YKaX U3 aMUHOKUCJIOT. 3aTeM L-KapHUTHH
TPAHCIOPTUPYETCH B JIpyrve TKaHU U opraHbl. B opranusmMe 4esioBeKa coepKUTCA 0KoJ10 20
IPaMMOB 3TOr0 Bell|eCTBa, U3 HUX NOYTH 95% — B MbllILax. KpoMe BbIpabOTKU B OpraHU3Me,
L-KapHUTHH NOCTyNaeT U3 NMUILU U A00aBOK. OCHOBHBIE MUILEBble UCTOYHUKU: MSCO, pbIba,
AWIa U MOJIOYHbIE IPOAYKThI. BoJibllle Bcero L-kapHUTHHA B roBsiZijuHe: 0koJsio 95 mMr Ha 100
Ip NPOJYKTA.

BnepBble L-kapHUTHH 6bL1 moJsydeH B 1905 rogy M3 MbllieyHOW TKaHU. U TosbKO B
1962 roay onpezesuiu ero riaBHy QYHKIMIO: JOCTABKa >KUPHBIX KUCJIOT B MUTOXOHAPUU
yepes3 UX BHYTPEHHIOI0 MeMOpaHy.

Kak M“3BeCcTHO, MUTOXOHAPHUU — I3TO MaJIeHbKHEe IeHepaTopbl 3HEpPruu. L-KapHUTHH
JlOCTaBJIseT UM TOIJIMBO B BU/Ji€ KUPHBIX KUCJIOT, IPU pa3pylleHUH KOTOPBIX BbIJeAeTCH
sHeprus. HMeHHO 103TOMYy NOABWJOCH MHEHHE, 4YTO L-KapHUTHUH — OTJHUYHBIN
KAPOCXKUTATEb.
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TakuM 006pa3oM B KOHIe JIMTEPATYPHOro 0630pa MOXXHO OTMETUTb O LEHHOCTHU
M3y4eHUs JaHHOU Npo6JieMbl B MeJUIIMHE B L[€JIOM.
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