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Mockoscknin HUW neguatpumn n oeTckom xmpyprum

IIpeacrasiieHbl CBeEHHUs JIUTEPATYPbl M COOCTBEHHBIE JaHHbIE MO MPo0/eMe BbIsIBJIeHHSA 1e()eKTOB 00MeHa KMPHBIX KHCJIOT
y JeTeil — rpynmbl TSAXKeNbIX HACIEACTBEHHbIX 00J1e3Heli, XapaKTepu3yIOUIMXCs BLICOKOIl CMEPTHOCTHIO, PEeMMYIeCTBEHHBIM
nopaxkennem ITHC, cepana u neyenu. IIpuBenena knaccuduxauus 3a6oaeBanuii, NpoaHaIM3uPOBaHbl KIMHHYECKHE 0COOEH-
HOCTHU ¥ OMOXUMHYECKHE KPUTEPUH THATHOCTHKHU NaTooruu. IToaquepkHyTa He00X0AUMOCTH UCTIOIb30BAHUS METOIOB TAHIEM -
HOIi Macc-CNeKTPOMEeTPHH, Fa30B0ii XpoMaTorpauu — XpoMaTomMacc-clneKTPOMeTPUM i uaeHTH(UuKanun Gpopmbl 3a00.e-
BaHusA. BbiiesieHpl rpynmnbl pucka, B NepByio oyepeb Moajiexanue 00c/ie1I0BaHUI0O HA YKa3aHHbIe 00Je3Hu: 1eTH (B TOM YuCIie
HOBOPOXKJIEHHbIE) C TOBTOPHOI PBOTOIi, MBbILIEYHOW TMIIOTOHUEN, BAJIOCTHIO, COHJIMBOCTbIO, KAPANOMHUONATHEN, HAPYIIEHHMEM
puT™Ma cepana, yBeJIM4eHHeM Pa3MepoB NedyeHn W HapymeHueM ee ¢yHkunuu. Ilpeacraiensl 3¢ peKTHBHbIE CIOCOOBI THETH-
YeCKOi M MeIMKAMEHTO3HO Tepanuu.

Karouegole cnosa: demu, nacaedcmeertble degpekmbl 00MeHA JCUPHBIX KUCAOM, MAHOEMHAs MACC-CNeKmpomMempus, ayuikap-
HUMUHbL.

The authors provide the data available in the literature and their findings on the identification of childhood fatty acid metabolic
defects, a group of severe hereditary diseases characterized by high mortality, predominant involvement of the central nervous
system, heart, and liver. They also give a classification of the diseases and analyze their clinical features and biochemical mark-
ers for the diagnosis of pathology. The authors show it necessary to employ the techniques of tandem mass-spectrometry, gas
chromatography — chromatographic mass-spectrometry to identify the form of the disease. They also single out risk groups,
primarily those to be examined for the above diseases: children (including the newborns) with recurrent vomiting, hypomyoto-
nia, flaccidity, drowsiness, cardiomyopathy, cardiac arrhythmia, hepatic enlargement and dysfunction. The effective dietary
and drug therapy options are presented.

Key words: children, hereditary fatty acid metabolic defects, tandem mass-spectrometry, acylcarnitines.

JOCJIOBHBIX IMAIIMEHTOB PETrUCTPUPYETCA BHE3aIllHasA

BTequMe nocineaHux 30 ner u3 HeauddepeH-
cMepTh cubcoB [5—9].

IMPOBaHHBIX COCTOHHHﬁ, COIMPOBOXKAAIOIINXCA

HapylIeHueM HEPBHO-TICUXMYECKOTO Pa3BUTHUS, BbI-
JeJieHbl 3a00JIeBaHUsI, CBI3aHHBIC C HACIEACTBEHHBI-
MU nedekraMu oOMeHa XUPHBIX KUCIOT. DTa rpyria
HACUMUTHIBAET OKOJIO MOJIyTOpa JAECSITKOB OTIAEIbHBIX
HO30JIOTUYeCKUX (HOpPM, OOBEAMHEHHBIX OOIIUMU
MaTOTEHETUYECKUMU OCOOCHHOCTSIMM U CXOJHBIMU
KJIUHUYECKUMU nposiBaeHusimu [1—4]. 3abosieBaHus
XapaKTepPU3yIOTCS BBIPaXXEHHBIM KJIMHUYECKUM TI0-
numopdusmMoM. Tsxenbie GOPMBI OTIUYAIOTCS OYEHb
BBICOKOW JieTaJibHOCTBhIO. [lpeamnonaraercst, 4To Ha-
cleICTBeHHBbIE He(heKThl OOMeHa KMPHBIX KHCJIOT
SBJISTIOTCS] TIPUYMHOM He MeHee 5% ciydyaeB BHe3all-
HO# nerckoir cMmeptH, 30% cilydaeB TUIOTJIUKEMUU
NIEeTCKOTO BO3pacTa HesicHOTo reHes3a, S—10% ciyvaes
sHIedanorenatonatuu Peite u 15% ciydaeB Kapauo-
MHUOIIATUM B paHHEM JIETCKOM Bo3pacte. B 1/4 po-
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AKTYyaJTbHOCTh TIpOOJIEeMBI WM3yYeHUsI MaHHOW ITa-
TOJIOTUU OOYCJIOBJIEHA €€ JOCTATOYHO BBICOKOM pac-
npoctpaHeHHocTblo. CyMmmapHasi 4vactoTa 3aboJe-
BaHUU, mo-BuaumMomy, coctasiser 1:5000 — 1:9000
HOBOPOXJICHHBIX, T.€. aHAJIOTWMYHAa dYacToTe (HeHWI-
keroHypuu. bosee pacnpocTpaHeHbl TakKue HO30-
Joruyeckue Gopmbl, kak geduuut auui-KoA ne-
TUIPOTEHA3Bbl XKUPHBIX KUCIOT CO CpemHed UITMHOM
yraepoaHoit nenu (1:9000 — 1:17 000), nedpuumT amumi-
KoA nmermmporeHassl KUPHBIX KHCIOT C KOPOTKOIA
nenbio  (1:33 000 — 1:50 000), cucteMHbIl aeUIAT
kapautuHa (1:40 000), neduut TpudyHKIIMOHATBHOTO
6enka u geduut anuia-KoA mermmporeHasbl KUPHBIX
KMCJIOT ¢ OYeHb JIMHHOM 1enbio (1:50 000) [10, 11].

Bce paccmarpuBaemble B HacTosilieM o030pe 3a-
0oJieBaHUS HAcCJeAylOTCsl ayTOCOMHO-pelieccuBHO. B
Taba. 1 oTpaxkeHbl OCHOBHbIE CBEIEHUSI 00 MCTOPUU
OINMMCAHMST OTHEIBbHBIX HO30JOTMYeCKUX (DopM, TIpen-
CTaBJICHBI TEHBI U MPOAYKTHI TeHOB, Me(MEKTHI KOTOPHIX
JiexxaT B OCHOBE JJAHHOM MaTOJIOTUM.
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Oco0eHHOCTU NaToreHesa 6ose3Hei OKUCIeHUs
XXUPHBbIX KUCINTOT

MeTaboJ13M XKUPHBIX KUCIOT MPEJCTaBISIET COOO0T
CJIOXKHBI MHOTOCTYIIEHYATHII MPOLIECC, BKIIOYAIOIIAN
TPAHCMOPT M3 LUTOIIA3Mbl KJIETKU Yepe3 HaApYKHYIO0
W BHYTPEHHIOI MEMOpaHBI BHYTPb MWTOXOHIPUM U
nocnenyioniee B-okucieHue. HeorbemaeMblM ydacT-
HUKOM TPaHCMEMOPAHHOIO MepeHOoca XKUPHbIX KUCTOT
SIBJISIETCS KAapHUTUH, KOTOPBIA obecrieurBaeT oopas3o-
BaHWE ALWIKAPDHUTUHOB C JUIMHHOW YIJI€pOMHON Ilie-
b0 — COEAWHEHUI, TPAHCIIOPTUPYEMBIX B MATPUKC
MUTOXOHIpUi [2, 4].

M3BecTHO, YTO KAPHUTUH 00pa3yeTcsl U3 JU3UHA U

HACJIE4ACTBEHHbIE BOJIE3SHU

aneHo3nIMeTHOHMHA. CUHTE3 ero HEeImoCPEeICTBEHHO-
ro TpealIeCTBeHHNKA — y-0yTupobeTanHa, mo-BUIH -
MOMY, TIPOMCXOIMUT B Pa3HBIX TKAaHSAX, a 00pa3oBaHUE
OKOHYATEJIbHOTO TPOAYKTAa — JICBOKAPHUTHHA OCY-
IIECTBIISIETCS B KJIIETKAaX IMEYCHU U IMoYeK (B MEHbIIEH
crerieH). OOpa3oBaBUIMIACS KADHUTUH TPAHCIIOPTU-
pyeTcsl B CKeJeTHBIE MBIIIIIBI 1 MUOKapa — TKaHU, B
KOTOPBIX CONEPKATCsI OCHOBHBIC 3aIlachl KApHUTHHA,
YTO OOYCIOBJICHO BBICOKOW aKTUBHOCTHIO B HUX JIH-
MUIHOTO OOMeEHa.

[Iporecc TpaHCITOPTa M OKUCICHUS KUPHBIX KUCTOT
MOXHO TIPeICTaBUTh CICAYIOIIUM 00pa3oM (CM. CXEMY).
AKTUBHpPOBaHHBIC B IIMTOILIa3Me anmi- KoA cuHTeTa-

CxeMa TpaHCHOPTA M B-OKUCIEHUS KUPHBIX KHCJIOT
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30/ JUIMHHOLIETIOYEYHbIE XUPHbIE KUCAOTbI B BUIIE
TM03(pupoB KOA NMpoHMKAIOT Yepe3 BHEIIHIOK MEM-
OpaHy MUTOXOHAPWIA, TAe TMOJ BIUSHUEM KapHUTUH-
najbMuTOUATpaHchepasbl | MpoUCXoauT UX coeauHe-
HUE C KADHUTUHOM U 0Opa3oBaHUe ALMJIKAPHUTUHOB
C JUIMHHOM YIJIEpOJHOMN lienblo. ALMIKAPHUTUHBI C
MTOMOIIIbIO KapHUTHUH-ALUJIKAPHUTUHTPAHCIOKA3bI
MepeHOoCsITCs K BHYTPEHHE MeMOpaHe MUTOXOHIPUIA,
rne KapHuTuHnaibMuTouaTpaHcdepasa Il odbecrieun-
BaeT B3aumojelictBue ¢ KoA, BbICBOOOXJAeHUE Kap-
HUTUHA U obpa3oBaHue auui-KoA. IMocnenHuit npu
yuyactuu psiga auuia-KoA perumaporeHas rojaBepraercs
[B-okuciIeHNIO0 B MaTpUKCe MUTOXOHAPpUiL. B pe3yibra-
T€ MPOUCXOAUT YKOPOUEHUE YIJIEPOAHOM LIeTU allub-
Horo panukana. KoHeYHBIM MTPOAYKTOM [3-OKHMCICHUS
ciayxut anetui-KoA, sBasiioniuiics cydbctpatoMm st
nukia Kpebca n cuHTe3a KeTOHOBBIX Tell [2, 4].

XKu3zHeHHO BaxXHO€ 3HaueHUEe OOMEH XKUPHBIX
KUCJIOT MpuoOpeTaeT Mpu HEAOCTATOUHOCTH IHEpre-
TUYECKUX PECYPCOB UM UX MOBBIILIEHHOM PacXo10Ba-
HUU B YCIIOBUSIX MeTaboimuyeckoro crpecca (MHMeK-
LIMOHHBIE 00JIe3HU, HhU3uYecKast UJu IMOLMOHAbHAS
rneperpyska, rojlogaHue Wjiu MpueM XUPHOW MUILH,
XUpypruuyeckoe BmeliatenabcTBo). [Ipu Hanuuuu re-
HETUYECKU NeTEPMUHUPOBAHHOTO dH3UMHOTO JedheK-
Ta aKTUBalMsl MPOLIECCOB TPAHCHOPTA U OKHUCJIEHUS
JIMNIUA0B He BelaeT K obOpa3oBaHuio aueTui-KoA, a
CTUMYJIMPYET -OKHUCJIEHUE XUPHBIX KUCIOT. B pe-
3yJIbTaTe B OMOJOTMYECKUX XXKUAKOCTIX HAKATIUBAIOT-
Csl TPOAYKTHI TPOMEXYTOUYHOTO 0OMeHa, B YaCTHOCTHU
NUKApOOKCUJIbHbIE KUCIOTbl. DTU METabOJUThl OKa-
3bIBAIOT TOKCUYECKOE NEMCTBUE HA TKAHU T'OJIOBHOIO
MoO3ra, cepila, MeyeHu, yrHeTaloT (GepMEeHTbl TJio-
KOHeOoreHe3a, LMKJIa CUHTE3a MOYEBUHBI U OOMeHa
MypuHOB. JIJIMHHOLIENOYEUHbIE AllMJIbHbIE PAAUKAIbI
NIal0T apUTMOTEHHbI 3¢ deKT. 3amachl dHIOTNeHHO-
ro KapHUTHHA TPATSIATCS Ha CBSI3bIBAHWE TOKCHYHBIX
MPOU3BOIHbIX OPraHUYECKUX KHUCIOT, YTO BEIeT K
YMEHbIIIEHUIO COOTHOLIEHUSI CBOOOIHOIO U CBSI3aH-
HOro KapHUTMHA U BTOPUYHON KaApPHUTUHOBOMW HEIO-
cratouHoctu [3, 8, 12].

ITpu rayrapoBoit auuaypuu 2-ro Tuna (MHOXecC-
TBEHHBIN JIeUIUT IeTuaporeHas), OOYCIOBIEHHOM
neheKTOM 3JEKTPOHHO-TpaHCTIOPTHOro (aBonpore-
WHa, naTtoreHe3 00Je3HU OCJIOXHSIETCSI B CBSI3U C pa3-
BUBaIOIIMMCS O1e(PUIUTOM HECKOJIbKUX (aaBompoTe-
uHconepxamux aeruaporeHas. [lomumo GepmeHTOB
MWTOXOHIPUAJEHOTO [-OKWCIIEHUsI, TIPU 3TOM 3a00-
JIEBAHUU CTPaJalOT U30BajIepuI-, U300yTUPUI-, Me-
TUIOYTUpUI-, TayTapui-KoA ageruaporeHasbl U cap-
KO3WHAETUAPOreHa3a, yyacTBylOUIMEe B MeTaboIu3Me
psiia aMUHOKHUCIOT U xoJuHa. Kpome Toro, B marore-
He3e MaToJOruyu UMeeT 3HaueHue HapylleHne epeHo-
ca 2JIEKTPOHOB OT 3JIEKTPOHHO-TpPAHCIOPTHOTO (iia-
BOIIPOTEMHA Ha AbIXaTeJbHYIO Lenb [13, 14].

KnuHuyeckue nposiBieHns u 00MeHHble
HapyLIeHUs, XapaKTepHble g 6one3Hein
OKMCIIEHUS XXKMPHBIX KUCNOT

Bce HO30MOTHYECKIE (hOPMBI TTATOJIOTHH MMEFOT MHO-
ro o61ux mposiBjieHnit. OObIYHO BBIAEISIOT HEOHATAb-
HYI0 (pPaHHIOIO, JIETATbHYIO), IETCKYIO (MH(pAHTUILHYIO)
1 no3iHIo010 (hopMy B3pociibix) opMbl Ooie3HU. PaHHsIs
¢dopma OTIIMYAETCSI OCOOCHHON TSKECThIO, XOTS KOMa-
TO3HBIC COCTOSTHHSI MOTYT BOBHUKHYTb U TIPH IETCKOM, 1
Mpu MO3IHEe# hopMax.

OCHOBHBIE KIMHWUYECKWE IIPOSIBICHUS: JHIIeda-
JlomaTusI (BSUTOCTb, JIETapTHsl, KOMa), TOBTOPHAsl pBOTa,
YBEJIMUCHHUE Pa3MEpOB IMEYCHU, TTPOTPEeCCUpyrolee Mo-
paXkeHHe cepliia B BUIe KapIUOMUOTIaTUY WJIA Hapylire-
HUST puTMa. [IeTH MOTYT OTCTaBaTh B TICUXOMOTOPHOM
pa3BUTHU. Y OOJIBHBIX OoJiee CTapIero Bo3pacra Ho-
MWHUPYIOT MUOTIATHS W TTOpaXXeHNe MUOKapIa, Xapak-
TEPHBI TIPUCTYIIBI MBIIIEYHON OO U MUOTIIOOUHYPUH,
MPOSIBJISIIOIIMECS M3MEHEeHHeM liBeTa Mouu (Tabia. 2)
[13, 15—17].

HabGsionaemble OOMEHHbIE PACCTPOMCTBA: MPUCTY-
Bl TUTIOTJIMKEMUM, HE COTIPOBOXKIAIONINAECS KETO30M;
MEeTabOTNICCKUI alMa03, THIepIaKTaTalluaeMusl, TT0-
BBIIIICHWE aKTUBHOCTU TpaHCaMWHa3, KpeaTuHdbocdo-
KWHAa3bl, YPOBHSI aMMUaKa, WHOTIa MOYEBOW KUCIIOTHI,
kanus, docdopa B KpoBU, runokajibiimemusi. Kiroue-
BBIM [UISI TUATHOCTUKM SIBIISICTCS OIpeleieHUuEe CBO-
OOTHOTO W CBSI3aHHOTO KapHUTHWHA (aIlMIIKApHUTHHORB)
B KPOBM METOIOM TaHIEMHOW MaccC-CITIEKTPOMETPHH.
Kpowme Toro, 111 yTOUHeHUSI IUarHo3a TpedyeTcs ucciie-
JOBaTh TTOYCYHYIO SKCKPEIUI0 OPTaHMYECKUX KHUCIIOT.
B Tabn. 3 npexncraBiieHbl CBeAEHUS O AMarHOCTUYECKU
3HAYMMBIX M3MEHEHMSIX B YPOBHE CBOOOTHOTO KapHU-
TUHA, AIWJIKAPHUTUHOB W 3KCKPEIUU OPTaHWYECKUX
KUCJIOT, XapaKTePHBIX IJIsT pa3HbIX (opM 3a00JIeBaHMIA.
JIlvarHo3 TONTBEpXOaeTcsl ONpele/icHueM HU3KOW aK-
TUBHOCTU COOTBETCTBYIOIIUX (pepMEHTOB B (hubpoodIiac-
TaX 1 BBISIBJICHUEM TeHHBIX MYTaIlUi IIPU MOJICKYJISIPHO-
TCHETUYECKOM aHaJIM3E.

[pencrasisieM KpaTKyIo XapaKTEPUCTUKY OTHETHHBIX
dopM TaToIOrMY ¢ yKazaHueM 0COOCHHOCTE KITMHIIeC-
KOU KapTWHBI U TaHHBIX JJAOOPATOPHOTO OOCIICIOBAHMS
OOJIbHBIX.

Cuctemublit fedunut kapuutuHa. Cpoku MmaHubecra-
U 3aboneBaHus ot 1 Mec 1o 7 et (B cpeaHeM 2 rona).
V nmeteit paHHETro Bo3pacTa OCHOBHOE ITPOSIBIICHUE — TH-
TTOKETOTUYECKAsT TUITOTJIMKeMWYecKasi SHIedaronaTus
(BSITIOCTh, COHJIMBOCTB, TIOBTOPHAsl PBOTA), MMEOIIAS
npuctynooodbpasHoe teueHue. Kak mpaBuio, neTu yme-
PEHHO OTCTAalOT B IICUXOMOTOPHOM pa3Butuu. OTMeda-
ercsl yBeJIMueHue pa3MepoB medeHu. OObIYHO 1mo3xke (B
Bo3pacTe 3 JieT) TPHCOSHUHSIETCS IIPOTPecCUpyoIast
KapauoMuoriaTust. et Jacto 00JIeloT MHTePKYpPPEeHT-
HbIMU 3a00s1eBaHusIMu [4, 16, 18—20].

Y GosbHBIX OoJiee cTapllero Bo3pacta JOMUHUPYIOT
MPU3HAKK CKEJIETHOW MUOIIATUN U TIOPaKeHUsT MUOKap-
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Tabnuya 2. Knuauyeckas XapaKTepuCTHKA 00/1e3Heli 00MeHa JKUPHBIX KHCJIOT

Knunnyeckue npusHaku 3aboseBaHUs

DHuedazonaTust (CyIoporu, JeTaprusi, Koma) Bce dopmer, kpome MpimegHoro tuma CJAK

TlopaxeHue neyeHn Bce dopmbt

MpliedHasi ciaboCTh, TUITOTOHUS Bce dbopmbl

Muanrus, Muoanu3, U3MEHEHNE LIBETa MOYM Hedunmt KI1T2, nednmut KAT, neduut ammin-KoA me-

TUIIPOT€HA3bI XUPHBIX KUCJIOT C OYeHb JJTMHHOU IeTIBI0, Je-
uruT ammi- KoA nerunporeHasbl JKUPHBIX KUCIIOT C TJTMH-
Holi 1ienbio, nedurmut TODB, neduiut runpoxkcuani- KoA
JeTUIPOTreHa3bl XKUPHBIX KUCIIOT C JUTMHHOI Lienbio, [A2

Kapanomuonarus CIK, nedounur KIIT1 (peaxo), nedurut KI1T2, neduur
KAT, neduiut atmi-KoA nerunporeHasbl KUPHbIX KUCJIOT
C OYeHb JUTMHHO 1ieTblo, neduimt TOB, nedunur runpok-
cuami- KoA nernaporeHassl SKUPHBIX KUCIOT C ITTUHHON
nenbio, [A2

Hapymenust putma cepaia Hedunmt KI1T2, nedurut KAT, nedunur ammin-KoA me-
TUIPOreHa3bl XXKMUPHBIX KUCIOT C OYeHb JJIMHHOM IIETIbIO, e~
urut TOB, nedurut ruapokcuanmi-KoA nermaporeHasbl
JKUPHBIX KUCJIOT C JUTMHHOM LIeTIblo, neuiut aumi- KoA
JETUAPOTEHA3bI SKUPHBIX KUCIIOT CO CPeTHel ietbio, [A2

CHHAPOM BHE3AIMHOM JETCKOI CMEPTU CIK, necpurur KI1T2, nepunur KAT, nepunur aumi- KoA
JIETUIPOTEHA3bI JKUPHBIX KUCJIOT C OYeHb JJTMHHOMK
nensio, neurut TOB, nedunut ruapokcuanmi- KoA
JIETMIPOTEHA3bI JKUPHBIX KUCIOT C IJTMHHOM 1IeTIbIO,
neduuut auuia-KoA neruaporeHasbl JKUPHBIX KMCJIOT CO
cpenHeit nenbto, [A2

JInueast nusmopdus Hedbuuut KITT2, TA2

TyOynsipHble HapyllIeHUs Heduuut KIIT1, nedunut KI1T2, nepuunt ruapokcu-
am- KoA nernaporeHasbl SKUPHBIX KUCIIOT C JUTMHHOW
nenbio, [A2

[ToyeyHas HEIOCTATOYHOCTh Hedwurut KITT1, nepunur KIIT2, nedurur KAT, neduimr

ai-KoA neruaporeHasbl JKUPHBIX KACIOT C OYEHD ITAH-
Holi 1enblo, aepurut TODB, neduut runpoxkcuaimi- KoA
JIETUAPOTreHa3bl XKUPHbBIX KUCJIOT C JUTMHHOM Lienbio, [A2

Hanuuue KUCT B moykax Heduuut KITT2, TA2
VBenuueHue nouyex Hedbuuut KIIT1, nepuuur KI1T2, TA2
Bonu B xxuBote, nuapes CIK, nedouunr KIIT1, nepuuur TOB, nepummt

rugpokcuanui-KoA neruaporeHasbl SKUPHBIX KUCIOT €
JUIMHHOM 1LIEbIO

Tlepudepuueckast HeliporaTus Hedunmt TOB, neduumt ruapokcranmi-KoA nermapore-
Ha3bl XUPHBIX KUCJIOT C JUTMHHOM 1IETThI0

[TurMeHTHBIN pETUHUT, TOMYTHEHUE XpYCTaIMKa (PEaKO) Hedwurut TOB, redunut runpoxkcuanui- KoA nerunpore-
HAa3bl XUPHBIX KUCIIOT C JUIMHHOM 1IETTHI0

HeoO6branbIif 3armax MOYM (TUTIA «ITOTHBIX HOT» ) TA2

OcoxHeHus 6epeMeHHOCTH Y MaTepell (HeyKpoTumMast Hedummr KIIT1, nedumur TOB, neduur

pBOTAa, YBeIMUEHUE TIEYeHU, TTOBBIIIIEHNE aKTUBHOCTH runpokcuanui- KoA nerunporeHasbl XKUPHBIX KACTIOT

TpaHCaMUHa3, TUIePOUIUPYOMHEMMS, KUPOBAsT C JUIMHHOM 1Lienblo, aeduuut aumi- KoA neruaporeHasbl

aucTpodus MeYeHu), BoAsIHKA MIoja SKMPHBIX KUCJIOT C KOPOTKOM LIETIbIO

Tpumeuarue. CAK — cucremuniit nepuunt kapuutuHa; KIIT — kapuurunnansmuromntpancdepasa; KAT — KapHUTUH-alWIKAPHUTUH-
TpaHciokasza; TOb — tpudyHkumnoHanbHbIi 6e10K; [A — rayrapoBast anuaeMusi.
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na. Hepenko Haboa10TCsl HApYLIEHUS XKeTyI0UYHO-K1-
LIEYHOTO TpakTa: 00U B XXKUBOTE, Iuapesi. B HEKOTOpbIX
clyyasix TEpBbIM MPOSIBJIEHUEM 3a00JIeBaHUSI MOXKET
ObITb BHE3AIHASI CMEPTh peOCHKA.

YV reTepo3UroTHbIX HOCUTENEH MyTallMu reHa TpaHC-
noprepa KapHutuHa OCTN2 (cMm. Tabsa. 1) omucaHa
Mo31HO MaHudecTupytoniass A00poKayecTBEHHAs] T'U-
neptpodust MuoKapAaa U HU3KUI ypOBEHb CBOOOIHOTO
KapHUTHHA B KPOBU MPU poxkaeHuu [21, 22].

JlabopaTopHble TpU3HAKKM CUCTEMHOTO Jeduiiu-
Ta KapHUTWHA: HU3KWUU YPOBEHb KapHUTWHA B TKaHSIX
(TIeyeHn, MBIIIIAX); TPUCTYITB TUTTOTIIMKEMUN, HE CO-
MPOBOXIAIOLIMECS KETO30M; TMOBBIILIEHUE AKTUBHOCTU
TpaHCaMMHAa3, YPOBHSI aMMUaKa B KPOBU; TUIIOXPOMHAasI
aHeMusl. YpoBeHb CBOOOHOrO KApHUTUHA B KPOBU OOBIY-
HO CHUKEH, HO MOXET ObITb HOpMasibHbIM. [Ipu uccie-
JNIOBAaHUM METOJOM TaHIEMHO Macc-CIeKTPOMETPUU
coaepxanue cBodoaHoro kapHuTuHa (C))<10 MKMOJIB/11,
CyMMAapHbIX alIMWIKAPHUTUHOB <5 MKMOJIb/J (CM. TabJ1. 3)
[10]. B neiikouuTax, ¢pubdpobsacTax M KJIeTKax APYTrux
TKaHell CHWXKEH 3axBaT KapHUTHHA (0KoJo 3% OT HOp-
Mbl). OTMeueHa TMOBBbIIIEHHAs] TOYeYHasl SKCKpPeLusl
kapHuTrHa [23]. B Moue onpeensieTcss HOpMaJlbHOE CO-
JiepKaHue TUKAPOOKCUIbHBIX KUCIOT, YTO CIYKUT KPU-
TepueM nuddepeHInaTbHONi IMarHOCTUKY ¢ edeKkTaMu
[B-okucIeHUS KUPHBIX KUCITOT.

MpineuHblii 1euIMT KAPHUTHHA OOBIYHO MaHUbec-
tupyet Ha [I—III nekane >ku3HU, MHOT/IA HA IEPBOM TOLLY
>KnU3HU. JlabopaTopHble MPU3HAKK 3a00eBaHUS: HU3KOE
colepkaHNe KapHUTHUHA B MBIIICYHON TKAHW ITPU HOP-
MaJIbHOM YPOBHE B KPOBM U IPYTUX opraHax [24].

Jdedunut kappuTuHnansmutouarpancdepassl I. Ma-
HudecTauus 3a60JeBaHUs TPOUCXOJUT B BO3pacTe 110 2
JIET, UHOTJa Y HOBOPOXJIEHHbIX. OCHOBHbIE MPU3HAKMU:
HapylleHue OOLIEro COCTOSIHUS, MbIIIEYHAsl TUITOTO-
HUSsI, JIeTaprusi, HEpPeIKO KOoMa, CyJI0pOru, remnatome-
rajivsi, HapyilleHue ctyia, Pelie-nomoOHbIl CUHAPOM,
TyOyJISIpHBIE PACCTPOMCTBA MO TUIY MPOKCUMAaIbHOTO
U IMCTAIBHOTO KaHaJIblLEBOro anuno3a. B ennHUYHBIX
cllyqasix coo01Ian0Ch O CKEJIeTHON MUONATUM, Kaparo-
MuonaTuu. Y Oyaylmux Marepeil 00JbHbIX IeTeil MOTYT
OTMEYAThCsl TSIXKEJble OCJIOXHEHUS OepeMEHHOCTU —
HEYKpOTUMasl pBOTa, HapyllieHue (GYHKIMU MEeYeHU ¢
pa3BUTUEM KUPOBOW MHQUIBTpAIIMU, MTOBbILIEHUE aK-
TUBHOCTH IEYEHOUHBIX (hepMeHTOB [15, 16].

Jst GONBbHBIX XapaKTEepHbl TMITOKETOTHYECKasl TI'M-
MOIJIMKEMUS, MOBbIIIEHUE AKTUBHOCTU TpaHCAaMUHA3 B
kpoBHu. [ToBbllIeHA TOYEUHAsT SKCKPEIUs DJIEKTPOJIUTOB,
O6ukapooHaroB. MHOrma otMevaeTcs auua03, yBeJuyeHue
aKTUMBHOCTU KpeaTuHbocdokrHazbl B KpoBH [25].

ConepxaHue CBOOOIHOTO KapHUTUHA B KPOBU MO-
JKeT OBbITh MOBBILIEHO (MHOTAA HOPMaJIbHOE) TIPU HEU3-
MEHEHHOM CIEeKTpe allWIKAPHUTUHOB WU CHUXEHUU
YPOBHs rekcanekaHowikapuutuia (C,) u creapoui-
kapHutuHa (C ). HapyuieHo cooTHOlIEHHE CBOOOIHO-
ro KapHUTWHA W IJTUHHOIICTIOUEYHBIX KUPHBIX KUCIOT

(cm. Taba. 3) [10, 26]. B ¢pubpobaacTax CHMXEHA aK-
TUBHOCTb KapHUTUHMaJIbMUTOMITpaHchepasbl | (okosto
10% ot HOPMBI), OKHMCJIEHUE TajJbMHUTaTa COCTaBIISIET
0KO0JIO 5% OT HOPMBI.

JednumT KapHUTHH-ANUIKAPHUTHHTPAHCIOKA3BI TTPO-
SIBIISIETCST Y HOBOPOXICHHBIX WJIW JIETe paHHEro BO3-
pacra. [lpu HeoHaTasbHOW MaHHMGbECTAIIMN TEeUCHUE
MPOTPECCUpYIoIiee ¢ BBICOKOU JieTalbHOCThIO. CMepTh
0OBIYHO HACTYITAeT BCJICACTBUEC CEPICIHO-JICTOYHON He-
noctaTogHocTH. OCHOBHBIC TIPOSIBIICHUSI: HapyIIeHUE
00IIETO COCTOSTHUST M TICUXOMOTOPHOTO Pa3BUTHSI, pac-
CTPOMCTBA IBIXaHUsI, KOMa, 3HIedAaTONaTus, CyI0pOrH,
TUTIOTEPMMUSI, KapIUOMMOIIATUSI, apUTMUS (KeJTymI0d-
KOBasl TaxuKapaus), OJloKama cepira, MbIIIeYHas TH-
TIOTOHMSI U CJIa0OCTh, YBEIMUCHUE Pa3MEpPOB TICUCHU U
HapyuieHue ee pyHkuuu. [1pu no3nHeir MaHudecraluu
OTMEYaeTCsT MEHBIIAs TSKECTh KIIMHUYIECKUX ITPOSIBIIC-
Huit [7, 27, 28].

MeTabonmyeckre paccTpoONCTBAa BKIIIOYAKOT TMIIO-
TJIMKEMUIO TIPW OTCYTCTBUU KETO3a, YBEJIWICHUE B KPO-
BM YPOBHS aMMMaKa, WHOTIA KaJusl U MOYEBOW KHC-
JIOTBI, BBICOKYIO aKTHBHOCTHh KpeaTWH(hOCHOKWHAZHI,
TpaHCaMWHA3, MUKApOOKCWIBHYI0O M THIPOKCHUIWKAp-
ookcunpbhyio (C,—C ) auuayputo. IIpoduib anmnkap-
HUTUHOB B KPOBU TaKOM Xe, KaK NPy neDUIUTE KapHU-
TuHNaabMuTousnTpancdepassl 11 (cm. Tabdu. 3): HU3KUI
YPOBEHb CBOOOTHOTO KapHUTWHA IPU 3HAYUTECIBHOM
YBEJIUYEHUU COIAEPXKAHUS allMJIKAPHUTUHOB ¢ 16 1 18
aromamu yriepona (C,—C ) [10, 29]. B pubpobracrax
OTIpeNeIsIeTCS] CHIDKEHME OKUCICHUS OJICMHOBOM 1 MU-
PUCTUHOBOIW KUCJIOT W HU3Kasl aKTUBHOCTh KapHUTWH-
alMJIKapHUTUHTpaHcaoKasbl [30].

Jedunur kapautuanaabmuronatpancdepasnol 11, Boi-
NEJISTIOT TP KIMHUYECKUEe (OPMBI TTaTOJIOTUW: HEOHa-
TaJbHYIO, MJIAIEHYECKYIO (MH(PAHTUIbHYIO) U TIO3AHIO0
[13].

JletanpHas HeoHaTalbHas opMa XapaKTepU3YeTCs
MaHMbeCcTalMe ¢ TIepBhIX THEW XWU3HU, TTPOTPEeccCupy-
IOIUM TEUEHUEM, OYEHb TSIKEJIBIM COCTOSTHUEM JeTeit
W TUTOXWM TIPOTHO30M. Y HOBOPOXKICHHBIX Pa3BUBAIOTCS
TUTIOTEPMMSI, JIETAPTHSI, CYIOPOTH, TUIIOTOHUS, TUIIEp-
pedaeKkcs, Kapauo- W TelTaToOMEeTraIus, apuTMHUSI Cepaiia
(ckeJTymovYKOBas TaXUapUTMUSI), TTOUYeYHAs] HEIOCTaTOU-
HOCTb. BeTpeuaeTcest nm3amopdusi: CKOIIEHHBI 100, MUK-
poriedairsi, BBICOKOe He0O, aHOMaJIbHBIC YIITHBIE pPaKo-
BUHBI, JUIMHHBIE KOHYCOBUIHBIE TAIbIIbI, KOHTPAKTYPHI,
rurnoruiaszust Horreit [31, 32].

OCHOBHBIE MeTabOTMYECKNE HAPYIICHUS: TUITOTIIH -
KeMUsI, YBEJIMYCHUE COmepKaHUs JUIMHHOIICITOYCUHBIX
AlMJIKAPHUTUHOB B CBIBOPOTKE, MOYE M PA3HBIX TKAHSIX.
MoryT Habm0naThcsl META00JIMYECKUI alluI03, TUIep-
aMMOHMEMUS, THUIepKaaueMusi, TurnepdochaTemMus,
TUTTOKAJBIIMEMUST, TIOBBIIICHNE aKTUBHOCTH KpeaTWH-
¢dochokrHa3bl; B pEAKUX CIydasix OTMEYaeTcsl KeTo3.
ITpoduib alMIKAPHUTUHOB TaKOU Xe, Kak npu aedu-
IMTe KapHUTUH-AIMIKaPHUTUHTPAHCIOKA3bl. YPOBEHD
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Taﬁﬂuua 3 ypOBel-[]: KAPHUTHHA, CHIEKTP AIWIKAPHATUHOB B KPOBU U OPraHN4Y€CKUX KUCJIOT B MO4Y€ NPU HACIECACTBECHHBIX 00J1€3-
HAX 00OMeHA 2KHUPHBIX KHCJIOT

®opma maTosoruu

CoaepxaHue KApHUTUHOB B KPOBU, MKMOJIb/JI

OpraHM‘iCCKV[C KHUCJIOTBI B MOYE

CucTteMHBII TeUIUT
KapHUTHHA

Jedurur KapHUTHHA,
MBbIIIeYHas popMa

JeduiuT KapHUTHH-
najbMUTOUATPaHChe-
pasbl |

JeduunuT KapHUTHH-
alMIKapHUTUHTPAHC-
JIOKAa3bl

HeduimT KapHUTUH-
najabMUTOMITPaHChe-
passbl 11

Hedwurut ammn- KoA
JETUIPOTeHA3bI JKUPHBIX
KHUCJIOT C OY€Hb JUTMHHOM
YIJICPOTHOI 1IeTTbIO

Jepuuut aumia-KoA
JIeTUAPOTeHa3bl XKUPHBIX
KMCJIOT C IJIMHHOM yTJie-
POIHOM LIETIBIO

Hednrut TpudyHKIINo-
HaJILHOTO Oenka

Hedbuuut ammin-KoA
JETUAPOTreHA3bI XKUPHBIX
KHUCJIOT CO CPEIHEN TN~
HOW yIJIEpOJHOM LIETHU

Hedunmt anmn-KoA
JEeTUAPOTeHasbl XKUpP-
HBIX KACJIOT C KOPOTKOM
YIJIEPOIHOM LIETIBIO

[nyrapoBas aniuaeMus
II Tima

C,<10, cyMMapHble alluIKapHUTHHBL <5

Hwuskoe copepxaHne KApHUTAHA B MBITITIAX
TP HOPMAJTHHOM YPOBHE B KPOBU U JAPYTHX
opraHax

C, TIOBBILIEH MJIM HOPMATbHBIH. CIIEKTP
AlMJIKAPHUTUHOB HE M3MEHEH W CHUXKEH
yposenb C, <1,7u C ,<0,6. HapyiieHo coot-
Homenue C; 1 JUIMHHOLEMOYEYHbIX JKMPHBIX
kucnot: C /(C,+C )>70-100

Huskuit yposenb C ipy 3HAYUTENBHOM
YBEJIMYEHUU COAEPKAHUS allUTIKAPHUTUHOB:
C,>10,6 (>0,2); C,.>3,2;
CO/(C16+C18)<3; (C]6:0+C
C,>0,05; C,,,/C,>0,03

)/C,>0,05; C,/

18:1
18:1

To xxe

Huskuit yposenb C, npu yBeTMYEHUH COIEP-
xanus C,, >0,43u C >0,76

Huskwnii yposens C, 10 96% ob1ero kapHu-
THHA COCTaBJISAIOT aumiakapHuTuHbl C —C

Hwuskuit yposens Cu C,, yBenmmueHo conep-
JKaHME UTMHHOLICIIOYEYHBIX TUAPOKCHUALIMII-
kapuutunos: C ,OH>0,12; C , >0,18; C, >6;
C,,OH>0,20; C . >0,39;

C,,OH>0,12; C . OH>0,12 (ocHOBHOM Map-
kep); C,,OH>0,11; C,/C>0,15

[ToBeIIIeH YpOBEHb CpeTHETIeTIOYeYHBIX
aumnkapautuos: C.>0,21; C.>0,32;
C,,>0,48; C,,>0,28; C,/C,>0,1; C,/C,>2;
C,/C >1,6;C/C >2

Huskuii ypoBeHb 00I11eT0 KAPHUTHHA C IO~

BBIIIIEHHBIM cofiepxkaHueM (55 %) ammakap-
HUTUHOB, peuMyIiecTBeHHO C,>2

[ToBbIlIeH YpOBEHb AlIUIKAPHUTUHOB OT C .
no C18

HopmaitbHast 3KcKpelyst IMKapOOKCHIIbHBIX
KHCJIOT

To xe

MoxeT ObITh ITOBBIIIIEHA SKCKPELS TUKap-
OOKCUJIBHBIX KUCIOT

TToBbIlIIeHAa SKCKPELUST TUKAPOOKCUIBHBIX
1 ruapokcuankapookcuibHbx (C—C, )
KHUCIIOT

[NoBbilieHa 5KCKpeLnst TUKapOOKCUIBbHBIX
KMCJIOT C JUIMHHOM YIJIEPOIHOU LIETBIO

[ToBbilIeHa 9KCKpeLust TUKapOOKCUIbHBIX
KMCJIOT C IJIMHHOM YIJIEPOAHOM 1LeMblo (TIpe-
ob6mamator C, —C )

[MoBbIIeHa SKCKpenyrs 3-THAPOKCUINKAP-
OOKCWJIBHBIX KUCJIOT C JUIMHHOM YIJIEPOTHOM
uenbio (C,,—C )

[oBbIIeHa SKCKPEIS CPEAHEIIETIOYSYHBIX
aukap6oHoBbix Kucnot (C,—C,)

[ToBeIlIeHa 9KCKpeLUs STUIMATOHOBOI,
MAacJISIHOM, METUJISTHTAPHOM KUCIIOT

IToBbIlIeHa SKCKpeLus MIyTapoBOii, N30Ba-
JIEpUaHOBOM, STUJIMAJIOHOBOM, aAUTTUHO-
BOM, MPOOKOBOI, CEOALIMHOBOM KUCIIOT, UX
TUAPOKCUIMPOBAHHBIX (DOPM, TIPUCYTCTBYIOT
METUJITHTapHas1, MacJisiHas, 2-MeTUJIMAacIsI-
Hasl, “130MacJIsTHask KUCIOThI, HEMPeIeIbHbIE

aukapookcuibHble Kucaorel C, —C,

Ipumeuanue. Cj— coGonubiii KapuutuH; C, — auetunkapHutut; C, — GyrupuikapHuTut; C, — rekcaHounkapHutut; C, — oKTaHOMIKap-
HutiH; C ) — nekaHOMNKapHUTUH; C,  — neneHounkapHuTH; C,, — 10/eKaHOWIKapHUTHH; C,, — TeTpaleKaHOuIKapHuTkH; C ,  — TeT-
panenenowntkapuutud; C,,OH — 3-runpokcurerpanexanounkapuutut; C . — rekcanekaHownKapHuTuH; C — rekcanelieHOMIKapHUTHH;
C,OH — 3-runpokcurekcanekanoumnkapuutus; C . OH — 3-runpokcurekcaneneHonnkapuutun; C, . — creapounkapuutun; C - — onenn-

KapuutuH; C, OH — 3-runpokcucreaponnkapuutut; C,.,OH — 3-ruapokcronenIKapHUTHH.
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CBOOOTHOTO KapHUTHMHA B KPOBU PE3KO CHUXKEH, 3Ha-
YUTEJIPHO YBEIMYEHO COJCpKaHWE AallMJIKapHUTUHOB
C IIMHHOM yriepoaHoi uenpio—C, , C o (cM. Tabi. 3)
[10, 29]. B moue ompenensieTcsi BHICOKOE COAepKaHUE
MUKApOOKCUITBHBIX KUCIOT. B TKaHSIX CHUKCHA aKTHB-
HOCTb KapHUTUMHNAIbMUtouaTpaHcdepasol Il (MeHee
10% ot HopMmBI) [33].

ITpu MopdoaorndeckoM ucciie0BaHUN 0OHAPYXKHU-
BaeTCs HAKOIJICHWE JIMITUIOB B TKAHW IEYCHU, TTOUYEK,
CKEJIETHBIX MBIIIIII, JISTKUX, HAIITOYEYHUKOB U 1p. B ro-
JIOBHOM MO3T¢ — aHOMaJIUsI TIOSICHOW GOPO3IIBI, KUCTHI,
OTCYTCTBME MO3O0JIMCTOTO TeJla, pacliupeHue Keaynod-
KOB, TEPUBEHTPUKYISIPHBIC KalblIMGbUKATH. B moukax
— YBeJIMYEHUE PAa3MEpPOB, TUCIUTa3UsI TAPEHXUMBI, KUC-
Tbl [31]. Y HEKOTOPbIX OOJIbHBIX KUCTO3HBIE UBMEHEHUS
ITOYeK OOHApPYKMBAIOTCS TIPEHATABHO TIPU YIIBTPa3BYy-
KOBOM uccienoBanuu [32].

[Mpu MiameHIeCKO (ITeYCHOTHO-CEPACIHO-MBITIIEY -
Hoil) popme HayaabHble MPU3HAKKM MaHU(DECTUPYIOT B
TIepBbIC MECSIIBl KN3HU. KTMHUYecKre TIPOSIBICHUS 1
O0OMEHHBIC PACCTPOMCTBA TE XK€, YTO MIPU HEOHATATBHOMN
dbopMe, HO OOBIYHO OTIMYAIOTCS MEHBIICH CTEITEHBIO
TSKECTU M HECKOJTBKO MEHBIIIECH JIETATBHOCTHIO.

ITpu no3nHeit popme 3ab60eBaHUs CPOKU MaHUDEC-
TallMy pa3jiuyHble — OT PAHHETO JEeTCKOro Bo3pacTta 10
B3pocyioro mnepuoga. OCHOBHbIE MPOSIBICHUS: OOJU B
MbImmax (y 96% mnanueHToB), OOBIYHO COTIPOBOXKIAIO-
muecst Muorioounypueii (y 80% maiumeHTOB), KOTopast
KIMHUYECKU TPOSIBIIICTCS M3MCHEHUEM I[BETa MOYH
[34, 35]. Ilpucrymnbl MpOBOLMPYIOTCSI TOJIOJaHUEM,
ITOTpeOIeHNEM XUPHOM WJIM HU3KOYTJICBOIHOW ITHIIIHN,
(uznueckoit Harpy3Koii, cTpeccom, nepeoxaaxkaeHueM.
1151 GOJTBHBIX XapaKTepHa BBICOKasT aKTUBHOCTh Kpea-
TuHdocdoKrHa3bl B KpoBU. [1pu rojonaHuu MoxXeT OT-
MeJaThCsl aleKBaTHBIN KETO3.

Jlepunmur anua-KoA nermaporeHasbl KHPHBIX KHUC-
JIOT C OYeHb JJIMHHOI yriepoaHoii memblo. [1o cpokam
TTOSTBJICHUST TIEPBBIX TIPU3HAKOB BBIIEISIOT TPU (POPMBI
3a00JIeBaHUSI: HEOHATAJIbHYIO, JETCKYI0 U IO3AHION0.
Heonaranbnas ¢opMa (okomo '/, GOJBHBIX) XapakTe-
pusyeTcs paHHe# MaHUdecTaueit, TPeuMyIIeCTBEHHO
B mepuojae HoBopoxaeHHocTu. [lpu aetckoit dopme
(oxoJio 40% 6OoNbHBIX) HauyaJbHbIE CUMIITOMBI OOBIYHO
TTOSTBIISIIOTCS] Ha TIPOTSKEHWH TIEPBOTO Tona Ku3HU. [1pu
yKazaHHbIX (popMax pasanyalor cjienyioliue OCHOBHbIE
KImHU4Yeckue dpenortumsl [8, 13, 36, 37]:

— TSKeJoe CUCTeMHOe 3abosieBaHue ¢ TTPeUMYIIeC-
TBEHHBIM TIOpaXXeHWEM cepaia (Tureprpodu-
yeckass WIM IWJIaTallMOHHAs KapIMOMUOTATHS,
KEJTyIOYKOBasl TaXUKapausi, OJIoKama cepiia) u
BBICOKOM JICTAJIBHOCTBIO Ha TICPBOM IOy XXU3HU;

— TPUCTYNOOOpa3HOE TEUEHUE C DMU30JAAMU TUIIO-
IJTUKEMUW W BOBJICYCHUEM B ITaTOJOTUIECKUI
npouecc LHHC, cepata, neyeHn 1 MBIIIILI;

— TepUOOUYECKN BO3HUKAIOIIAsl OTHOCHUTEIBHO
OraronpusiTHasT TUITOTITMKEMUSI.

TMozansts hopma (okono 15% 60MbHBIX) MAaHU(DECTH-
pyet B 6oJiee cTapilieM Bo3pacTe, HEPEIKO Y INKOJbHUKOB.
Ee ocHOBHBIC TIPOSIBIICHUST: OOTM B MBIIIITIAX, U3MEHEHUE
1IBETa MOYM BCJIEICTBUE MUOTJIOOUHYpHUHM [38].

XapaKTepHbBIMA OMOXUMHWUYECKUMHU TTPU3HAKAMU TIPH
Bcex (opmax CIIykaT TUITOTJIMKEMMS] TIPU OTCYTCTBUU
BBIPaKCHHOTO KEeT03a, TUTIEPAMMOHUEMUSI, TIOBBIIIICHUE
KOHIICHTPAIINN JIaKTaTa B KPOBH, TOBBIIICHUE aKTHB-
HOCTH KpeaTH(MOChHOKIMHA3bI. JMarHOCTUYECKUM Map-
KepoM 3a00JieBaHUS SIBISICTCS] HU3KWIT YPOBEHb CBOOOI-
HOTO KapHUTHWHA B KPOBM TIPU YBEJTMYCHUH COIEPKAHUS
alWIKapHUTUHOB. CrielupuUHbIA 1a00paTOPHBI TPU-
3HaK — HaKOIUIEHWE TeTpajelleHomnKapHutuHa C , U
TeTpagekaHouikapHutuHa C,, (em. Taba. 3) [10, 39, 40].
[pu nccnenoBaHUM OPraHUIECKOM alTMIypUH B MOYE 00-
HapyXWBarOT BBICOKOE COAEPXKaHWE TUKApOOKCHIIBHBIX
KUCJIOT C JUIMHHOM YIJIEPOIHOM LICTIBIO.

Hdedunur amui-KoA neruaporeHasbl KUPHBIX KHCJIOT
¢ JUIMHHOI yriepoaHoi memblo. KimmHWYecKue MmposiBie-
HUS 0OJIe3HU, KaK TPaBWIO, Pa3BUBAIOTCS B PaHHEM
JIETCKOM Bo3pacte. XapakTepHa ocTpasi MaHubecTauus:
pBOTa, OOIIAsi MBIIIIEYHAsT TMIIOTOHUSI, TOHUKO-KJIOHHU-
YeCKHe CYIOPOTH, BSITIOCTh, COHJIMBOCTD, IBIXaTeIbHBIC
paccTpoiicTBa, KOMaTO3HBIC COCTOSTHUS. ¥ MHOTHX JeTei
HabJfoIaeTcsT COUYeTaHue KapIUOMMOITaTUU (TUIIEPTPO-
dudeckoif), rermaroMeraguy, MBIIICYHOW TMIIOTOHUU U
cinaboctu. B crapiieM Bo3pacte y OOJIbHBIX MOTYT TO-
SIBUTBCSI TIPUCTYIIBI MBIIIEYHBIX OOJICil M MUOTJIOOWHY-
pun. Y OOJBITMHCTBA IETe OTMEYAIOTCS MUKPOTIehaHst
W OTCTaBaHUC B HEPBHO-TICUXUICCKOM Pa3BUTUU. YXYII-
IIEHWE COCTOSTHUST OOBITHO CBSI3aHO C TOJIOMaHUEM U WH-
TEPKYPPEHTHbIMU 3a00sieBaHusIMU [41].

Bonesnp mporekaet Tskeno U B 40% cirydaeB MpUBO-
JIUT K JIETAJIbHOMY MCXOJly B paHHeM Bo3pacte. 3abouie-
BaHUE MOXET SIBUTHCSI IPUIMHON CHHIpPOMa BHE3aITHOM
MJIQICHYECKON CMEPTH.

OCHOBHBIE OMOXMMMUYECKHE TIPOSIBIEHUsI 3abosie-
BaHWUSI — TIPUCTYITBI TUTIONIMKEMUUA. B mazme moHu-
XKeH YpOBeHb CBOOOMHOTO KapHUTHHA. 1o 96% ob1mero
KapHUTHUHA COCTAaBJISIIOT allMJIKApHUTUHBI. B Moue npu
OTCYTCTBUM (MJTM HE3HAYUTEIbHON) KETOHYPUU OIIpeie-
JISTETCST BBICOKAST 9KCKPEIMsl TMKapOOKCIIBHBIX KUCIOT
C JUIMHHOI yriepoaHoii nensio (npeobdianator C, —C, ),
MOTYT TIPUCYTCTBOBATb CPETHEIICTIOUCYHBIC JKUPHBIE
KuchoThl [15, 16]. JIlnarHo3 yctaHaBIMBaeTCs Ha OCHO-
BaHWU BBISIBJICHUST XapaKTEPHOTO CIIEKTPa OPTaHUIECKUX
KUCJIOT MOYU 1 HU3KOI aKTUBHOCTH artvii- KoA nerumpo-
TeHa3bl XKUPHBIX KUCJIOT C JUTMHHOMW YTJIEPOTHOM IETThio B
JleiikouTax uian (pudpodaacrax.

MarHuTHO-pe30HaHCHOe ToMorpaduueckoe uccie-
JIOBaHWE TOJOBHOTO MO3Ta, IMPOBEACHHOE Y OTICIBHBIX
00JIbHBIX, He BbIIBWIO HapyumieHuid. Ha O3 uHorna
OTIPENEISIOTCS TPU3HAKU BEICOKOBOJIBTHOM TU3PUTMHUHT
B BHCOYHO-3aTbLIOYHOI oOyiacTu. [lo3uTpoHHO-3MUC-
cvOHHasi ToMorpadusi cepiila OOHapy>XMUBAeT CHUXKe-
HUE CTETICHW OKWMCJICHUS [UTMHHOIIETIOYCUHBIX KUPHBIX
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KUCJIOT, KOppeJupylomee ¢ KIMHUYSCKOM TSKECTHIO
00Jie3HU.

Jepunutr TPpUDYHKIHMOHAIBHOrO OeNKa TMpOTeKa-
eT B BUE TsKeJIOM MylaJeHYecKol u Jierkoi (Oosee
nosaHei) kimHuueckux Gopm. Ipu Tsxenoit popme
MaHubecTallnsT HaYaJIbHBIX ITPU3HAKOB TTATOJOTUU
OOBIYHO TMPOWCXOAUT B TIEPUOAEC HOBOPOXKICHHOCTH
WIW B TIEPBbIe MeCsIIbl XXU3HU (B BO3pacTte 5—7 Mec
B cpenHeM). B ¥/, ciyyaes 3aboneBaHue HauMHAETCA
octpo. bonee yem y 40% neteit 60J1e3HL OBICTPO MPOT-
peccupyer [42].

[lepBBIMM KIMHUYECKUMHU CUMIITOMaMU STBIISTIOT-
cs: pBOTa, nUapesi, MOBBIICHWE TeMIIepaTyphl, Ha-
pacraromiasi MbIIIIeYHasi c1aboCTh M TMITOTOHWS, Ha-
pyIIeHWE COCaHMsI, OJIETHOCTD, BSUIOCTh, COHJIIMBOCTD,
TOHUKO-KJIOHWYECKUE CYIOPOXKHBIC TPUCTYIBI, Ha-
pyIIeHWe CO3HaHUs, paccTpoiicTBa nbixaHus. [Ipu
00BEKTUBHOM OCMOTpPE M JOTIOJTHUTEIHBHOM 00CIIenO-
BaHUU Y 80% OOJBHBIX OOHAPYXWBACTCS YBEIUICHUE
U HapyuieHue ¢yHKuuu neyeHu (Peite-momoOHBIN
cunaapom). Y 12—15% neteit HaGII0aaI0TCS TPU3HAKU
TUIepTpodUIEeCcKON KapaAUOMUOIIATUN U HapyIICHHUE
putMa cepaua. B 30—60% cinydaeB 60Jie3Hb 3aKaHUM -
BaeTcs JetanbHo [43]. [IpuunHOii eTaIbHOTO UCX0a
OOBIYHO SBJISICTCST Pa3BUTHE CEPACUYHO-JTICTOUHOMN WITU
IMEYeHOYHOM HETOCTATOTHOCTH.

OnHUM U3 TIPOSIBJICHUI 3a00JIeBaHUS CIYXKUT (e-
TaJbHBIA 2D dEKT: BOASIHKA TJI0AA U TSXKEJIble 0CT0X-
HeHUs1 OepeMeHHOCTH Yy Oyaylmux Matepeid OOJbHBIX
neTeii — HeyKpoTuMasi pBoTa, HapylmieHue (GyHKIIUA
IeYeHU C pa3BUTUEM KUPOBOW WHOWIBTPAIIUM, TO-
BBIIIEHWE aKTUBHOCTH MEYCHOYHBIX DEPMEHTOB, CHU-
KEHUE YPOBHS TPOMOOIIMTOB, BHYTPUCOCYIMCTHIN
reMOJIN3, apTepuajbHasi TUIMEPTCH3Us, SKIAMIICUS
[16]. Puck ocnoxHeHuit 6epeMeHHOCTH BBICOK (80%)
B CJIyJae TeTepO3UTOTHOTO HOCUTEITHCTBA OTIPEIe/ICH-
HbIx myTanuit rena HADHA [43].

Y MHorMX AeTeil HaOMIOmaeTCs WHTEPMHUTTUPY-
IOUIMK XxapakTep TedyeHus Oosie3Hu [44]. Yxyauie-
HUS COCTOSIHUS IPOBOIMPYIOTCS WHGMEKIIMOHHBIMU
3a00JIeBAaHUSIMHA WJIW ToJIoJaHueM. B psme ciydaeB
3a0o0JieBaHME TIPOTEKAeT B BUIEC YETKO OYEPUCHHBIX
KIWHWYeCKnX ¢dopM: sHIedanorenaronatus (Peiie-
MTOJOOHBIN CUHAPOM), KapAWMOMUOIIATUsS, CKEJIeTHAsI
MMOTIaTHs, BHE3aHasA JeTcKas cMepTh. B '/, pomoc-
JIOBHBIX PETHCTPUPYETCS BHE3amTHasi cCMepPTh CUOCOB
00JbHOI0 peOeHKa.

B 6onee crapiieM Bo3pacte, TOMUMO TIEPEUUCIICH-
HBIX BBIIIC TPU3HAKOB, TMPUCOCIMHSIOTCS 3amepkKa
IICUXOMOTOPHOTO M (DUBUIECKOTO PA3BUTHSI, MBITIIEY -
HBIe 0OJIM, a TakXke Mepudepudeckass HeWpomaTus
(cnabocTh B AUCTAJbHBIX OTIEJaX KOHEYHOCTEM, U3-
MEHEHUeE TTOXOIKH, HapylIeHNE YyBCTBUTEIbHOCTH 110
TTOJIMHEBPUTUYCCKOMY THITY) W TSKEJIOe HapyIIeHHE
3pCHMSI — IMUTMEHTHBIA PETHWHMT, IPOSIBIISIONINII -
Csl CHUKCHHMEM OCTPOTHI M CYXXKCHHMEM TTOJIel 3peHMUS,

HACJIE4ACTBEHHbIE BOJIESHU

dotodobueit, HouHOI ciaenoroit. MHoTIa OTMEUaroT
MOMYTHEHUE XpycTaauKa.

ITpu nerkoii popme (okono '/, 6oNbHBIX) 3a60€-
BaHUE HE UMEET MPOrpecCUpyIollero TeYeHus1 U He-
peaKko oriauyaeTcs 0ojiee mo3aHeidl MaHudecTaluei,
B TOM uucie y B3pocibix [42]. KiuHuueckue mnpo-
SIBJICHUSI OOBIYHO MMEIOT HEOOJIbIIYI0 CTENEHb BbI-
PaXXeHHOCTU: Mepuoauveckasi TOLUIHOTa, YMepeHHas
MblllIeyHasl c1abocTh, HEponaTusl, CHUXEHUE CyXO-
KUJIBHBIX pediekcoB, 60JU B MbIIIIAX, MUOTJIOOUHY-
pusi. 3abosieBaHME, KaK MPaBUIO, HE BENET K TSIKEJIbIM
MOCJEACTBUSIM.

XapakTepHbIMU OMOXMMUYECKUMHU TIPU3HAKAMHU
MaToJIOTUU CJyXaT: TMPUCTYNOOOPa3HO BO3HUKAIO-
mast runornukemust (y 80—90% O6osibHBIX), MeTabo-
JIMYECKUI anuao3 (Mpu OTCYTCTBUMU KeT03a), JaKTaT-
aluaeMusi, yMepeHHasi TUIlepaMMOHUEMHUs, WMHOTAA
TUTIOHaTpueMus. B KpoBM TOBBIIIEHA AKTUBHOCTH
TpaHCAMMWHA3, CHUXEH YpOBEHb CBOOOJHOTO KapHM-
TUHA U alUETWIKAPHUTUHA, YBEJIUYEHO COIepKaHue
JUTMHHOIIEMOYEYHBIX TUIAPOKCUALIMIKAPDHUTUHOB (CM.
tabu. 3) [10, 45]. Haubosee nuarHOCTUYECKU 3HAUYM-
Mbl€ U3BMEHEHMUSI: yBEJIUYEHUE COAePXKAHUST 3-TUIPOK-
cuonennkapuutuia (C,, OH) B couetaHuu C MOBbI-
LIEHHBIM YPOBHEM TeTpaiekaHouakapHutua (C ),
TeTpafeneHonnkapuutua (C ) U 3-ruapokcurekca-
nexanounkapuutuna (C OH) [46]. B moue yBennue-
Ha 9KCKpelus CBOOOMHBIX He3CTepUbULMPOBAHHBIX
3-ruAPOKCUANKAPOOKCUIBHBIX KMUCIOT OCOOEHHO ¢
MIMHHOM yriepoaHoii uenpio (C,—C ), B MEHbIIEM
KOJIMYECTBE OMNPEIESIOTCS TakxXe CpellHe- U KOpOT-
KolleroYeyHble 3-TUAPOKCUANKAPOOKCUIbHbBIE KUCTIO-
THI [16]. B MEXMIpUCTYITHOM TTeproae OMOXUMUICCKIE
HapyleHusT MOTYT OTCyTCTBOBaTh. B ¢ubpobaacrax
MaluMeHTOB aKTUBHOCTb TPUGDYHKIIMOHATIBLHOTO OesiKa
win 3-ruapokcuanuia-KoA nerunporeHasbl XUPHBIX
KUCJIOT € JUIMHHOW YIJIEPOJHON 1EMNblo COCTaBISIET
0KO0JI0 5% OT HOPMBI.

DIIeKTpo- U 3XoKapauorpadudeckoe oocae10BaHue
OOJIbHBIX BBISIBJISIET MPU3HAKU TUNEPTPOPUU JIeBOTO
KeJyaouKa ¢ YTOJIIEHUEM MEXKeTyJA0uKOBOH mepe-
ropoaku. I[lpy MarHUTHO-pe3oHaHCHOI ToMmorpaduu
rOJIOBHOTO MO3Ta OTMEYAlOTCS MEePUBEHTPUKYJISIP-
Hbl€ YYaCTKW MU3MEHEHHOTO0 MarHUTHO-PE30HAHCHOTO
curHaja, npuszHaku atpoduu TkaHu mo3sra [47]. [lpu
MopGhOJOrMYecKOM UCCae0BaHUM (Ha MaTepuasie ay-
TOICUU UJIU OUOTICUM) OOHAPYKUBAIOTCS BbIPaXKEHHbIE
W3MEHEHMSI B BUIE XUPOBOW WHOWIBTPAIIUM TKAHU
cepilia, rneyeHu U novek. OnpenesssiorTcs: HapyleHus
MUTOXOHIIpUI: YBEJIMUEHUE pa3Mepa U KOJMUECTBA Op-
raHeJlJ1, CTPYKTYpHbI€ 1e(DEeKTHI.

KputepussmMyu AMarHOCTUKU SIBJISIOTCS XapaKTep-
Hasl 3-TUAPOKCUAUKAPOOKCUIIbHASL AllUJYypUsT U HU3-
Kast akTUBHOCTb 3-ruapokcuaiui-KoA nerugporeHa-
3bl XKMPHBIX KUCJIOT C JUIMHHOM YIJIEPOAHOM 11EMblo B
KyJabType GudpodnactoB. B HekoTOpbIX ciydasx s
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BBISIBJIEHUST crielUdUUIECKO OpraHMYecKOol amuuay-
PUU UCIIOJIb3YIOTCS MEepOopalibHble HArpy304UHble MPO-
Oobl. Ilpu Harpyske GeHWINPONUOHOBON KUCIOTOM
B 03¢ 25 MI/KI y OOJbHBIX B MOU€ OOHApyXUBaeTCs
MOBBHILIEHHOE CcoAepXaHUe 3-TUAPOKCU-3-heHUII-
MPONMOHOBOM KUCIOThI, BbICOKAsl NUKapOOKCUIIbHAS
U 3-TUIpOKCUIMKAPOOKCUIbHAS aluMAypUsl B coue-
TaHUU C HU3KOM BKCKpelued 3-TuapoKcUMacisiHOMN
kucaoThl. [locne Harpy3ku HaTypajlbHbIMU TPUTJIU-
nepuaamMu (MoICOJHEUHOE Macyo) y OOJIbHBIX TakKXe
OTMeYaeTcsl MOBbILIEHHAs] KCKPELUsT MPOU3BOAHBIX
KMPHBIX KMCJOT C JJIMHHON LENbl0 MPU OTCYTCTBUU
ketoHypuu. [Ipody ¢ AIUTENbHBIM TOJOJAaHUEM MPO-
BOJIUTb HE PEKOMEHAYETCSl M3-3a BO3MOXHBIX Oflac-
HBIX MOCJIEACTBUIA.

Hedumur auun-KoA nermaporeHaspl ;KUPHbIX KHUCJIOT
CO cpeaHeil NJIMHOW YriepoaHoii uenu. 3a0oJieBaHUIO
cBoiicTBeHHa ocTpasi MaHudecrauus. [IpoBouupyio-
muMu hakTopamMyu OOBIYHO CJIYXAT COMYTCTBYIOUIME
00JIe3HU: OCTPbIE PEeCNIUPATOPHbIE 3a00JeBaHUs, AET-
ckre MHGEKIIMOHHbIE OO0JIe3HU, XEJIyIOYHO-KUIIeU-
Hbl€ pPACCTPOICTBA, OINEpaTUBHbIE BMEIIATEIbCTBA.
BospacT nosiBjieHUsI TepBbIX MPU3HAKOB Pa3JIUYHBbIM,
yaie ot 3 1o 15 mec. Hepeako (ot 10 1o 40% ciydaeB)
3a00JieBaHre HAUYMHAETCS B IepUOIe HOBOPOXKIEHHOC-
Ti. [IpUcTynbl NIpOTEKAIOT TSXKEJI0 U MOTYT 3aKaHUM-
BaThCs JieTabHO. B 5% ciygaeB cMepTh IeTeii mpouc-
XOOWUT B TiepBble THU Xu3HU. OKoyo 20% MmaureHTOB
YMUPAIOT 10 YyCTaHOBJeHUs nuarHosa [11, 17].

OcHOBHbIE TPOsIBJIEHUsI OOJIE3HU: yacTasi pBOTa,
HapylleHue cTyjla, FeHepaJlu30BaHHble TOHUKO-KJIO-
HUYECKME CYIOpPOrd, TMPOrpeccUpyloline BsJIOCTb,
COHJIMBOCTb, HapyllleHUEe CO3HAHMUSI BILIOTb JO KOMBI,
OTEK r0JIOBHOTO MO3ra. MoxeT Hab1101aThCs KeJy104-
KOBasi Taxuaputmus (npuctynsel torsades de pointes).
[Ipu 0ObeKTUBHOM 0OO0CJIEIOBAHUN OMpPEAEsIeTCs] yBe-
audeHue neueHu (Peite-nogoOHbINl cuHapoM). Mex-
MIPUCTYITHBIN TTePUOJ IIPOTEKaeT OJaronpusitHo, y 80%
JieTeil 0OTMeuYaeTcsl HOpMaJlbHOE HEPBHO-TICUXUUYECKOE
pa3BUTHUE C MOJHBIM OTCYTCTBUEM JPYTMX MPU3HAKOB
narojoruu [15, 17, 48, 49].

TskecTh KIMHUYECKUX MPOSIBJIEHUN 3HAYUTEIbHO
BapbUpyeT OT 6ECCUMITOMHOTO T€YEHUSI A0 PE3KO BbI-
pPaXXeHHOUW KJIMHUYECKOI CUMITOMATUKU U BHE3aMHOMI
nerckoit cmeprtu. [lpuuem pasnuuHas cTeneHb TsKec-
TU 3a00J1€BaHUSI MOXET BCTPeuaThCsl B OAHOM cembe.
KnvHuyeckn O0ecCUMNTOMHBII BapuaHT MOXET aua-
THOCTUPOBATHCS Y pebeHKa Mpu 00Cae0BAHUU B CBSI-
31 ¢ HatMuueM 6osbHoro cubca. [Ipeanonaraercs, 4To
ITOIOOHBIN TUTI TEUSHUST BCTpedaeTcs IpuMepHo y 12%
MaluKueHTOB.

OCHOBHBIMU OMOXMMUYECKUMHU ITPU3HAKaMU 3a00-
JIEBAHUS CJIYXaT: TsXKesast TMITOMIMKEMUsl, YMEPEHHbI I
alua03, yBeJuueHue akTMUBHOCTH TpaHCaMUHAa3, ypOB-
HSI aMMMaKa U MOYEBOW KUCJIOThl B KPOBU, HU3KOE CO-
nepXaHue CBOOOAHOTO KapHUTHHA. MOXeT oTMeuaTb-

csl yMepeHHasl KeTOHYpUsi. B KpoBU MOBBINIIEH YPOBEHB
CpeIHeLEeNOoYeYHbIX AlWIKAPHUTUHOB (cM. Taba. 3)
[10, 50]. B moue onpenensieTcs crieunduueckast opra-
HUYecKasi auuaypust ¢ npeodsiafaHueM cpeaHeleno-
YEUHBIX TMKapOOHOBBIX KUCJIOT ¢ 6 U 8 aToMaMu yrire-
pola, IMIIMHOBBIX KOHBIOTATOB.

DnekTposHuedanorpapuueckoe U KOMIbIOTEPHO-
ToMorpaduyeckoe UcclefoBaHUSI TOJOBHOTO Mo3ra y
OOJIBITMHCTBA OOJTBHBIX HE BBISIBISIIOT CIICIIU(PUICCKIX
u3MeHeHUit. OMHAKO TIPY HAJTUIUU TeHEPATN30BaHHBIX
CYIOPOKHBIX MPUCTYITOB Ha DD 0OHapyXuBaeTCs MU -
JenTtudopMHasi aKTUBHOCTb B BHMCOYHO-3aTBIIOYHOM
obnactu. [1pu Mopdoornyeckom UcciaeaoBaHUM B TIe-
YEHU OIPENEIISTIOTCS BRIpaKeHHBIC MPU3HAKU KUPOBOI
UHMUABTpaLUU.

JuarHoctuka 3abojieBaHUSI OCHOBaHa Ha BbISIB-
JICHUM XapaKTepHOTO COCTaBa OPTAaHWYECKMX KHUCIIOT
MouHu, omnpeneneHuu aedunuta anuia-KoA nerumpo-
TeHAa3bl KUPHBIX KUCIOT CO CPeIHEH IJIWHOW IeTH B
JerikourTax uau ¢hpudpobdiacrax, a Takxke odHapyxe-
HUM MYTAaHTHBIX ajulesieil MOJICKYISIpHO-TeHEeTUJeC-
KUMU METOaMU. B CBSI3U € TeM UTO B MEXIIPUCTYITHOM
Tepuoe y 00JbHBIX MOTYT TTOJTHOCTBIO OTCYTCTBOBATh
OMOXMMUYECKUE IMPU3HAKY MTaTOJOTUH, TSI THarHOC-
TUKW MPEJOXKEHO MCIOJb30BaTh OpajbHYIO HArpy-
304HYI0 Npo0y — (eHuanponuoHoBas kucioTta (25
Mr/kr) B couetanuu ¢ L-kapuutunom (100 mr/xr) — ¢
MTOCJICIYIONIMM BBISIBICHUEM B MOYe (heHUJITPOINO-
HWITIUIMHA U GeHUIMPOoNMMoOHIKapHuTHHA. Llerne-
CcO000pa3HO TaKXke BbIUMCIEHUE HEKOTOPbIX KO3 du-
LIMEHTOB: HAaMpuUMep, OMNpe/eieHue KOHIIEHTpaluu B
I1a3Me 3-THUIPOKCUMACISHOM KHMCIOTHI U TJIIOKO3BI
Ha ¢doHe JIMTeIbHOTO (He MeHee 12 4) rojomaHus.
ITpousBegeHne 3TUX BeJIWYMH (B MMOJIb/J) B HOpME
cocraBisier 9—14, a y 6oabHbiX <1,5. OTHOLIEHUE
colepXaHWS B KPOBU CBOOOTHBIX XUPHBIX KUCIOT K
3-TUApOKCUMACIISIHON KucioTe B HopMme <1, y GOJb-
HBIX — 2—6. OgHaKo B MocCjIenHee BpeMs KITMHUIIUC-
THl CKJIOHHBI OTKa3bIBaThCS OT IPOBEICHUS TIPOO C
roJI0OIAHUEM, B CBSI3U C MOTEHILIMAJTbHON OMAaCHOCThIO
Pa3BUTHS TSKEJIOW TUITOTTUKEMUH.

YYuTHIBask BHICOKYIO TIOMYJISIIIMOHHYIO YaCTOTY, TSI-
KECTh KIMHUYECKOW CHMITOMATUKU W OC3yCIOBHYIO
HEOOXOIMMOCTh PaHHEW NMATHOCTUKU JUIST TIpOBEle-
HUS JieueOHO-MpodUIaKTUIECKUX Mep, 3abojieBaHue
PEKOMEHIYeTCSl BKJIOYATh B TPOTPAMMBI MacCOBOTO
CKPMHMHTA HOBOPOXIeHHBbIX [11, 51, 52].

Jedumur aunn-KoA neruaporenaspl ;KUPHbIX KUCIOT
¢ KOPOTKO¥ yIJIepOIHO# 1enbl. BeInensiorT nBe KIMHU-
KO-TeHeTHYeCKre GOPMBI ITaTOTOTUN: TeHEPATU30BaH-
Hy10 (C reHepaim30BaHHBIM neduiuTom amui- KoA ne-
TUAPOTeHA3BI KUPHBIX KUCJIOT C KOPOTKOM YIIIepOTHOM
LIeTIbI0) U MBIIIEYHYIO (9H3UMHBIN He(heKT JOKaIU30-
BaH B MBIIICYHOU TKaHN).

TenepanuszoBaHHast hopma OTIMYAETCS paHHEH Ma-
HudecTaneil y HOBOPOXKIECHHBIX WJIH ETel TIEPBOTO
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rona xu3Hu. OCHOBHbIE KJIMHUYECKHUE TIPOSIBICHUS —
TsIKeJIasi MbILIeUHas TUTIOTOHUSI, CyIOpOry, Hapylle-
HUE pa3BUTHUSI, MUKpoOLehanusi, TOBTOPHBIC TPUCTYIIbI
PBOTHI, TIpOrpeccupytoliasi MbilliedHasi cJ1aboCThb, BsI-
JIOCTb, COHJIMBOCTb. TSI3K€CTh COCTOSIHUSI MOXET IpU-
BECTU K JeTalibHOMYy ucxony [17]. B HekoTopbIx ciy-
yasix oTMeyvaloT 0eCCUMIITOMHOE TeueHue. Y marepeit
OOJIbHBIX JIeTell BO BpeMsl OEpEeMEHHOCTH MOXET Ha-
OromaThes XKUpoBast AUCTpodus neyeHu [53].

[Tpu MbliieyHo# hopme nepBble MpU3HAKU 00JE3-
HU TOSBISIOTCS B OoJjiee crapiieM Bodpacte. B xkiu-
HUYECKOM KapTWHE Ha IMEPBBIA IJIaH BBICTYIAIOT BbI-
paxxeHHble MUOMaTUYecKue paccTpoiicTsa. Jetu yacto
00JICIOT pecrnUpaTOPHbIMU MHOEKIMOHHBIMU 3a00J1e-
BaHUSIMU.

buoxumunueckoe oOcaeqoBaHUE BbISIBJISIET 3HA-
YUTEJbHBI MeTa00JMYEeCKUIA allua03, NWHOTIA TUIIO-
riukemuto. Kerorenes, kak npaBujao, HEe HapyllleH.
OOHapyXuBaeTCsl CHUXEHNWE YPOBHS O0IIEro KapHU-
TUHaA B KpoBU (cM. Tabja. 3) ¢ moBbleHHBIM (55%)
cojliepxkaHUeM alUJIKAapHUTUHOB, MPEUMYIIECTBEHHO
OyrupunkapHutuna (C)) [10, 54]. B moue onpenens-
eTCsl BbICOKasl 3KCKpEelLUsl 3TUIMATOHOBOW KMUCJOTHI,
a TaKXe MaCJsTHOU, METUJISHTApHOM, B MEHBIIIEHR CTE-
MEeHU aAUINMHOBOM KUCIOT, OyTUPUITIUIIMHA, reKca-
HomruiuHa [15].

AkTuBHOCTh anmi-KoA neruaporeHasbl XUPHBIX
KUCJIOT € KOPOTKOHW YrjiepoaHol lenbio B (udpo-
Osractax cocrapisgeT MeHee 40% ot HOopMBI. B Guontate
MBIIIEYHON TKaHU OOHAPY>XUBAIOTCS MPU3HAKA MHO-
rocTepxHeBoil (multicore) MuonaTuu, HaKOILJIEHUE
JUnuaoB [55].

I[nyrapoBas amuaypus 2-ro Tuna (MHOXECTBEHHbBII
nedunut ammi-KoA peruaporeHas). BoimensiioT He-
CKOJIBKO KJIMHUYECKUX (hOpM IJIyTapoBOW alUAypUU
2-ro TUIa, pa3iuyHasi CTEMEHb TSIKECTU KOTOPBIX,
Mo-BUAMMOMY, B OoJiblIell Mepe oOycjoBJieHa BbIpa-
>KEHHOCTBIO META00IMYeCKOro 0J10Ka, a He 0COOEHHOC-
ThIO OCHOBHOTO reHHoro aedekra [13, 14]: neranbHyo
HeOoHaTaJIbHYI0 ()OPMY C BPOXICHHBIMU aHOMAJIUSIMHU,
HeoHaTalbHYIO0 (GopMy 0e3 BPOXIEHHBIX aHOMAaJMM,
MO3IHI00 (hOpMY.

JleranbHas HeoHatasbHast popMa C BPOXKIAECHHBI-
MU aHOMaJIMSIMU XapaKTepMU3yeTcsl paHHel MaHudec-
Tauueil. Y geteit ¢ mepBbIX AHEW XMW3HU pa3BUBACTCS
pecnupaTopHbIil TUCTPECC-CUHAPOM (TaXUITHO3, OC-
TAaHOBKM JIbIXaHHUS), OOIIAsi MbIIIEYHasT TUIIOTOHUS,
BSIJIOCTb, COHJIMBOCTb BIUIOTH JO JIETapTUU, DPBOTA,
yBEJIMYEHUE MEYEeHU U CeJIe3eHKM, HEOOBIYHbBIN 3amax
MOUYM («IMOTHBIX HOI»), Tsxkejass aHemusi. OOpaiaer
BHUMaHNE KOMIIJIEKC BPOXIECHHBIX MOPOKOB M MaJIbIX
aHOMaJuii pa3BUTHSI, HATIOMMHAIOIIUI TTEPOKCHUCOM-
Hbll cunapom LlenbBerepa: makpouedanus, 601bIION
POAHUYOK, BBICTYMAOLIUN 7100, MJIOCKOE MEPEHOCHE,
JNUCIJIACTUYHbBIE YIIIHbIE PAKOBUHBI. 3abojieBaHUE 3a-
KaHYMBAETCS JIETAJIbHO.

HACJIE4ACTBEHHbIE BOJIESHU

HeonatanbHast ¢hpopMa 6e3 BpOXKIECHHBIX aHOMAJIUIA,
TaKKe KaK W MPeIbIIyIasi, OTJIUJIaeTCss paHHeH MaHU-
decTarmeit, TSOKEIBIM TEUCHWEM M HEPEOKO BEIET K
rudenu. et oTcTaloT B MICMXOMOTOPHOM U (hu3myec-
KoM pa3Butuu. OOpainaeT BHUMaHUE YacTOC Pa3BUTHE
Peiie-nono6HoOro cuHapomMa (coueraHust 3HIedanona-
TUU C TIOpaXXeHUEM TIeYeHW) W Kapauomuonatuu. Te-
yeHue 3a00seBaHusl pUCTynoodpa3Hoe. B HEKOTOPBIX
cJyJasix 00JIe3Hb TIPU OTCYTCTBUM SIBHBIX KITMHUYECKUX
MNPOSBJICHUI MOXET CTaTb NMPUYMHOM BHE3AITHOMN 1e-
TCKOI CMepTH B paHHEM Bo3pacte [6].

TTo3nusist hopma oTimyaercst 6osiee JeTKUM TeYeH -
eM. OCHOBHBIMY KJIMHUYIECKUMU TTPU3HAKAMU SIBJISTIOT-
csI: TOITHOTA, PBOTA, YBEJIMUYCHUE TICYCHU, KEJITYXa, MbI-
mevYHast ¢J1aboCTh U TUTIOTOHUSI. YMCTBEHHOE Pa3BUTHE
HE CTpajaer.

IIpu HeoHatasbHbBIX dopMax OUOXMMUYECKHUE
paccTpoiicTBa BKJIIOYAKOT TSIXKEIbI MeTa00JMYeCKUI
anuao3, TUMONIMKEMHIO, TUTIepaMMOoHeMHIo. Keto3
BBIPaXXeH YMEPEHHO MJIM OTCYTCTBYET. B KpoBHU, Moue u
JIUKBOPE OOTBHBIX ITOBBIIICHO CONEPKaHNE MOJTOTHOM
¥ TMPOBUHOTPATHOMN KMCIIOT C YBEJIUUYCHUEM UX OTHO-
meHus 1o 20 u Bbiie (HopMa<l5). B KpoBU noBblilIeH
YPOBEHb AlIMIKAPHUTUHOB, YIJIEpOAHAsS IIEIb KOTO-
pbIX conepkuT oT 4 1o 18 atromoB (cMm. Ta6a. 3) [10].
BrisBsieTcsT XapakTepHass opraHWdYecKas alluaypus:
B MoYe OOHApyXKHMBAIOTCS TJIyTapoBasi, W30Bajepua-
HOBasi, 3TWUJIMAaJIOHOBas, AaIWUITUHOBAs, IMPOOKOBas,
cebaIMHoOBast, UX TUIPOKCHIMPOBAHHBIC (DOPMBI, Me-
TUJISTHTapHasl, MacJisiHast, 2-MeTUIMAacCIsIHasT, ©30Mac-
JITHasT KUCJOTHI, HempenesibHble NUKapOOKCHIbHBIC
kucaorbl (Cy —C ).

ITpu nosnHeit popme 3aboeBaHUsT TPUCTYIIbI TU-
ITOKETOTUICCKON TUTTOTJIMKEeMUN TTPOTEKAIOT HETsKe-
JI0, OOBIYHO HE COIPOBOXIAIOTCS METabOTUICCKUM
almMI030M U THIlepaMMOHUeMHeil. B Moue moBbImIeHa
SKCKpEIUsS STWJIMAJIOHOBOU, aTWUIIMHOBOW KUCIOT W
TeKCaHOMJITJIUIIMHA.

J1s1 TOATBE PKIACHUS TMAaTHO3a OCYIIECTBIISICTCS UC-
clieIoBaHUE 3JICKTPOHHO-TPAHCIIOPTHOTO (DJIaBOMIPO-
TeWHAa WM aKTUBHOCTH (hJIaBOIPOTESUHCOIEPKAIINX
anmin-KoA nerunporeHas B ¢pudbpobiacrax, Ouornrarax
MBIIIIIBI WJIA TIeYeHW. DKCKPEINS OPTaHMYECKUX KUC-
JIOT 3HAYMTEIBHO YBEJIWYMBACTCS ITOCIE MPOBEICHMS
MMPOBOKAIIMOHHBIX HArPy30YHBIX TECTOB C JIM3WHOM
(per os) B mo3e 60 Mr/KT B cyTKHM B 3 mpuema [15].

[Ipy KOMIIBIOTEPHOM W MarHUTHO-PE30HAHCHOM
TOMOTpaGUIECKOM HCCICTOBAaHUU Y OOJBHBIX MOXET
BBISIBJISITbCST aTpodust 6e10ro BeliecTBa Mo3ra, B HEKO-
TOPBIX CIydasX — W3MEHEHWS Oa3aJbHBIX TaHTJIUEB U
MMPU3HAKU NeMUCIMHU3AIINU, HAITOMUHAIOIINE KapTh-
HY pacCessHHOTO CKJepo3a. DjeKTpo3aHuedanorpadu-
yecKkoe o0cieloBaHNe MeTeil 0OBIYHO He 0OHApYXKUBa-
€T XapaKTepHBIX HApYIICHUIA.

Mopdonoruueckoe ucciaegoBaHue y OOJbHBIX C
HEeOHaTaIbHOU (hOpMOI OOJIE3HM BEISBIISICT HapyIlle-
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Hue GopMUPOBAHUS U3BWIUH (ITaXUTUpUs) U JereHe-
pauuio mMo3ra, (puOPO3HBIN TJIMO3 XBOCTATOrO SiApa U
CKOPJIYTIBI, aHOMAJIUH KEJTYITOTHO-KUIIIEYHOTO TpaKTa
W XETIHBIX ITyTeH, MOJUKHMCTO3 ITOYEK, TOIOJIA3HI0
JIETKUX, BpOXIEeHHbIe opoku cepaua. [Tpu Bcex dop-
Max oOpalaloT BHUMaHWE TMPU3HAKKW KUPOBOUW HUC-
TpodWU TIeYeHMW, TMOYCUYHBIX KaHaJIbICB, MHUOKapia.
B cKeJeTHBIX MBIIIIIAX OMPEISISIOTCS CKOTICHUST MU~
TOXOHIPUN C HapyIICHHBIMA KPUCTaMU, BKITIOYCHUS
JINTIAI0B, 3HAYNTEIbHOE CHUXKCHUE aKTUBHOCTU MU-
TOXOHIPUATHHBIX (DEPMEHTOB IBIXaTeJIbHOM IEITH.

JleyeHune 6one3He OKUCEHUS XXUPHbIX KUCNOT

JledyeHne GOJNBHBIX ACTEe BKIIOYACT MTUETOTEPATIAIO U
Ha3HaYeHWE MEIMKaMEHTO3HBIX cpencTB. OCHOBHEBIE
MIPUHLIMIIE TUETOTePANK: WCKIIOYeHUE TOJOMAaHUS,
MpeayTnpeXaeHue THUIOTJIUKEeMUU, oOoraieHne pa-
IIMOHA YTJIeBOZAMU IIPU OTPAHUICHUM COIEPXKAHUS
JUNUA0B. BoJbHBIM Ha3zHAvalOT YyacToe APOOHOE M-
TaHWe, He JOIMYCKAIOTCSl MJIUTEJIbHbIE MPOMEXYTKU
Mexay npuemamu numu. ConepXaHue JUIUAIOB B CY-
TOYHOM Habope MPOAyKTOB cHUXarT 10 10—20% (1o
KaJOpUHHOCTHA). B palMoH MDOTOJHUTEIHHO BBOMIST
MIPOAYKTHI, Gorareie yrieBomamu (60—75% mo Kaio-
puitHocTn). s mpeayrpeskneHust pa3BUTHST HOTHOM
1 YyTPEeHHEW TUITOTJIMKeMUN BeYepOM, HETTOCPEICTBEH -
HO TIepell CHOM JETSIM PEKOMEHAYIOT ITPUEM ITUIIEBBIX
MIPOMYKTOB, COACPXKAIMMUX KYKYPY3HBIH Kpaxmaal U3
pacueta 2 r Ha 1 Xr Macchl Tena [13, 16, 17].

C 1enpl0 HOpMalu3alUu XUPOBOrO OOMeHa u
o0ecrneyeHus BbICOKOW KaJOPUWHOCTM pallMOHa Ha-
3HAYalT CPETHCIEeNOYCUYHbIC TPUTIUICPUABI B CO-
CcTaBe MMETUYECKMX TMPOMYKTOB, TaKMX Kak Liquigen
(mpoxoaut peructpauuio B PM), Monogen, MCT-Oil.
KonmdyecTBO BBOIMMBIX CPEIHEIIETIOYCUHBIX TPUTIIH-
uepuaoB — 10—20% oT JOTKEHCTBYIONIEH KaJlOpHii-
HOCTHU MHUIIEBOTO pallMoHa. DTU NPOAYKTbl MPOTUBO-
nokasaHbl Tpu gedekrax auuia-KoA aperuaporeHas
JKUPHBIX KUCJIOT CO CPEAHEN U KOPOTKOW YIJIepOIHOM
menbio [15, 17, 26].

B nutaHuu gpeteit ¢ TAyTapoBOW aluaeMueit
2-TO TUIIA OCYIIECTBISIIOT OTpaHWYCHUE TTOCTYIUICHUS
6enka 1o 1,5 r/kr B cyTku, nian <20% 1mo KaJlopuitHOC-
TH pallMoHa.

MenrkaMeHTO3HasT Tepamnusl BKITIOYaeT MpUMEHEHNe
JICBOKAPHUTWHA, TJIMIIMHA W BUTAaMUHOB. Llenp Ha3Ha-
YeHUS JICBOKAPHUTHHA — JIMKBUIAIUST HETOCTaTOYHOC-
TH OOIIET0 U CBOOOJHOTO KapPHUTHHA, YCUJIEHUE KOHb-
JOTalli TOKCUYHBIX ICPUBATOB KUPHBIX KHUCIOT M WX
BBIBeNleHUsI M3 opraHu3Ma. [Ipemaparsl JIeBOKapHUTHHA
UCMOJB3YIOT B BbicoKoi 03¢ 50—100 Mr/Kr B CyTKU 3a
2—3 npuema. CyTouHas 103a He JOJIKHA TPEBbIIAThH 3 T.
[lpr cucTteMHOM KapHWUTWHOBOM IedWITUTE BO3MOX-
HO TIPUMEHEHHUE CBEPXBBICOKMX 103 — 10 400 MI/KTL.
OpnHako y 0oJibHBIX C JAedeKTaMu TpaHCIopTa U OKUC-
JICHUS] JUTMHHOIICTIOYCYHBIX KUPHBIX KUCIOT (IeduIuT

KapHUTUHNIATbMUTOMITpaHCBepaspl | u 11, KapHUTUH-
AlMJIKapHUTUHTPAHCIIOKA3HI, TpUGYHKIIMOHATBHOTO
oenka, anuia-KoA neruaporeHasbl XUPHBIX KUCJIOT C
OYEHb JUIMHHOW W JUIMHHOMW YIJIEPOJHON 1IEIbI0), OCO-
OEHHO B Mepurojie METa0OJMYECKOI JeKOMITeHCAlUH, Jie-
BOKapHUTUH CJIelyeT MCIOJIb30BaTh C OCTOPOXKHOCTHIO,
HauMHas ¢ HeboIbIMX 103 [15, 56, 57].

JomoTHUTEIbHO Ha3HavaloT TuiuH no 0,6 T/cyT.
DTOT mpenapart Takxke ClocoOCTBYET CBS3bIBAHUIO U BbI-
BEICHUIO C MOYOI TOKCUIHBIX allMJIPaTiKaIOB.

[lokazaHo mNpUMEHEHWEe BHUTAMWHOB TpymHmbl B.
Hetsam ¢ nedunmtom anuia-KoA aeruaporeHasbl KUp-
HBIX KUCJIOT C KOPOTKON yIJIEpOAHON 1IEMbIO U C TIyTa-
POBOII alIIeMueii 2-To THIIAa HAa3HAYAIOT BHICOKUE TO3BI
pubodaBuHa g0 25 mr/kr (o 300 mr/cyr). Umerorcs
co00111IeHUsT 00 MCMOJIb30BAHUU KOPTUKOCTEPOUIOB JJIsI
JIeYCHUST OOJIBHBIX C MBIIIEYHBIM MeUITUTOM KapHUTH-
Ha U JeuiuTOM TpUGYHKIIMOHATBHOTO OeJKa.

TsoKenmble TUTOTIIMKEMUYECKUE TTPUCTYIIBI, COTIPO-
BOXXIAIOIINECS COHJIIMBOCTBIO, KYIUPYIOT BHYTPUBEH-
HbIM BBesieHMeM 10% pacTBopa TJTIOKO3bI M3 pacuera
7—10 mr Ha 1kr maccel Tena B 1 muH. [Ipu aTom ocy-
LIECTBJISIIOT KOHTPOJIb 32 YPOBHEM TIJIIOKO3bl B KPOBU.
HasHauyeHue T110K03bl BOCHOJHSIET €€ NeUIUT B TKa-
HSIX ¥ TIONABJISICT JTUTIOJIN3, TEM CaMbIM CHIKasT TIPOILYK-
LIMI0 TOKCUYHBIX I€PUBATOB XKUPHBIX KUCJIOT [4, 17].

ITporHo3 cocTosiHUS 6OIBHBIX 3aBUCUT OT (HDOPMBbI 00-
JIE3HU, CPOKOB JIMArHOCTUKU U Tepanuu. CBoeBpeMeH-
HO€ aJIeKBaTHOE JieueHue, Kak NMpaBuiio, odecreuyrnBaeT
CHUXXEHUE JIETATbHOCTU M OJaronpusiTHOe pa3BUTUE
JieTeit, 0COOEHHO B Clyyae YacTUYHOro (hepMEeHTHOTO
nedekra [11, 56, 57]. HepoctatouHast 3¢@eKTUBHOCTD
Tepanuu oTMeueHa npu nepuiiuTe KapHUTUH-alUJIKap-
HUTUHTpPAHCIIOKa3bl, nedumnute anui-KoA nerumapore-
Ha3bl KUPHBIX KUCJIOT C KOPOTKOM YITICPOMHON IIETThIO
W TJIyTapOBOM allMIeMUH 2-TO TUTIA.

3AKJTIOYEHUE

bBose3Hu TpaHcropra M OKMCJIEHUS XKUPHBIX KUCJIOT
MPencTaBsoT co0oii rpynmny aedheKToB MeTadboan3ma,
OTJIMYAIONIMXCSl TOBOJIbHO BBICOKON pPacCHpOCTpaHEeH-
HOCTbIO (TPUMEHUTEIBHO K HACJEeACTBEHHbIM 00Je3-
HAM oOMeHa BellecTB). bosblmMHCTBO ¢hopM TaTo-
JIOTUU XapaKTepU3YeTCsl TSXKEJIbIMU KIMHUYECKUMU
MPOSIBJICHUSIMU, BBICOKO JIETAIbHOCTBIO, B TOM YHUCJIE
PUCKOM BHe3alHoi cMepTu. Mexay TeM paHHee pac-
MO3HaBaHNWE MPUPOABI 3a00JIeBaHUsI, CBOEBPEMEHHAs
NUeTUYecKasi 1 MeIMKaAMEHTO3Hasl Teparusl Mmpeayr-
pexaaloT HebJIaroNnpUsTHbINA UCXOA, MPOGUIAKTUPYIOT
nopaxenre LUHC u BHYTpeHHUX OpraHoB, MO3BOJISIS
JIOOUTHCSI BHICOKOW CTEMEHU MEAULMHCKON peadbuiu-
Taluu OosibHbIX neteil. Kpome Toro, ycraHoBiieHUE
IMarHo3a o0ecrneymBaeT MeAUKO-TeHETUUYEeCKOe KOH-
CYJILTUPOBAHUE CEMbU, JEJAET BO3MOXHBIM JOPOIOBOE
BBISIBJICHUE MATOJOTUU Y CIAEAYIOIIUX AeTEH.
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B Hacrosiiee BpeMsi, Ha Halll B3TJIs11, HA IEPEIHUI
IUIaH BBICTYIAET MpoOjeMa PaHHETO BBISIBICHUST 3TUX
TSDKEJIBIX 3a00JieBaHUl. AHalu3 JUTepaTypbl U COO-
CTBEHHBIIl OMBIT yOEXIal0T, YTO OOCAENOBAHUIO Ha
nedeKThl TpaHCMOPTa U OKMCJIEHUS XKUPHBIX KUCJIOT
nojJjiexar IeTH, B IepBYI0 oYepeib, paHHETO BO3pacTa,
B TOM YMCJI€ HOBOPOXJIEHHbIE C MOBTOPHOI PBOTOM,
nopaxeHueM LITHC (MbiieyHasi TuMOTOHUSI, BSIJIOCTb,
COHJIMBOCTbB, JIETAaprus), cepaua (KapIuoMUONaTHs,
HapyuieHue putMa) u nedeHu. [Ipuyem ykazaHHbIE
CUMIMTOMBI MOTYT COYETATbCSl WU ObITb U30JUPOBAH-
HbiMU. W3 pe3yabTaToB PYTUHHOrO J1a00OPATOPHOIO
0o0cse10BaHus B MOJIb3y 00Je3HEeil oOMeHa KUPHBIX
KUCJIOT CBUIETEJICTBYIOT allM03, TUIOTJIMKEMUST TIpU
OTCYTCTBUM KE€TO3a, MOBbILIEHWE AKTUBHOCTU TpaHC-
amuHa3 u kpearuHdochokruHazbl B KpoBU. OmgHAKO
YCTaHOBJIEHWE NMArHO3a HEBO3MOXHO 0€3 MCI0Jb30-
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