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BpoxaeHHble meTabonnyeckne 3aboneBaHus
N BCacbiBaHWe (HaTpPUN3aBUCUMOE) HYTPUEHTOB B KULLIEYHUKE:
CYLLECTBYET NN MEX/IYy HAMWN CBA3b

MeTtenbckuin C.T.
®reY «HAW o6uieli natonormn u natodmsuonorum» PAMH, 125315, Mockea, yn. bantuiickas, 4. s

HacnefncTBeHHble MeTabonnyeckre 3aboneBaHnsi NogpasfensioTCcsA Ha HapyLeHNst yr1eBogHOro MeTabonus-
Ma, aMUHOKUCN0THOro MeTabonM3Ma, MeTabo/1M3Ma oOpraHnyeckux KUICNOT U 60/1e3HM HAaKON/IeHNs B IM30COMaXx.
B nocnepgHee gecaTuneTme oNMcaHo AeCATKN HOBbIX HACNeACTBEHHbIX HApPYLWeHNA MeTabonm3ma, BbiXoaaLux 3a
npegensbl yKasaHHbIX YeThIpEX KATEropuii. Mbl cpaBHUIN CNUCOK COeUHEHN, MeTabo1M3M KOTOopbIX NPy Hacnepg-
CTBEHHbIX MeTabonmyecknx 3aboneBaHnAX HapyllaeTcs, C NepeyHeM Hy TPMEHTOB, TPaHCNOPTHPYHLMXCA Yepes
C/IM3UCTYH TOHKON KULIKN MOH-3aBUCUMbIM 06pa3oM. 3 Halwero aHannsa BbITEKAeT BMOSIHE ONpefeeHHbI Bbl-
BOA: MeTabonmyeckne HapyweHusa (M COOTBETCTBYHOLWMe 3a60neBaHns) U Mmanabcopbumns, a UMEHHO, HapyLWeHns
MOH-3aBUCUMOTO (HaTpuii-3aBUCNMOr0) BCacbiBaHWS HYyTPUEHTOB B3aMMOCBS3aHbl. Mbl MOXEM MPeAnosioXnThb,
YTO BbINOMHAETCS Cnefyrouwmnii NPUHLUA: KaX40MYy HapyLleHU0 TpaHcnopTa (B 4acTHOCTU, MOH-3aBUCUMOTO) Hy T-
preHTa yepes cAM3NCTY 060/104KY TOHKOIO KM EeYHUKa A0/XXKHO COOTBETCTBOBAaTb CBOEe MeTabonnyeckoe 3abo-
nesaHne. B cooTBETCTBUM C AAHHLIM NPEAMNONOXEHNEM Mbl MOXEM OXUAaTb B 6nxalillee BpemMs AMarHoCT MKK
MeTabonunyecknx 3aboneBaHunii, cBA3aHHbIX C HapyLweHneM meTabonM3Ma U BcacbiBaHUS XeNUYHbIX U KOpOTKOLe-
NMOYEYHbIX XUPHbIX KUCOT, h/1aBaHOUAHbIX F/IIOKO3MA0B, TUNOKCAHTUHA N T.4

KnioueBble cnoBa: HacneacTBeHHble MeTabonmyeckme 3aboneBaHus, HaTpuiizaBucUMoe BCcacbiBaHe, TOHKUIA

MaToreHes. - 2012. - T 10, N&4. - C 4-15
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BeegeHuve

Metabonnyeckoe 3abonesaHue 3710 06oe 3abonesaHue
UMM HapyLleHne, KOTOPOe 4e30praHn3yeT HopManbHbIA MeTa-
607113M — NpoLecc NpeBpalleHns NULLK B 3HEPTUIO Ha Kie-
TOYHOM YpOBHE. B 3TOM npouecce 3aAeiicCTBOBaHbl ThiCAYU
(DEPMEHTOB, YYacTBYIOLLME B MHOTOYUCNEHHBIX B3aUMHO He-
3aBUCMMbIX MeTabonnyeckux nytax. Metabonunyeckue 3abo-
NneBaHWs BO3AENCTBYIOT Ha CMOCOBHOCTb KNETOK OCYLLeCTB-
NATb HEKOTOpble KPWUTUYecKuMe 6UOXMMUYECKMe peakuuu,
BK/lOYalowme B ceba NpouLeccuHr unum TpaHcrnopT 6enkos
(aMMHOKMCNOT), YINeBoOB (caxapa U Kpaxman) unu nunuios
(OkupHble Kucnotbl). MeTabonuueckue 3abonesaHus, Kak
npaBmno, ABNAKTCA HAc/NeACTBEHHbIMU, XOTS NMOAN NOABep-
XXEHHbIE UMW MOTYT B TeUeHWe AHeW, MeCALEB U faXe MHOIMX
NneT MOryT BbIrNA4eTb BNOHE 340POBLIMU.

HapyuweHus meTabonmsMa 1 epMeHTONaTUN

MPUUYNHY N3MEHEHMNSA KOHLEHTPaLUM Kakoro-nn6o Belye-
CTBa B OpraHuW3Me 3a npegenbl HOPMbl MOXHO OMWCbIBATb C
TOYKM 3PEHMS ABYX B3aVMOAOMNOJHAOWMX TOYEK 3PEHNS —
HapyweHusa MmeTtabonusma u depmeHTOonatum. W3meHeHwue
KOHLEHTpaLMmn Kakoro-nm6o BellecTBa B OpraHu3me, BbIXO-
AAlee 3a npefesnbl HOPMbl, NMPUHATO 06BACHATL YpesBblyali-
HO 06 MM TEPMUHOM «HapylleHus metabonusma». C Lenbio
YTOUHUTb U N10KanM3oBaTb HapylleHns meTabonusma ceiivac
MCMOMb3YIOT TEPMUH 3H3MMO- UM hepMeHTOoNaTuA. PepmeH-
TonaTtua (nat. fermentopathia; depmeHT + Ap.-rpey. saoog —
cTpagaHue, 601e3Hb; CUH. 3H3MMONaTNA) — o6l ee Ha3BaHWe
6one3Hel UM NaToNorMYecKnx COCTOAHUNA, pasBMBaKOLLKXCA
BC/IEACTBME OTCYTCTBMA WM HapyLWeHWA aKTUBHOCTU Ka-
KUX-nmbo epmeHTOB. MHOrmne 3aboneBaHnA NposBAAOTCS,
KakK KpaihHss (opma depmeHTONaTtMu, KoOrja HefocTatou-
HOCTb aKTUBHOCTY ONpegenéHHbIX PepMeHTOB NN UX OTCYT-
CTBME B YCNOBUAX MULLEBOW, XUMUYECKON MmN DU3NYEeCKOo
Harpysky npuBOAAT K (OPMUPOBAHWIO NATONOIMMYECKOro
npouecca. HegoctaTouHas KOHUeHTpauma uav nepensbbiTOK
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KaKoro-nu60 BelLecTBa B OpraHM3Me 06bIYHO 06CYXAaeTCA B
cBeTe (hepMeHTONATMM NpeobpasyoLMx (hepMEHTOB B Kacka-
[ie ero npeBpalleHnii, 1 pefKo KOrga npu aTom obeyxaaercs
poNb BO3MOXHOTO HapyLEeHUs BCacbiBaHUA COOTBETCTBYIO-
Wero HyTpueHTa. M3-3a Yero KOHLEHTpaLus COOTBETCTBYHO-
ero BelecTBa B OpraHu3mMe MOXeT ObiTb MOHMXKEHA, He-
CMOTPS Ha HOpMa/bHOe (YHKLWOHUPOBaHME BCeW AanbHeli-
e BMOXMMUYECKON LEMOYKMN.

KoHeuHo, rpaHuua Mexay ABYMS NMPUBELEHHbIMU CMOCO-
6amMn onucaHUs HapyLleHUid BeCbMa WNO30PHA, HO MOXHO
YC/IOBHO CuMTaTb, NpPW MEpBOM MOAXOAE [A/1f Hac SBAsSeTcs
rnaBHbIM, METa60/M3M KaKOTr0 BELLeCTBa HapyLleH. Mpu BTO-
pOM MOAXOAEe Mbl fieflaeM aKLeHT Ha TOM, MOYEMY OH Hapy-
LIeH, KaKol (hepMeHT MW (hepMEHTBI K 3TOMY MPUYACTHbI.

B kayecTBe npvMepa yNnoMsHeEM alMMeHTapHble 3H3NMO-
naTMm — NaToN0rMYecKne COCTOSHMA, 06YCNOBEHHbIE CTOMA-
KUMW HapyWweHWAMU aKTUBHOCTU (DepMEHTOB B CBA3U C Xa-
pakTepoM MuTaHWsA. ANUMEHTapHble 3H3MMOMaTUM MOryT
6bITb 06YCNOBNEHbI ANUTENbHLIM AeuLUTOM 6enka B NuTa-
HUKM (Hanpumep, MPW KBALMOPKOPE), HapyLleHNEM GUOCKH-
Te3a KohepMeHTOB NPU BUTAMWHHOW HEAOCTATOYHOCTHU, Yr-
HeTeHMeM CMHTe3a MeTannoepMeHTOB MPU HU3KOM COofep-
>XaHWUW B paLMoHe COOTBETCTBYHLMX MUHEPA/IbHbIX BELLECTB.
KpomMe TOro, oHU MOryT BO3HMKaTb MpW HecHbanaHCUPOBaH-
HOM MUTaHuKM, B LenoM. K pasBuTUIO aNVMeEHTapHbIX 3H3U-
MonaTuii MOXeT NPUBOAMTbL TaKXKe HapyLLeHWe NOCTYNIEHNS
NMALEBLIX BELECTB W3 XEeNyJOYHO-KMLIEYHOr0 TpakTa B
KPOBb NPV ANMTE/bHbIX MOHOCAaX, aTPOuUy NN MOPaKeHUN
CNN3MCTON 060M104YKM KMWeYHnKa 1 ap. K anumeHTapHbIM
3H3MMONATUAM OTHOCHT U TaK Ha3blBaeMble TOKCMUYECKNE 3H-
3UMonaTun, CBSI3aHHbIE C YTHETEHWEM aKTUBHOCTU Uan 6Ko-
CMHTE3a OTAeNbHbIX PEePMEHTOB Pa3IMYHbIMU €CTECTBEHHbI-
MW KOMMOHEHTaMM NULLEBbIX MPOAYKTOB (MHIMOGUTOPbLI NpPO-
TEONNTUYECKNX (DEPMEHTOB, aHTUBUTAMUHbI WU Ap.) UK CO-
LepXawnMnca B HUX YYXXEpPOAHbIMKU BeliecTBaMu (Hanpu-
Mep, necTuumngamm).

MATOIEHE3



KOHeUYHO, KAWHUYECKMEe MpPOsBAEHUS NPUOBPETEHHBIX
3H3MMOMATUIA 3aBUCAT OT BUAA PepMeHTa, PYHKLMS KOTOPO-
ro HapylleHa W XapaKTepusyeTcsi HapyLleHUSMU TOTO WM
MHOro BuAa 06MeHa BelecTB. HuXe Mbl pacCMOTPUM HEKO-
TOpble NPUMepPbI HapyLWeHUiA.

BpoxaeHHble HapyLueHUs MeTabonusma

CyluecTByeT YCNOBHOe pasfeneHne BCeX MeTabonnyeckmx
HapyLeHmnit Ha 13 nofknaccoB. PaccMoTpeTb BCe MOAKMAcChI
AaHHbIX HapyLLeHWIA B KOPOTKOI CTaTbe HepeanbHO. [osTomy
Mbl PELNIN OTPaHUYNTLCA MWL HACNEeACTBEHHbIMU BPOX-
LEHHbIMU HapyweHUsMW MeTabonuama. [pesnonoxeHus,
KOTOPbIM Mbl MPUXOAWNM, paccMaTpmBas 4OBONIbHO OrpaHu-
YeHHbIN Knacc HapylweHWii MeTabonnsma, KOHEYHO, HYXHO
OyaeT NOATBEPAMTb WM OMPOBEPTHYTL Ha 6ofiee LIVPOKOM
yncne nofknaccoB. Mbl HafieemMcs, YTO Hallu BbIBOAbI MpPK
3TOM He NOCTpajatoT.

TpaguLMOHHO HacneACTBeHHble 3aboneBaHNs nogpasgens-
I0TCA Ha HapyLleHUs YrneBofHOTO MeTabonusma, aMUHOKMC-
NoTHoOro MeTabonnsma, MeTabonsma opraHnyecknx KUCNOT U
0onesHn HakonneHns B ninsocomax. OAHAKO B NOCNeAHee fecs-
TUNETUE ONUCAHO COTHU HOBbIX HACNEACTBEHHbIX HAapyLUEHNI
MeTabonn3ma, BbIXOAALLMX 3a Mpedenbl YKasaHHbIX YeTbipéx
KaTeropui.

Yrnesogbl

1. HapyweHus yrneBogHoro MmeTabonmsma

MpofeMOHCTPUPYEM CMOXKHOCTU KnacCcuduKauum n aHa-
nn3a 6one3Heil MmeTabonn3ma Ha Nnpumepe HONE3HN HAKONNEHNS
rnkoreHa (rIMKOreHo3UC WU JeKCTPUHO3KC) ABASOLLEeCS
pe3ynbTaToM Ae(eKTOB MPOLECCOB CUHTE3a UAKM pacuiene-
HUA TNWKOreHa B MbIlILAX, MEYEHW, B KNeTKax Apyrux TUMnos
(«glycogen storage disease» at Dorlands Medical Dictionary).

FnnkoreH — nonuncaxapufj, 06pa3oBaHHbIN ocTaTKaMu
rNIF0KO3bl; OCHOBHOW 3anacHOI YrneBOf YeN0BeEKA U XUBOT-
HbiIX. [uKoreH (Takke WHOrfa HasblBaeMblii XXWBOTHbIM
KpaxmajoM, HECMOTPS Ha HETOYHOCTb 3TOr0 TePMUHA) SBNSA-
€TCS OCHOBHOI (DOPMOW XpaHeHMWs T/IOKO3bl B XXUBOTHbIX
knetkax. OTKfnagbiBaeTcs B BWUAE TpaHyn B LMTOMiasMe BO
MHOMMX TUNax KneToK (rnaBHbIM 06pa3oM MeYeHU 1 MbILLL).
[nukoreH obpasyeT aHepreTUYeCKnin pe3eps, KOTOPbIA MOXeT
6bITb 6bICTPO MOOGUIN30BAH NMPW HEOBXOAUMOCTM BOCNOAHUTD
BHe3anHbli1 HeJOCTaTOK FNOKO3bl.

depmeHTONATUM meTabonuama rn

depmeHT
noko3a-s -(hocpaTasa
Kucnas manbTasa
ngponasa Touek BETBNEHUA TIMKOreHa
®PepmMeHT BETBMIEHUS TNIMKOreHa
nnkoreH ochopmnasa Ml
nukoreH dochopunasa neveHu
DochoPPYKTOKMHAZA MbILLILL
KnHasa ocgopurnassl
TpaHcnopTep rnokossl [J1HOT2
Anbponasa A
p-OHonasa
"noKoreH cuHTasa
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BonesHb MOXeT ObITb FEHETUYECKUN AeTEPMUHNPOBAHHOMN
nnn NpUobpeTeHHON. Y AMBUTENbHO, HO B 3Ty Fpynny BXOAWUT
11 pas/nyHbIX 3a60M1€BaHNI CO creayloWmMMmN hepMeHTona-
Tmamu (Tabn. 1). HanpumMep, B )XMBOTHOBOACTBE AaHHOE 3a-
60/neBaHne Bbl3blBaeTCH UHTOKCUKALME pacTUTENbHbIM af-
Kanongom kactaHocrnepmuHom (Stegelmeier, Molyneux, El-
bein, James, 1995).

Cnnkemus

Fnukemus (OT 4p.-rpeu. — «Cnafkuii» n ra.ua —
«KpOBb»), HopMa 3,3—5,5 Mmonb/n. CofepxaHue rOKO3bl B
KPOBM — OCHOBHOW 6MOXUMUYECKNIA NOKa3aTenb COCTOAHMS
YyrnesofHoro o6meHa. 310 — 0fiHa U3 camblX BaXXHbIX yNnpas-
NAEMbIX MEPEMEHHbLIX Y XXWBbLIX OpraHM3MoB (romeoctas).
TepMuH 6bl1 NpefnoXeH gpaHuy3ckum gusnonorom Kno-
fom BepHapom (1813—1878). CuuTaeTcd, cofepxaHue rnio-
KO3bl B KPOBW OTpaxaeT, B OCHOBHOM, 6anaHc nocTynieHuns
rNOKO3bl U3 KMLIEYHUNKA, a TakKxXe ee kaTabonmama u BbiBefe-
HWA U3 OpraHn3ma, a CyTOYHbI BKNag, Hanpumep, rnioKoHe-
oreHesa CoCTaBNseT BCEro 10—z 0% OT 06LIEro cofepxaHus
rnoko3sbl B opraHusme (Sokoloff, Fitzgerald, 1977).

I'NtoKOHeoreHe3 — npouecc 06pa3oBaHNs B MeYEHN U OTyac-
TV B KOPKOBOM BELL,ECTBE MOYEK MOMEKY/ FMHOKO3bl U3 MOMEKYN
[OPYrMx OpraHW4yeckux COefMHEHWUI, Hanpumep, CBOBGOAHbLIX
aMWHOKMCNOT, MOMIOYHON KNCAOTbI, ravuepuHa. Mpu ravkore-
HO/N3e HAKOMMEHHbIW TNIMKOTEH MEYEHN W CKENeTHbIX MbILUL
npeobpasyeTca B rMOKO3Y NYTEM HECKO/IbKUX KacKafoB MeTa-
60/1MYECKNX peakL it

MN36bITOK rN0K03bl Npeo6bpa3oBbiBaeTCA B IMUKOrEH NN B
TPUrNNLEPUAbI AN aKKyMYNUPOBaHUA 3Hepruun. MnwokKosa —
CamMblil BaXKHblli UCTOYHUK MeTabonuMyeckol 3Hepruu ansa
60NbLUINHCTBA KNETOK, 0CO6EHHO AN HEKOTOPbLIX KNeTOK (Ha-
npumep, HeMpOHbl N 3PUTPOLMTBI), KOTOPbIE MNOYTU NOMHO-
CTbIO 3aBUCAT OT COAEPXKaHUA rNoKo3bl. KOHLEeHTpaunsa rnio-
KO3bl B KPOBW 4YefioBeka MeHee 3 MMO/b/A nnm 6onee 4yem
30 MMonb/n MOryT MpuBecTU K 6ecco3HaTe/lbHOMY COCTOf-
HWIO, Cyfoporam v Kome.

B perynuposaHue MeTab0/11M3Ma rnoKo3bl BOBMEYEHbI He-
CKO/IbKO TOPMOHOB, TaKWX, KakK WHCY/NWH, TNOKaroH (Bblfe-
NSeMblii NOAXeNyA0UHOW Xene3oii), agpeHannH (cekpetupy-
eMblli HaAMoYeyHNKaMmn), rMIOKOKOPTUKOUALI U CTepOuaHble
rOpMOHbI (CeKpeTupyemble roHagaMmn U HagnoyeyHnKamu).

XpOHUYeCKas runeprinkemns, Kotopas nepcucTupyer He-
3aBMCMMO OT COCTOSHMA BOMILHOTO, Yalle BCero 6biBaeT B CNy-

Tabmmua 1
Ha 1 cooTBeTCTBYtOLWee 3aboneBaHmne
3aboneBaHune, HapyLueHue
bonesHb hoH Mvpke
bonesHb MNomne
Bonesun Kopu nmm ®opbea
bonesHb AHpepceHa
bonesHb MakApana
bonesHb Xepca
bonesHb Tapyum
CuHapom daHKoHU—bBUKesb
[Jeduunt anbfonasbl 3puUTPOLUTOB



Yyae caxapHoro guabeta, M pakTUYeCKM ABNAETCS OCHOBHOM
XapaKTePUCTMKOI 3TOro 3a6oneBaHus.

OcTpblit 3nn304 runeprankemMun 6e3 BUAUMON NPUYNHBI
MOXEeT MOoKa3blBaTb Ha MaHW(EeCcTaLuio caxapHoro avabeta
UNN NpeapacnonoXeHnto K Hemy. ITa opma runeprinke-
MWW Bbl3BaHa HeLOCTaTOYHbIM YPOBHEM WMHCYNMHA. HU3Kui
YPOBEHb MHCY/NMHA UHTMOMPYET TPaHCMOPT F/IOKO3bl Yepes
KNeTo4YHble MeMBpaHbl, 6narogaps YeMy ypoBeHb CBO6OHOM0
caxapa B KpOBM NOBbILLIAETCS.

OO6bIYHO AMAarHo3 caxapHblii AnabeT CTaBAT Ha OCHOBE
KNacCMyeckMx CMMNTOMOB — TUNEPTAVKEMUNU, NONNYPUN,
NOAUANUNCUMN, NONNGArUN, OLYLLEHNS CYXOCTW BO PTY.

MexaHW3M pasBUTMS TUMOFNUKEMUN MOXET 3HAUYMTENbHO
0TANYaTLCA B 3aBUCMMOCTHM OT ero aTuonormun. K umcny nato-
NOTUYECKUX TUMOTFINKEMUIA MOXET BbITb OTHECEHA M aTUMEH-
TapHas — nNpu AAUTENbHOM FONOAAHUM WU HEAOCTaTOYHOM
NocTynneHUn YrneBoAoB ¢ NuLLeit.

[[anakTo3emMus

[anakTo3emMus — BO3HWKAET NPY HapyLleHUn obmeHa ra-
NaKTOo3bl, 06YCNOBNEHHOM Hac/NeACTBEHHbIM AeeKTOM OfHO-
ro u3 Tpex ()epMeHTOB, BKNOYAOLMM ranaktosy B MeTabo-
NN3M TNHOKO3bl. [anakTo3eMus, Bbl3BaHHas HEAOCTATOYHO-
CTblO ranakTo3o-i- gocgartypugmnuntpaHcgepasbl, Hanbo-
Nee XOPOLWO M3yyeHa. ITo 3ab6oneBaHue MPOABAAETCS OYEHb
paHo 1 0COGEHHO OMacHO ANs AeTei, Tak Kak OCHOBHbIM MC-
TOYHUKOM YINIEBOAOB AN HUX CNYXUT MaTePUHCKOE MOMOKO,
cojepxauiee nakTosy. JlabopaTopHble uWCCAefoBaHWsA MNpu
3TOM BbISBASOT ranakTo3eMWto, ranakTo3yputo, ranakTo-
30-1-hochaTeMmnto, TEHAEHLUMIO K TUMOTNKEMUN,

HegocTaTouHOCTb Aucaxapnias

[ucaxapnaasbl N10KannM30BaHbl B LLETOYHOW Kaemke Kie-
TOK CIM3MCTO TOHKOI0 KULLIEYHWKA U Y4acTBYIOT B paclyen-
NEeHNN AncaxapuioB Ha MOHOCaxapuAbl, YTO SBNAETCA HeOob-
XOAMMbIM YCNOBUSIEM WX BcacbiBaHUA. [ucaxapupgasbl no-
LpasfensloTca Ha a-rnmkosnpgasbl (M30ManbTasa, caxapasa,
ManbTasa) U P-rnmkosugassl (naktasa, P-ranakrosmpasa).

K 3aToii rpynne HapylleHuiA OTHOCUTCA OTCYTCTBME aKTUB-
HOCTU caxapasbl U u3oManbTasbl. Cy6CTpaThl ABYX YKa3aHHbIX
Jucaxapuias He paclyenasoTcsa U He MOTyT 6bITb YTUAN3UPOBa-
Hbl. OHN OCMOTUYECKU aKTUBHbI, CBSA3bIBAIOT BOAY B MPOCBETE
KWLIEYHMKA U BbI3bIBAKOT AMaperd Mocne nepopasbHON Harpys-
Kun gucaxapugamun. Kpome Toro, nocne Takoii Harpysku B KpoBu
He ypgaeTcsi 06Hapy>XWTb MOBbILIEHWE TAVKEMUW B UHTEpPBane
30—90 MUH, KaK 3TO OTMEYaeTCs y 3[0POBbIX NtOAEN.

HenepeHoCMMOCTb NaKkTO3bI

JlakT03a — MO/I0YHBbIN caxap, BaXXHenwWw nii gucaxapmg mo-
NoKa MfiekonuTawlmx. B KOpoBLEM MONOKE COAEPXUTCS A0
5% naKTo3bl, B XXeHCKOM MO/I0Ke — 0 8 %. JlakTa3a pacLien-
nset P-1,4-rNMKO3UAHbIE CBA3U MEXAY ranakTo30i u rnwkKo-
30/ B MO/eKyne NakTosbl. ITOT PepMEHT N0 XMMMWYECKOM
npupofe ABNSETCA FMUKONPOTEMHOM. JlakTasa, Kak 1 apyrve
rNMKosmpaasHble hepMeHTbl, CBi3aHa CO LLETOYHOW KaeMKOW
W pacnpegefneHa HepaBHOMEPHO MO BCEMY TOHKOMY KuLley-
HUKY. AKTMBHOCTb NlaKTasbl K0Me6neTca B 3aBUCMMOCTM OT
Bo3pacTa. Tak, y nnoja oHa 0CO6eHHO NOBbILIEHa B NO3AHME
CPOKM 6ePeMEHHOCTU U COXPaHSAETCA Ha BbICOKOM YPOBHE [0
5—7-neTHero Bo3pacTa. 3aTeM aKTUBHOCTb (DEPMEHTa CHUXa-
eTcs, COCTaBnAa y B3pOCAbIX 10% OT YPOBHA aKTUBHOCTHU, Xa-
paKTepHOro Ans AeTei.
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CunTaetcs, HeNepeHOCUMOCTb /1aKTO3bI O6ny|OBJ'IEHa ne-
(*)BKTOM NakKTa3bl U NPOABNAETCA TaK Xe, KakK U Bblllenepe-
YUCNEHHbIE COCTOAHNA.

HefocTaTOYHOCTb fakTasbl BTOPUYHOrO XapakTepa —
BpeMeHHas, npuobpeTeHHas gopma. MOXeT 6bITb CNeACTBU-
eM KULeYHbIX 3aboneBaHnii — KONMTOB, racTputoB. Kpome
TOrO, BPEMEHHbI AednLUT NaKTasbl MOXET BblTb ClIeACTBMEM
onepaumnii Ha XXKT.

AMNHOKNCNOTbI

1. Bpo>k/eHHble HapyLleHnst MeTa6o1M3Ma aMUHOKUCTOT U
MeTaboNMyecKme HapyLLIEeHUs, yXyALlalolne CUHTEe3 U ferpaja-
LM aMUHOKNCIOT

AcnapTun rnoKo3aMuHypus — 40CTaToOYHO pegKoe ayToco-
ManbHO€e peuecCMBHOE NN30OCOMHOE HapylleHNe HaKonneHnA
OﬁyCl’IOB]’IEHHOG MOHWXXEHNEM aKTUBHOCTW IMMNKO3NN acnapa-
rmHassl. B Hopme aToT (*)epMeHT, HaXO,qFILLWIVICFI B In3oCcoMax,
pacwenndeT ANIMHHbIE LeNnn caxapoB — 0/INrocaxapnaos, 06-
pasya MoHocCaxapuabl.

[Mpn gaHHOM HapyleHunu Ha6mo,qaroTcn: TAXEnoe oTcTa-
BaHMWe B YMCTBEHHOM pa3BUTUK, OAYT/OBaTbIE LLEKH, pr6ble
4yepTbl nnua, LlJI/IpOKI/IVI HOC, TONCTaa Wwed, aMounOHanbHasa
NnabunbHOCTb, MWOKNOHUYECKMe cygoporu, Kapgnmomumona-
TnA, CKONMMOo3, Anaped, Makpoopxmnaua, aHrmokepatoma.

Tupo3vHemns — 3abonesaHune, CBA3aHHOE C Le@UUUTOM
aKTMBHOCTU (ymMapunaeroaueTar rMgpokcunasbl. «BUHOB-
Hblli» TeH nokanusoBaH Ha 15-ii xpomocome 15¢23-g25. My-
Tauuy NPMBOAAT K HApPYLIEHMIO KaTabonn3Ma TMpo3nHa ¢ no-
BPEX[EHMNEM NeYeHu, NoYek, nepudepnyecknx Hepsos. Mep-
BbIM MOPaXXEHHbIM OPraHoOM fBMAETCA MeYeHb, B TeYeHue
nepBbIX MecALeB XW3HM O0TMeYalTCA HayalbHble MposB/e-
HUS NEYEeHOUYHOI AUCHYHKUMK. Bo3pacTaHne YpPOBHS TUPO-
3MHa U METUOHWMHA B CbIBOPOTKE BbI3bIBAKOT MOABNEHNE «Ka-
NyCTHOro» 3anaxa OT 60/bHbIX.

TpumeTUNaMUHYpUs (CUHAPOM PLIGHOTO 3anaxa) — pej-
Koe 3aboseBaHuWe, NP KOTOPOM OT Tefa NauueHTa UCXoauT
HeMpUATHBLIN 3amax, HanoOMWHalWKiA 3anax pbibbl, UHOrga
FHUIOLWER pbIbbI.

3abonesaHune 06yCNOBMEHO HAKOMIEHWEM TPUMETUIAMU-
Ha B OpraHu3Me nayueHTta. 3TO BELECTBO, BblAeNAach C No-
TOM, MOYOI U BblfbIXaeMbIM BO3JYXOM, U CO3[aeT HEnpuaT-
Hblli 3anax. 3T0 06CTOATENbCTBO 06YCNOBNEHO AeULUTOM
(hnaBMHCOAepXKalleli MOHOOKCUAreHasbl 3, pacliennstoLyei
TPUMETUNAMMH.

Takoii 3amax, 4acTo He OllyllaemMblii caMUM NaLUeHTOM,
HO OWYLLaeMblii OKpY>XXaoLWmMMK, NPUBOANUT K NCUXONOTMYe-
CKUM npobnemam, TPyAHOCTSM B 06uieHMm, B yuébe, paboTe,
Kapbepe, NPUBOASA K AENpPeccuu, arpecCUBHOCTU U couManb-
HOW n3onayun.

[veTapHbiMN NpejLIecTBEHHWKAMW TpUMeTUNaMnHa B-
NATCA XONWNH, KAPHUTUH, NELUTUH, NOBbILEHUE cOofepXKa-
HUS KOTOPbIX B MOTPe6nsemMoil nuiie MOXET MPUBOAWNTL K
NPeBbILIEHNI0 BO3MOXHOCTEN (hepMEHTHOW CUCTEMbI U TEM
CaMbIM NOBbIWEHNIO YPOBHA HEMETab0NM3MPOBAHHOIO TpU-
MeTUNaMm1Ha.

OpHNUTVH-KapbamonnTpaHcdepassl (OPHUTUH TpaHcKap-
6amounasza) AeuumT. OPHUTUH — aMUHOKWC/IOTA, UrpaeT
B&XHYH pofib B GMOCMHTE3e MOYEBMHbI, MPKU 3TOM HejocTa-
TOK aKTMBHOCTW TpaHCcKap6amounaasbl MPUBOAUT K TOMY, UTO
a30T He MOXeT 60/iblie YAanaTbCs U3 OpraHM3mMa W Hakanau-
BaeTCs B KPOBW B BUJE aMMOHMUS.

MATOIEHE3



Mpwn oTwenneHun oT MONEKYbl AMaMUHOBaNepMaHoBOW
KMCNOTbl OKCKUAA yrnepoga npu rHUeHnn TPynos obpasyeTcs
NyTPecuMH —O0fiHa U3 HECKOJIbKMX COCTaBNAIOLWNX TaK Ha3bl-
BaemMOoro TPYnHoOro sga.

OpHWUTWH TpaHcKap6amonnasza — (hepMeHT, KaTannsmpy-
W KA peakumio Mexay kapbamonn octhaTom ¥ OPHUTUHOM
o6pasya UMTPYNIuH 1 docdart.

KapbamoundocthaT cuHTeTassl 1 geyumT — epmMeHT
LUMKNa MOYEBUHBbI (CyMMapHOe ypaBHeHne peakuuit 2zNHs +
CO:2 + 3AT® + acnaparnHoBsas Kucnota + sH20 " moueBu-
Ha + ¢ymapaT + 2/14® + 2dH+ AM® + dPH), akTusmpy-
etca N-aueTunrnytamaToM, HefOCTaTOYHOCTb 3TOr0 hepMeH-
Ta NPUBOANT K runepamMmmoHuemun. MepepaeTtca ato 3abone-
BaHMe MO ayTOCOMHO-PELEeCcCMBHOMY TUMY HacnefoBaHuWS,
npu 3TOM aMMOHUIA HakannueaeTca B KpoBu. O6pasyoLnii-
cs B OpraHusme npu katabonusme 6enKOB aMMOHWI nocne
BOCTMXKEHWUA HEKOTOPON KOHLeHTpauuu Bbllle MpefenbHOW
CTaHOBMTCA TOKCMYHbBIM, NPU 3TOM B NepBY0 ouvepedb CTpa-
[aeT HepBHas cuctema. KnumHuyeckas KapTuHa HefocTatou-
HocTu kapbamoundoctat cuHTeTasbl | pasBeépTbiBaeTCA npu
poxaeHun (netanbHas gopma) unm nosxe (6onee MArkoe Te-
YyeHue): runoTpodns; peoTa, 6011 B XKMBOTE, MbllleYyHas cna-
60CTb, yrHeTeHue yHkuymii LLHC (B ToM yncne aTtakcus, cy-
AOPOXHble MPUNagKu, runepaMMoHWeMuyeckas Koma), oT-
CTaBaHVe B pasBUTWUW, BO3MOXEH pPecnupaTopHbIiA guctpecc
CUHAPOM. J1abopaTOPHO: rMNepaMmmMOHMEMUS, HU3KOe COfep-
XaHue B niasMe KpOBW LUTPYNIUHA, aprMHUHA, a30Ta Moye-
BUHbI; B MOYe — OPOTOBOI KMCNOTI.

FucTuamHemus obycnosneHa geekTom rmctmaassl, Kara-
NU3NPYIOLLe NepBYIO peakLunio B Lenu NpeBpaLLeHnin ructum-
AnHa B N-5-hopmunTteTparngpoonmeByto Kucnoty. 3abone-
BaHWe [MarHOCTUPYeTCAa K KOHLY MepBOro rofa XW3HW unu
nosgHee: feteKT peun, CBA3aHHbI C HapyLeHneM C/yxoBoii
namMaTh, B YaCTW CyYaeB — CHUXXEHWe MHTennekTa. [Ans no-
CTAHOBKW fMarHo3a Heo6XoAWMO BbIBUTb TMCTUAUHYPUIO U
KONMYECTBEHHO OMNpefennTb TMCTUAWMH B KPOBU: HOpMa —
4—10 mr/n, y 60nbHbIX — OT 20 go 270 mr/n.

LuTpynamHemua. LIMTpynivH sABNSETCA NPOAYKTOM peak-
LK, B KOTOPOIA y4acTByeT OPHUTUH TpaHCKapbamunasa. 3a-
6oneBaHune BMNepBble ONUCaHO HefaBHO B 1962 r. MepepaeTcs
370 3a60/neBaHne Mo ayTOCOMHO-PELLeCCUBHOMY TUMY Hacre-
JoBaHuA. MepBUYHBIM 6MOXMMUYECKUM AedheKTOM ABdeTcA
Hef0CTaTOYHOCTb aKTUBHOCTM (hepMeHTa, 06ecneymBaroLLero
npeBpalleHne UNTPY/AMHA U acnaparMHoBOM KWUCNOTbl B ap-
TMHUHAHTAPHYI KUCNOTY. [aHHbll (epMEHT HaxoguTcs B
neyeHun, B MOYKaX M B MeHbLUE CTENEHN B TKaHW FOMI0BHOIO
MO3ra n KneTkax Koxwu.

TeyeHne uMTpynauHemum (NosBNeHWE UUTPYNIUHA B
KPOBU) MOXET BapbMpoBaTb OT 6eCCUMNTOMHOIO A0 KpaiiHe
TSKENOro ¢ fIeTanbHbIM UCXOLOM B NEPBbIA MECAL, XKMU3HUN pe-
6eHkKa.

MMnepapruHnHemus. Pefikoe ayTOCOMHO-PELLECCUBHOE Ha-
pyLUEHWEe LMKNa MOYEBUHbI. BbidbiBaeTcH geuumToM neve-
HOUHOTO (hepMeHTa apruHasbl. APrUHUH HaKanauBaeTCs B
KPOBW U Llepe6pOCnUHANBHON XULKOCTU, MOXET COMPOBOX-
JaTbCs MEepUOANYECKOl runepaMmoHeMueil. bonesHb BO3HU-
KaeT B MNlafleHYecTBe WM B paHHEM AeTcTBe. KanHuyeckume
NPOSIBNEHMS BKMOYAOT CYAOpPOru, MuKpoueganuio, npo-
TPECCMBHbIE MCUXMUYECKME HApYLUeHWs, FUNOTOHWIO, aTak-
CWI0, crnacTuyeckas AWUNNeruo, u TeTpanapes.

MvnepromouucTenHemms. FOMOLMUCTENH — 3TO aMUHOKUC-
nota. OH sIBNsSieTCS TOMOJIOTOM aMUHOKWC/IOThI LUCTEMHA U
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0T/INYaeTca Ha OfHY MeTuneHoByto rpynny (-CH2-). Fomoum-
CTEH CMHTE3MpyeTCsA U3 METUOHUHA. HapyLueHne, xapakTepu-
3yeMoe aHOMasbHO BblICOKOW KOHLEHTpauueli romoymcTenHa
K KpOBW. BMOXMMUMYECKNIT MeXaHW3M Creayrownii: gehnumnT
BUTaMWHOB Bs (MupupokcuH), B9 (dbonuesas kucnota) uam
B12 mMOXeT NpuUBECTU K YBENIMYEHUIO YPOBHSA TOMOLUCTENHA.
Mprem yKasaHHbIX BATAMUHOB WU TPUMeTUArAnunHa (6eta-
WH) NPUBOAMUT K CHVKEHUIO KOHLIeHTpaLMM roMoLnCcTenHa B
KpoBu. [laHHOE HapyLleHue yBeNn4mMBaeT pUCK apyrmux 3abo-
NeBaHWU apTepuii 1 BeH.

mnepnusanHemus. Fpynna HacneicTBEHHbIX MeTabonmye-
CKMX HapyLeHU, umMerLwmnx o6y YepTy — yBe/IM4YeHHoe
cofiepXaHue iM3nHa B CbIBOPOTKE, 4TO 06YCNOBNEHO Aethu-
LUTOM [iByX (DEpPMEHTOB: a-aMWUHOALUMUK CEMMANbLErng au-
ruporeHasa n caxaponuH gerngporeHasa. KnavmHuyeckue npo-
ABIEHNSA BKOYAIOT B Ce6A YMCTBEHHYIO OTCTanocCTb, peunamn-
BMPYIOLLME PBOTHI, TMMOTOHUA, BANOCTb, MOHOC, 3afepXKKa B
passuTtuu,

InnMumHoBas sHuetanonaTua M HeKeTOTUYEeCKas runepr-
NUUUHEMUA — 3TO pefiKoe HapylueHwe, Mepejatolleecs Mo
ayTOCOMHO-peL,ecCUBHOMY TUNy HacnegosaHus. OHO Xapak-
Tepm3yeTcs aHOMasbHO BblCOKOW KOHLEHTpaunein aMmMHoKuc-
NOTbI FNNLNHA BO BCEX XXUAKOCTAX U TKaHAX opraHusma. Tep-
MUWUH TAMUMHOBas 3HuedanonaTuss 60osee TOYHO OMUCHIBAET
KIMHNYECKNE CUMNTOMBbI 3a60/1eBaHmA.

mnepnponuuemna (MPoNvHeEMUSA, NPONNHYPUA) BOSHUKAET
npu ycnoemax, Korja aMMHOKMCI0Ta NPOANH KaTabonmsnpy-
eTCA He B MOMHON Mepe pepMeHTamMy NPONHOKCUAA30M UK
NUPpPoONnH-5- kapboKcmnaTt LernaporeHasoil, 4To NPUBOAUT K
HaKonIeHuto B opraHusme nponuHa. CofepxaHvie nponvHa B
KPOBU 60/bHbIX C TUNEPNPOANHEMUER 1 TUMA MOXET NPeBbl-
watb HopMy B 3—10 pa3. 4 Taknx Nofein xapakTepHbl Npu-
nagku, 3afilep>xKka yMCTBEHHOr0 pasBuTuA U Apyrue HeEBPOO-
rmyeckue npo6iemol.

2. HapyLueHus TpaHcnopTa aMMHOKNCIOT

HapyweHus metabonmama aMMHOKMCAOT 4OBO/IbLHO XOPO-
WO M3y4eHbl. B flaHHbIi MOMEHT Mbl aXKe MOXeM BblAeNNTb
34ecb OTAENbHYIO CTafuio faHHOro npolecca — HapyLleHue
BCacblBaHWA 1 peabcopbumm aMMHOKWNCIOT B NOYKaXx.

LiMcTuvHYpmsa — HapyLlueHuWe, nepefatoLleecs no ayTocoM-
HO-peL,ecCMBHOMY TUNY Hac/eAoBaHWA, XxapakTepusyeTcs 06-
pasoBaHMeM LMCTUHOBbLIX KaMHel B MOYKax, ypeTpe n Moye-
BOM Mysblpe. HapylweHune ABNSeTCA CNefCTBMEM CHVKEHUS
peabcopbuny LMUCTMHA B MPOKCUMaNnbHbIX U3BUTbIX KaHanb-
Lax, 4To NPUMBOAMT K U3NULLHEW KOHLEeHTpaLuuy 3To aMnHo-
KMcnoTbl B Moye. B cnyyae, ecnm moya MMeeT HeNTpanbHYyto
VNN KUCNYH0 peakuuio LWCTUH BbiCaXAaeTCa BUAe KpucTan-
NOB UM KaMHEel B YKa3aHHbIX 0TAenax MOYeBbIBOAALLEl CUC-
Tembl. CUnTaeTCA, YTO HapyLleHne 06yCNOBNEHO He[0CTaTOu-
HOCTbIO TpaHcnopTa 1 MeTabonM3Ma aMMHOKKUCAOT.

AMUHOAUNAYPUSA SUKApOOHOBbIX KNCNOT, 6onesHb XapTHyna
(E. Hartnup) — HacnefctBeHHas 605e3Hb, 06yc/oBfieHHas
HapyLWeHWeM BCacbiBaHUA TPUNTO(aHa B KULIEYHUKE U ero
peabcopbuuy B NOYEYHbIX KaHaMbLax; NPOsSBAAETCA MO3XKeY-
KOBOV aTakcueld, Nennarponofo6HbIMMN N3MEHEHNAMUN KOXMU,
amuHoaunaypueli, NoBbILEHHbIM COLEPXaHNEeM B MOYE UH-
AUKaHa U WHAOMbHbLIX COEAVWHEHWIA; HacnefyeTcs No peuec-
CMBHOMY TuMy. MNpOsABAAETCA CHUXEHWEM BCACbIBAHUA HeMo-
NAPHbIX @MUHOKNCOT, B OCHOBHOM TpuntodaHa, KoTopblii B
utore npeobpasyeTcs B CEPOTOHWH, MENaTOHWH W HUALWH.
BonesHb XapTHyna — 370 HapyLleHWe TpaHcnopTa Henonap-
HbIX aMWHOKWUCNOT B KWLIEYHWKE W MOYKax, B MPOTUBHOM

7



cny4yae, Korga ykasaHHble opraHbl (YHKLWOHUPYOT HOpMa-
NbHO ¥ MOCNeACTBMS 3a60N1eBaHNA CKa3blBalOTCA Ha MO3re U
Koke. CUMNTOMbI MOTYT MPOSBUTCA B MNaZeHUYECTBE, a MOTYT
nposBMUTCS 1 No3xe. Mpuctynam o653aTeNbHO NPeaLwecTByeT
nepuoj HeageKBaTHOrO MUTAaHWUS, NOC/IE YEro OHM MOTYT MpPo-
SBUTbCS B pe3ynbTaTe AelCTBMUSA CONHEYHOrO CBeTa, BbICOKOW
TemnepaTypbl, HEKOTOPbIX NIEKAPCTBEHHbIX BELLECTB, 3MOLU-
OHanbHOro nnu dusmnyeckoro crtpecca. C Bo3pacTomM NPUCTy-
nbl ocnabesatoT. MpucTynbl HabMOAAIOTCA CNOPagMYECKN 1
06ycnoBneHbl Ae@UUUTOM HUaLMHaMKUAa.

DeHUNKe T OHYpUst

OCHOBHOE KO/IMYecTBO (heHmnanaHnHa (PeH) pacxogyeT-
€S N0 4BYM NYTAM — BK/I04aeTCA B CUHTE3MpyoLWmnecs 6enku
Ny npespauiaeTcs B TMPo3uH (Twp). MpeBpaweHne deH B
Tup npexge BCero He06xo4MMO ANS yaaneHns nsdbiTka PeH,
TaK KaK ero BbICOKMEe KOHLEHTPaLMM TOKCUYHbI 418 KNeTOK.
OTa peakuna Katanusmpyetca GeHnnanaHMHrMApoKcnaason,
KOhepMEHTOM KOTOpPOW fABNseTCA TeTparngpobuontepuH. Pe-
akuma HeobpaTuma M B ee mpouecce TeTparmapobmonTepuH
oKucnsetcs B gurngpobuonTtepuH. Perenepauus nocnegHero
NPOVNCXOANT MpPU yyacTum AUTrUApPo6UONTepuHpesyKTasbl C
ncnonb3osaHnem HALPH+ + H+.

HapyLueHus HakonneHms aMMHOKUCNOT — F0TapoBas auu-
AemMus Tuna 2 — HapylleHue, nepegatolieecs N0 ayToCOM-
HO-peLecCUBHOMY TUNY HacnefoBaHWA, XapakTepusyeTca ge-
(heKTamMu opraHu3ma Mcrnonb3oBaTb 6eNKN U XNPbI B KA4ecTBe
WUCTOYHWUKOB 3Heprun. HenonHocTblo pacliensieHHble 6enkun
W KWPbl MOTYT Hakan/ivMeaTbCA B OpraHu3me, MpuBoAs K
onacHoCTM aumposa. [laHHOe HapyLllieHne 4acTo NposBAseTcs
y)Xe B paHHeM feTCTBe B BMAe BHE3anHOro Metabonmyeckoro
Kpusuca, Npy KOTOPOM auufo3 v rMNOranKemMus Bbi3blBalOT
cnabocTb U3MEHeHNA NOoBefeHUA u pBoTy. Mpn 3aToM MoryT
HabnaTbCA yBeMYeHNE MeYeHu, cepiedvHas HefocTaTou-
HOCTb 1 XapaKTepHbIi 3anax, HANOMMUHAKO LKA 3anax MNOTHbIX
HOT. Y HeKoTOpbiX MAafeHLeB C [/IOTapoBOi auuaemMuein
2 TUMa UMEKT HEKOTOPble BPOXAEHHbIe AedeKTbl, Hanpumep,
NOMNKNCTO3 MOYeK.

HapyweHuns metabonm3ma aMMHOKMCAOT OTHOCATCA K Be-
CbMa pacnpoCcTpaHeHHbIM BMAaM BPOXAEHHbIX Le(eKTOB Me-
Tab01M3Ma, XOTH OHW W He BCErfa yrpoxawT XXU3HW 60/IbHO-
ro. Ciofia BXOAAT U pSA COCTOSAHUIA, CONMPOBOXAAMOLLMXCA Ha-
PYLWEeHNAMWU YMCTBEHHOTO pasBUTUS — W3 NpU6AN3NTENBHO
40 onucaHHbIX BPOXAEHHbIX [e(eKTOB, WMEILWMNX Takue
KIVMHWYECKNE NPOABMEHMUA, 24 OTHOCATCA K AedekTam MeTa-
6011M3mMa aMMHOKNCNOT. BOMBWMUHCTBO M3 3TUX COCTOSHUIA
MOXXHO 60/1ee UM MeHee YCNeLWHO KynupoBaThb Npn CBOeBpe-
MEHHOM MPOBESEHUN MPaBW/LHOIO KOMMeKca fevyebHbIxX
MeponpuAaTUiA. NMo3TOMy Ha NPakTUKe OYeHb 60/bLIOE BHU-
MaHue yensoT AnarHocTuKe Taknx Metabonnyeckux geex-
TOB.

HapyweHusa meTabonuama OpraHN4YecKnx Knucnot

OpraHuyeckne auuaemMun v auugypun ynotpebnsioT ans
0603HavYeHNs pa3HoobpasHoii rpynnbl 3a6oneBaHunii xapakTe-
pusytoLeiica aKCcKpeLneli HeaMUHHbIX OPraHUYecKUX KNCNoT
€ Moy4oil. OpraHuyeckune aunMaeMuy BO MHOrOM UMEKT CXOA-
HYI0 KNMHUKY. MHOrMe opraHumyeckve auugemuu pesynbtart
AUCHYHKLMUW OMpefeneHHoR cTyneHn Ha NyTW kaTabonmama
aMUHOKMUCNOThI, 06bIYHO 3TO CHUWXEHWE aKTUBHOCTM ep-
MeHTa paboTaloLiero Ha aToM yyacTke nytu. lMatogusnono-
rus ABNSeTCA Pe3yNbTaTOM HaKOM/JeHNs NPeALecTBEHHNKOB,
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nm6o aeunMTOM NPOLYKTOB HApPYLIEHHOro meTabonmyecko-
ro nyTu. HakonneHHble NpejLecTBEHHUKNA, MOryT ObiTb
TOKCWUYHBI camu no cebe, NM60 SAOBUTLIMU ABNAIOTCA MPO-
[YKTbl NX MeTabonmama. Matodusnonorns jaHHbIx 3a6onesa-
HWUI 3aKN04aeTCA B TOKCUYHOCTM ManbiX MOMIeKYN A8 MO3ra,
neyeHn, NOYeK, NOAKENYLOUHONW Xenesbl, ceTyaTku, U Apy-
rMX OpraHoB. HekoTopble U3 3TUX MONEKY/, TaKune, Kak MeTa-
60NUTbI FNIOTAPOBOM KUCNOTbI, Kak NpefnonaralT, OYeHb
TOKCUYHbI 419 HEAPOHOB.

TepMuH, 06beAnHAET rpynny MeTabonnyeckux Hapylue-
HWIA aMUHOKMCNOT C pa3BeTBMIEHHOW Uenbko. CyLiecTBYHOT
4 OCHOBHbIX TUMa OpPraHWM4yecKoW auuaeMun: MeTUIManoHo-
Bas, NPONMOHOBas, N30BanepbAHOBas, 60/1€3Hb MOYMN KIEHO-
BOr0 cupona (CM. HUxe).

MeTunManoHoBas auuaemus uam MeTUaManoHoBas auuay-
pus. MeTUIManoHoBas KMC0Ta ABNAETCA CTPYKTYPHbIM U30-
MEpOM CYKLMHOBOI KMCNOTbI. B HOpMe 06e OHM Nerko B3au-
mMonpeBpauwatoTcs B cBon CoA-chopmbl npu momowu dep-
MeHTa MeTuAManoHnn-CoA-kapboHnAMyTasbl, 418 HOpMasb-
HOl aKTUBHOCTW KOTOPOWA, Heob6XxoaMMa KohepMeHTHas op-
Ma BMTaMuWHa Biz — ageHosunkob6anamuH. Mpu geduuute
BUTaMWHa B12 yBeNMUMBaeTCH 3KCKPELMS C MOYON MeTUNIMa-
NOHOBOW KUCNOThLI. MocneaHas B HOpPMe ABASETCA NPOU3BOA-
HOW NPOMWOHOBOW KWCNOTbI W, CNeA0BaTe/IbHO, MPOAYKTOM
KaTtab6onmama n3oneiumnHa, METUOHNHA, TPEOHWHA W Ba/lMHa.
MeTunmanoHoBas aumaeMms — 3TO ayTOCOMHOE peLeccuBs-
HOoe MeTaboNMYecKoe HapyLleHue. Ecnn 601e3Hb He fuarHoc-
TMPOBATb UM He NIe4NTb, TO OHA MOXET MPUBECTU K CMEPTH.

BonesHb Mo4M KneHoBoro cupona (601e3Hb KNEHOBOTO CH-
pona). HacnefcTBeHHoe 3a60neBaHMe C ayTOCOMHO-peliec-
CUBHbIM TUNOM HacnefoBaHus. MepBUYHbIA GUOXUMUYECKNTA
LedeKT 3aKkMyaeTcs B OTCYTCTBUM WUAWU PE3KOM CHVDKEHMUK
aKTUBHOCTU PePMEHTHON cucTeMbl, 0becrneynBaloLLeil oKnc-
NUTeNbHOE feKapb6oKcUAMpOBaHME TPEX aMUHOKMCNOT —
neilunHa, nsoneiynHa n BannHa. B pesynbTate B opraHusme
HakanaMBatTCA 3T aMUHOKMUCAOTbl U UX NPeALLECTBEHHUKMN.
Hanbonee natoreHHo HakonneHue neiiumnHa. Monyyuna Ha-
3BaHMe 13-3a CBOEOOPA3HOro 3anaxa MoYn 60/MbHbIX, B KOTO-
poii 06HapyXuBaeTCs MPUCYTCTBME aMUHOKMCNOT C pas-
BETB/MIEHHOW Lenblo.

FoMouncTUHypus (TOMOLMCTUH + Tpey. uron Moya) Ha-
cneAcTBeHHas 60Me3Hb, 06YCNOBAEHHAs HapyLlleHUeM 06Me-
Ha METWOHWHA BCNeACTBME HeLOCTaTOMHOCTU L-cepuH gerng-
poreHasbl ¢ HaKOMAEHWEM B TKaHAX FOMOLUCTUHA; KNNHNYe-
CKW MPOSBAAETCA HapyweHUaMuW (OpMMUPOBaHMS CKeneTa,
NopaXKeHWAMM rnas, 4yacTbiM TpoM60O30M ¥ 3ambonmeli apTe-
puii 1 BEH 1 T.4.; HacneayeTcs Mo ayTOCOMHO-PELeCCUBHOMY
T™ny.

MponuoHoBas auugemust (MPOMNMOHOBAA auuAypus, KeTo-
TUYecKas rMULMHeMKUs) — 3TO HapylleHue, nepejarolieecs
no ayTOCOMHO-PeLeCCUBHOMY TUMY HacnefoBaHusa. Y 60/b-
HbIX HabnopgaeTcd AeULUUT  aKTUBHOCTM  NPOMUOHWA
KoA kap6okcunasbl. HesameHUMblE aMUHOKUCNOThI U30/eii-
UWH, BaNWH, TPEOHWH M METUOHUH, a TaKXXe XXUPHble K1CNo-
Tbl C HEYETHbIM YMC/IOM aTOMOB Yyraepoja [0 3aBepLieHUs
MOSIHOrO npolecca NpeBpawialTcs B nponuoHun-KoA, Ha-
KannusawoLwuiics B opraHusme. MponuoHun-KoA Bmecto T0-
ro, YTobbl NpeBpaTUTLCA B MeTuAManoHun-KoA, npespala-
eTca B MPOMMOHOBYIO KWUCOTY, KOTOpas Hakan/jnBaeTcs Kpo-
BEHOCHOM pycne. 3T0, B CBOK 0o4epefb, MPUBOAWUT K HaKoM-
NEeHWIO ONacHbIX KUCOT U TOKCUHOB, CMOCO6HbLIX NOBPEANTD
HEKOTOpble OpraHbi.
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BonesHn nM3ocomManbHOro HakomnaeHns — rpynna Hacnej-
CTBEHHbIX MeTaboNNYeCKNX HapyLlleHWil, B OCHOBE KOTOPbIX
nexar fedektbl yHkuun nusocom (Winchester, Vellodi,
Young, 2000). To ecTb faHHOe 3aboneBaHue MposIBNAETCA B
pe3ynbTaTe HenpaBW/IbHOTO (YHKLWOHWPOBAHWUA B KNeTKe
0co60i opraHennbl — IM30COMbI. ABNAETCA CNefCTBUE Hedo-
CTATOYHOCTU (hepMeHTa HEOBXOAMMOrO ANd MeTabonnsma nu-
nMAoB, FIMKONPOTEMHOB (Caxapocogepawmx 6enkos) uau
TaK Ha3blBaeMblX MyKOMonncaxapuzios.

JIn3ocombl CUMTAIOTCA KNETOUYHbIM LLeHTPOM nepepaboTku
HeXxenaTe/IbHbIX MaTepuanos B COeANHEHUA, KOTOPbIE K/eTKa
MOXET YCBOUTb. JIN30COMbI BbIMOMHAOT 3Ty paboTy 3a cyeT
cneyuanbHbIX GepMeHTOB. JIN30COMasibHbIE HapyLleHns 3a-
MyCKalTCA, KOrja aKTUBHOCTb HEKOTOPbLIX PEPMEHTOB Masa
unu soobuie oTcyTCTBYET. ECnn 3TO cnyyaeTcs, Takue Bele-
CTBa HakKan/uBalwTCA B KneTke. Lpyrumu cnosamu npu He-
TOYHOW paboTe NM30COM U36bITOK NPOAYKTOB NpefHa3HaueH-
HbIX 418 Katabonusma u nepepaboTKW HakKannnBaeTCs BHYT-
pu Knetok. OTNAMYNTENbHOW YepTol Takux 3a60neBaHUi AB-
NAeTcs aHOMasbHO HaKOM/eHWe HEKOTOPbIX MOMIEKYN B IN30-
comax. Kpome Toro, onucaHbl:

CpegHeLienoyeyHoii aumn-KoA geruaporeHasbl geuuuT fB-
NSeTCA NPMMEPOM HapyLIeHUA OKUCNEHWNS XKUPHBIX KUCAOT W
MWTOXOHAPWANLHOTO MeTabonnama. YKasaHHblli  (epMeHT
OKMUCNSAET XXUPHbIe KNUCNOTbI CPeAHEelN ANUHbI —6— 12 aTOMOB
yrnepoga. OKUCNEHNEe XUPHbIX KUCNOT NPOUCXOAUT B MUTO-
XoHApuax. Ons TOro, 4tobbl nepeceyb MUTOXOHAPWANbHYHO
MeEMOPaHY XXUPHbIE KUCNOTbI B LUTOMNMNa3ME CBA3bIBAOTCA C
aMWHOKMNCNOTOW KapHUTUHOM.

OcTpas nHTepMUT TUpYtoLLas nopupus ABNaeTca npume-
pOM HapylleHus meTabonm3ma nopupuHoB. ATO pefKoe ayTo-
COManbHO-AOMWHAHTHOe MeTaboIMYeCcKoe HapyLLeHve BNUA-
owee Ha o6pasoBaHMe rema, KWCN0POJ-CBA3bIBAIOLLLEA NpO-
CTeTMYeCKOW rpynnel remornobuHa. Xapakrepusyetcs gedu-
uMTOM pepmeHTa NOPHOOGUNNHOTEH Ae3aMUHa3bl.

CvHgpom Jlewa — HaiiaHa aBnseTcs NpUMepoM Hapylue-
HUSA NYPUMHOTOBOrO MYPUMUAMHOBOTO MeTabonusma. 3T0 pegkoe
HacnefCTBEHHOE HapylleHue, 06YCNoBMeHHOE AeduunTOM
(hepmMeHTa rMNOKCaHTUH- FyaHUH hocopmnbosmnTpaHchepa-
3bl, y4acTBYIOLEro B MeTabonnsme nypuHoBs. [lmarHoctupy-
€TCA M0 BO3pPacTaHWI0 YPOBHA KpeaTMHWHA B MOYe.

Bpo>KkfeHHas runepnnasus HafnovyeyHUKOB ABNAETCH MPU-
MEPOM HapyLIeHUs cTeponaHoro meTabonmsma. TepMuH 06be-
OVHAET HECKONbKO ayTOCOMAaslbHbIX PELECCUBHbLIX 3ab60neBa-
HWU, 06yCNOBNEHHBIX AeULUTOM (DepPMEHTOB KaTanusmpyto-
L MX NpeBpaLLeHne XonecTepmHa B KOpTU30a. Bo3MOXHO, 370
HapyLleHWe NeXuT B 0CHOBe 60/1e3HN AfANCOHA.

Cwvngpom KepHca — Caiipe nnu okynokpaHuocomaTuyeckas
6onesHb SBNSETCA NPUMEPOM HApYLUEHWUS MUTOXOHAPWUANLHOI
(OyHKUMM. 3TO ManousyuyeHHas 60ne3Hb ABNSETCA Pa3HOBUL-
HOCTbI0O MUTOXOHAPWUaNbHONW MUoNaTuu.

CuHgpom Lienbeerepa ABNAETCA NMPUMEPOM HapyLlleHWa mne-
POKCUCOMaNbHOW DYHKLUN N 06beANHSAET FPyNMy reHeTUYeckn
reTeporeHHbIX COCTOAHWMA. K KAMHWYECKMM MpPOABAEHUAM
cuHgpomMa LlenbBerepa MoryT npuBOAMTbL MyTauuu B reHax
cneymanbHbiX 6eN1KOB-NepoKcnHoB 1, 2, 3, 5, 6 u 12. Bce Ba-
pvaHTbl JaHHOro 3abofieBaHMA HacnefytTca MO ayToCOM-
HO-peLeccuBHOMY Tuny. Mpu MOphoONOrMyeckoM U3y4yeHUm
61onTaToB NeyvyeHn 60NbHbIX BbIABNSETCA XapaKTepHbli MOp-
(honornyecknii NpuU3HaK — Pe3Koe CHUXEeHWe WAn NOSHoe
OTCYTCTBME NMEPOKCUCOM B MneyeHu. 3aboneBaHne xapakrepu-
3yeTcs NOBbILWEHWEM KOHLEHTPAL MU 0YeHb [IMHHOLENOYeY-
HbIX XXUPHbIX KUC/OT B Maa3Me KpOBW.
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[Jpyrve HapylieHus MeTabonusma

JedpuuuT 6MOTUHMAA3EI — 3TO ayTOCOMHO-PELLECCUBHOE
MeTabo/M4ecKoe paccTpoiCcTBO, MpU KOTOPOM OWUOTUH, He
MOXET ObITb BblAeNeH M3 6e1KOB (COAEpXKaliuxcs B MPoAyK-
Tax NMTaHWA) B MpoLecce NULLEBapeHMsa UM BO BpeMs MeTa-
6onmsma 6enka B KneTke. Hanmume Takmx HapyLlieHUin npu-
BOAWT K HEOCTATOYHOCTN 6MOTUHA B OpraHun3me.

BMOTWH —3T0 BUTaMUH B7, KOTOPbIA XMMUYECKMN CBA3AH C
6enkamMy (60MbWIMHCTBO APYrMX BOLOPACTBOPUMBIX BUTaMW-
HOB cnabo cBsi3aHbl ¢ 6enkamun). be3 feATeNbHOCTU BUOTUHM-
[asbl, BATAMWUH GUOTUH He MOXET 6biTb BbIAENEH M3 NMULLK W,
CnefoBaTtesibHO, He MOXeT 6blTb MCMONb30BaH OPraHM3IMoM.
BMOTKH, ABNAETCA BaXXHbIM NUTATENbHbIM BOLOPACTBOPUMbIM
BELLECTBOM, KOTOPOe y4yacTBYeT B MeTab0/1M3Me XNUPOB, yrie-
BOAOB M 6efkoB. deduunt 6MOTUHA MOXET MPMUBECTU K MCU-
XMYECKUM PacCTpoiicTBaM, HapyLEeHUAM KOOpAMHauuUW, BO3-
HUKHOBEHWIO TPYAHOCTEN Npy 06YYeHUN, MHOTAa C YE/TOBEKOM
MOTYT CyYaThCs NPUCTYMbI cygopor. C NOMOLL b0 pa3NyHbIX
[06aBOK 6UOTMHA, MOXHO 06/1€r4nTb, a MHOT4a U BOBCE NTNK-
BUAMPOBATb BCE BbILIE MEePEeYNC/IEHHbIE CUMNTOMBbI.

CuMNTOMbI 3a60/1€BaHNA BbI3BaHbl HEBO3MOXHOCTbLIO NO-
BTOPHOTO WCMNO/b30BaHMA OUOTMHA NpU MeTaboMyYecKux
npoueccax, KOTOpbIA HEOBX0AMM ANS poCTa KAeToK, Npous-
BOACTBA XMPHbIX KUCNOT U MeTabonnsma XXMpPOB U aMUHO-
kncnot. O6bIYHO 3aboneBaHMe He MpPOrpeccupyet, OAHaKO,
€C/IN He NIeYNTb UMEILMECA CMMNTOMbI, TO B Aa/bHelLlleM
3TO MOXET NPUBECTU K KOME 1 CMepTu 601bHOro. Mpo6nemsl,
BO3HMKaKOLWMe B paHHEM BO3pacTe, OCTalTCA Ha TOM e
YPOBHE M B CTapOCTW, KOHEYHO MpU YCNOBUWU, MpPOBefEeHUe
€XeHEBHOI0 NleYeHNs.

ANKanToOHypUs — HacneAcTBeHHoe 3aboneBaHue, 06y-
CNOBNEHHOE BbiNafeHnem (yHKLMWIA OKCMAa3bl FTOMOTreHTU3M-
HOBOW KMCNOTblI U XapaKTepu3yllleecs pacCTpoiicTBOM 06-
MeHa TUPO3MHa 1 3KCKpeL el ¢ MOYOi 60bLIOro KOanmyecT-
Ba FOMOTEHTU3MHOBOW KUCMOTbl. B HOpManbHbIX yCnoBusx
rOMOreHTe3NHOBas KMCMoTa — MPOMEXYTOUHbIA MNpPOAYKT
pacnafa TMPO3UHa 1 (heHnanaHnHa — NepeBognTCA Maseu-
NaLeTOyKCYCHYI0 KUCNOTY, N3 KOTOPOW B KOHEYHOM CYéTe 06-
pasytoTcadgymapoBas M auLeToOyKCyCHas KWCNOoTbl, BCTynato-
wue B Apyrue 6nuoxummuyeckune uuknol. N3-3a geexra gep-
MEHTa 3TOT MPOLECC TOPMO3MTCH, U OCTalOLLaAcsa B N3ObITKe
roMOreHTe3nHoBas KMCnoTa npeBpalLaeTca NoanmeHoN0KCn -
[a30i B XMHOHOBLIN nonugeHon (anKanToH A 6eH30XNHOH
auerar), KOTOPbIA 1 BbIBOAUTCA NOYKaMU. He NOAHOCTbIO 3K-
CKpPETMPYEMbIil MOYOI anKanTOH OTK/aAblBaeTCsA B XPALLEBOM
N Lpyroi cCoefVHWUTENbHON TKaHW, 06ycnoBavMBas X NoTeM-
HEeHMe 1 MOBbILEHHY XPYNKOCTb. Yalle Bcero snepés noss-
NSeTCA MUIMEeHTaLNA CKNep W YL HbIX XPALLEN.

Mocne fOBONLHO 6ErnOro aHanM3a pacCMOTPEHHbLIX HaMK
pa3n4YHbIX (B OCHOBHOM HacC/neLCTBEHHbIX) MeTabonnyeckmnx
HapyLWeHW A Mbl MOXeM COCTaBUTb Tabnuuy.

KoHeuHo, NprBefeHHbI B Tabn. 2 CMUCOK HEMOHbINA, Mbl
He CMOT/IM pacCcMOTpeTb 3feCb BCe TUMbl META60INYECKUX Ha-
pYLIEHWIA, HO HEKOTOpble 3aKMHUYEHNS YXKE MOXHO caenatb
ceivac.

Mbl BnepBble 06paTUAM BHUMaHMWE Ha TO, YTO NPaKTUYECKN
BCe MeTabonmTbl KpoMe (XOnecTepuHa, KopTu3ona, MypuHOB,
remma remornobvHa, TpyuMeTunamuHa), 06MeH KOTOpbIX OKa-
3a1Cca HapylleH, BCacbiBalTCA Yepe3 CAUSNUCTYHD 000M04YKY
MNOH-3aBUCUMbIM (B OCHOBHOM HaTpMWii-3aBUCUMbIM) 06pa3om.

MoaTomMy Mbl nonaraem, 4YTO MPWU paclIMPeHnn Crnucka
MeTabonnyeckux 3aboneBaHUin B CNMCOK MeTaboIUTOB, KO-
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HeYyHo, f06aBATCA Apyrve TWUMbl MOMEKYyn, 0OMEH KOTOpbIX
6blN HapyLWeH B CBA3W UM BCNEACTBMUE BbISIBIEHHOT0 MeTabo-
NNYECKOT0o HapylweHus. HO yXe BMOJIHE MOHATHO, 4YTO Npwu
TaKMX HapyLIeHMsAX 0KasblBaeTCA 3aTPOHYT HaTpPUii-3aBUCK-
MbliA TPAaHCNOPT MOHOCaxapuAoOB U aMUHOKWUC/IOT Yepes Ciu-
3UCTYH0 TOHKOTO KULIEYHMKa.

Llenecoobpa3Ho CpaBHWUTb NepeyvyeHb COEAMHEHWUIA, uei
MeTabonn3mM cTpagaeT B pesy/bTaTe MeTaboNMYECKUX Hapy-
WeHuiA (Tabn. 2) ¢ NepeyHeM HYTPUEHTOB, TPAHCMOPTUPYLO-
LW MXCA Yepes CANSUCTYI0 NOH-3aBUCUMbIM 06pa3om (Tabn. 3,
Metelsky, 2011).

Mbl nonaraem, 4To U3 Halero paccMoTpeHus (cp. Tabn. 2
1 3) BbITeKaeT BNOMHE ONpefieNeHHbli BbIBOJ — MeTabonmue-
CKMe HapyuweHus (M cCOOTBETCTBEHHO 3a60/eBaHNsA) U Hapy-
WEeHNsS MOH-3aBUCUMOTO (HaTPUN-3aBMCUMOr0) BCACbIBAHUS
HYTPWEHTOB B3aMMOCBA3aHbI.

Kak M3BECTHO, CYLLECTBYIOT HE3aMEHUMbIE W 3aMeHNMble
aMWHOKNCNOTbI. BblNo 6bl HE YANBUTENLHO AMArHOCTUPOBATb
MeTabonuyeckne HapyLeHus, o6ycnoBeHHbIe HE3aMeHUMbI -
MW aMUHOKWCNOTaMU. BaxKHO, 4TO 06HapyXXeHbl 3ab6oneBa-
HUS CBSi3aHHble C HapyWeHMAMMN MeTabonnM3Ma NPakTUUecKn

BCEX aMWHOKMCcNOT (Tabn. 2). Ecnu Hawe npeanonoxeHue
BEPHO, TO JO/IKHbI ObITb MeTab0INYeCKNe HapyLLeHUs He To-
NbKO AN caxapoB M aMUHOKWUCNOT, HO U AN LPYTUX BELLLECTB,
TPaHCNOPTUPYIOLWMXCA Yepe3 MembOpaHy LWeTOYHOW KaiMbl
3HTEPOLMTOB HaTpUii-3aBUCUMbIM 06pa3oM. [ elicTBUTENLHO,
cpaBHMBasA Tabn. 2 n 3, MOXHO BUAETb, YTO 6eTanH N KapHu-
TWH TPaHCNOPTUPYIOTCA COMPSXEHO C HaTPMEM M WM COOT-
BETCTBYIOT CliefytoLne 3abonesaHnsa: geuunt 6MOTUHMAASDI
N ankanToHypus.

BbisBNeHHas CBA3b MeXAy LWMPOKUM KNacCOM BeLlecTs,
BCACbIBAKOLMXCA HaTPUiA-3aBUCUMbIM 06pa30OM, U BPOXAEH-
HbIMU 3a00/1€BAHUAMW YAUBWTENbHA U He BMOJSIHE MOHATHO,
KaK OHa MOXET OCYyLLecTBNATbCA. BO3MOXHO, reHeTuuyeckue
HapyLleHnsa NPUBOLAAT K HapYyLUEHUIO MOAHOLEHHO paboTarto-
LWMX COOTBETCTBYHOLMX TPAHCNOPTHbLIX (hepMeHTOB. B npuH-
umne, BOSMOXEH W Apyroii rmnoTeTUYeCcKnin BapmaHT — Hapy-
lWeHNs BCACblBAHMA (Hanpumep, XMMUYECKUM WAWN APYTUM
areHToM) Hapyluaet paboTy reHeTuyeckoro annapata. B kaue-
CTBe MPUMepa Mbl MOXEM MPUBECTN U3BECTHbIW Cyyali, korga
aKTUBHOCTb reHa, CUHTE3UPYIOLWero TPaHCnopTep r/IOKO3bI,
aKTUBMPYETCH CaMWM HYTPUEHTOM T/IOKO30M.

Tabmmua 2

BbisiBNeHHOe HapyweHue o6MeHa MeTabonuTa (MPsIMOe UM KOCBEHHOE) npu mMeTabonnuyeckom 3ab6oseBaHuUm

MeTa6onuT, 06MeH KOTOPOro HapylueH (hepmeHTOMaTuUA)
"ntokosa
[anakTo3a

ManbTo3a (Kucnas ManibTasa), FOKO3HbIA TpaHcnopTep GLUT2
(bepmeHT, pacliennsiowunii fucaxapug)

Caxaposa
Nakrto3a
TuposnH

TpumeTuaMuUH (ero AMeTUYECKMe MPeaLIeCTBEHHUKN —
XONWH, KaPHWUTUH, NELUTUH)

TpunTtothaH
BuotnH —ButammH B7 (6MoTuHMAaasa)
OpHUTUH (OPHUTWH TpaHckapbamomnnasa)

LnTtpynnmH
LiMTpynnuH, apruHuH
APryHuH

FomouucTenH (y4acTBYHOT LMCTEWH, NUPUAOKCUH —Bs ,
thonuesas kucnota —B9 n B12), npeBpalleHUss METUOHMHA

NnsuH

FnvuyH

MuetnanH (ructngasa)

MponunH

LpctuH (anudaTtmnyeckas cepocofepixalias aMMHOKUCIOTA)
NeiiumnH, BanuH, n301eALNH

Tupo3uH, dheHUnanaHH, KapHUTUH

Tvpo3vH (Tupo3uHasa). JehuunTt mMenaHnHa
deHnnanaHH

'em remorno6uHa

MMypuHbI

XO0necTepuH, KopTu3on

?

XKUpHbIe KNCMOTLI C 0YeHb ,CI,]'II/IHHOVI Lenbto
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HapyLueHve wnn 3abonesaHne, CUHAPOM
Inrkemusi, caxapHblii guabeT, acnapTua rHOKO3aMUHYPUS
["anakTo3emus
BonesHb HaKoMeHWUs FNKOreHa

HenepeHOCHMOCTbL Caxaposbl
HenepeHOCHMOCTb N1aKTO3bI
TuposnHemuns
TpumetTunamuHypus

bonesHb XapTHyna, amvHoaumaypus

Oedununt 6MoTMHNAA3bI

OpHUTUH KapbamounTpaHchepasbl (OPHUTUH TpaHCcKap6aMmomnasbl)
fepuunt

LntpynnmHemums

Kap6amoundocar cuHTeTassl 1 gedpuymt

ApruHvHemums

romoumcTenHemma

NnsnHemms

"nnupHoBas aHUedanonaruna
FmctngnHemmns

MponnHemmns

LinctuHypma

MeTunAManoHoBbI aunaos, 60ne3Hb KNEHOBOTO cunpona,
nponuoHoBasa aunaemMmma

AnKanToHypws, cpegHeLienoyeyHol aumn-KoA gerungporeHasbl
fepnunt

AnbONHU3M

DeHNNKETOHYpUS

OcTpas MHTEPMUTTUPYIOLLAA Nopdupms

CuHpapom flewa —HaitaHa

BpoxxaeHHasa runepnnasvusg Hagno4yeyHnKoB

CuHpapom KepHca —Ceiipa

CuHgpom LlenbBerepa

MATOIEHE3



Tabnmya 3

CnucoK MONeKy/, TPAaHCMOPTUPYHOLWLNXCS Yepe3 CAU3NCTY0 060/104KY TOHKOW KULIKK
MOH-3aBUCUMbIM (B OCHOBHOM HaTpWii-3aBUCMMbIM) 06pa3om

CoeanHeHwve

MoHocaxapuabl

ntoko3a, ranakrosa

DpyKTO3a

'ntoko3a, ranakrosa, pykrosa
[Ouncaxapuibl

Caxaposa

ManbTo3a
JlakTo3a

AMVHOKUCNOTbI
HeiTpanbHble 1 KaTWOHHbIE, p-ANnaHuH
HeiTpanbHble aMMHOKMCAOThI
APrVvHWH, NA3UH, NUPPONU3NH, LUCTUH
VIMMHOKMUCNOTBI
HelTpanbHble aMMHOKMCNOTbI KpOMe Npo/vHa
MponuH, ramumH, anaduH, FAMK p-AnaHvH
deHnnanaHuH, METUOHWH
deHnnanaHuH, TUPO3UH, TPMNTO(aH
[nyTaMnmHoBas Kucnota, acrnaprar
JIN3UH, UMCTENH, OCHOBHbIE aMUHOKMUC/OTbI
JIN3nH, apryuHUH, rAyTamyH, TMCTUAWMH, METUOHWH, NEALVH
HefTpanbHble aMMHOKUCNOTBI, LUCTENH

KOpOTKO LienoyeyuHble MofisipHble aMUHOKMCIOTbI (aM1aHWH,
T/MLMH, MPOJIMH, CEPWH, UWUCTEUH, FyTaMuH, acrnaparuH,
TMCTUAMH, METVOHWH)

ANaHWH, LUMCTEUH, CEPUH, TPEOHUH
NyTamMMHOBas KMC/OTa, MACTUAMH, acrmaparMHoBas KucioTa

MenTngpl
On-n Tpunentuabl

Ov-u TpunenTuab

[Opyrve coegnHeHns
Boga

HeopraHuyeckuii ocgar

Xeneso
$naBaHOMAHbIE TNOKO3UAbI
FMnokcaHTUH (HYKNeooCcHOBaHMS)

>KenuHble KMCnoTbI
Hykneosugpl (TUMWUAWH, FyaHO3WH)
KpeatuH

Voang
L-KapHUTUH

Ne4-2012

MexaHu3m
TpaHcropTa

SGLT1
GLUT5
GLUT2

depmMeHTaTUBHO-
TPaHCNOPTHbII
aHcam6/1b?

SGLT1 (in rats)

depmMeHTaTUBHO-
TPaHCMOPTHbINA
aHcamb6b?

B O+
BO
B O+
IMINO
L
PAT (Imino acid)
PHE
T
X-a, g
X'a g
Y+L

ASC

PEPT1

Mem6paHHoe NuLLeBa-
peHuve (amuHonenTuza-
3bl) + TpaHcmopTep
aMUHOKWUCOT

SGLT1, guddgysus,
aKBanopuHsl

KoTpaHcnopTep ¢oc-
thata (NaPi type llb)

DCT1
SGLT1

CneumanbHblii
TpaHcnopTep

SLC10A2 —ASBT
TpaHcrnoTep NL

CT1, ¥YBne4yeHue ¢ no-
TokoM, Na+ZCr/TpaHc-
nopTep KpeaTnHa

NIS ?
OCTN2

3aBUCMMOCTb
oT Nat+

Nokanusaung —
anukansHas
(nnn 6azonartepanbHas)

+?

+ + 4+ + + + + + o+

+

basonarepanbHas
+

basonarepancHas, +

basonarepansHas

basonartepanbHas,
annKasbHasa

basonartepanbHas,
annkanbHaa

+

+, OKOJ/IOKMNETOUHaA,
6asonarepanbHan?

+



Tabnuua 3 (oKoHYaHue)

CoeanHeHwve MexaHun3m 3aBMCUMMOCTb Jokanusauna —
TpaHcnopTa oT Nat+ anukanbHas
(nnn 6azonarepasnbHas)
YKVpHble KUCNOTbI
>g C (2- MoHOrmuepuabl, hocthonmnuabl, X0necTepuH) Muuennbi™ (3HLOLMTO3?) — basonarepanbHas,
anvikanbHas
<8 C (KMpHbIe KUCMOTbI) Onddysns, +7? MapauennonspHbIi,
COMPSKEHHbIV TpaHcnopTep? TPaHCK/IETOUHbIN
ButamuHbl
Bl (TvammH) TpaHcnopTepbl TMaMmHa-1 u -2 —(H+) +
(THTR-1 and 2)
ButamuH C (ackopbuHoBas Kucnota) KoTpaHcriopTepsl + basonaTepasnbHas,
BuTaMuHa C, anvikanbHas
SVCT1 and SVCT2
ButamuH C (gerngpoackopbuHoBas KucnoTa) SGLT1 + +
BvoTuH SMVT + +
Bi12 (kobanamuH) PeLienTopHO 0nocpefoBaHHbI — basonaTepanbHas,
3HOOUMTO3 + anvikanbHas
obneryeHHas gudysus
XKupopactsopumble ButamuHbl (A, D, E K) BmecTe ¢ npogykTtamu nnnonmsa — +
Mbl  MOXEM nMpeanonoXuTb, 4YTo N060e HapylueHue Mana6copbuus

MOH-3aBUCUMbIX MEXAHU3MOB BCACbiBaHUSA GyaeT KOppenmpo-
BaTb C KAKMM-TO MOKa He OMUCAHHbIM MeTaboNMUYecKUM Ha-
pyLieHveM. HanpumMep, HeoXBaueHHbIMU 0Ka3annch HapylLue-
HWS MOH-3aBUCUMOTO TPaHCMOPTa uepes CAMSNUCTYI KOpOT-
KOLLeNOYEUHbIX XXMPHbIX KNCOT. Mbl MOXeM NPeANooXnTb,
uTo B GyAylleM Takue MeTabo/MuUecKuMe HapyLieHUus 6yayT
LeliCTBUTENIbHO OTKPbITI.

Kpome Toro, Kak BUAHO U3 Tabn. 3, HapyLeHUs TpaHc-
3NUTENNanbLHOro TpaHCNopTa MOTyT 6bITh TOKANN30BaHbl Kak
Ha anuKanbHOIA, Tak U Ha 6asosaTepanbHO MeMbGpaHe 3HTe-
POLMTOB KULLIKM.

SABNSETCA M BaXHbLIM TO 06CTOATENLCTBO, MOYEMY KOH-
LeHTpauns B KPOBM [AaHHOFO HYTPUEHTa YMeHblUufach 3a
CUeT TPaHCMOPTEPOB B anuKajbHOW Mem6paHe WAW 3a CYeT
TpaHcnopTepoB B 6azonatepanbHoii Mem6paHe. OKaxXeTcs
mMeTabonmueckoe 3a60neBaHNe B 060MX Cyyasx OAHUM U TeM
XK€ UMM HeT. Mbl MOXEM MPeAnonoXUTb, YTO BbIMO/HSAETCS
CrnefyloWnii NPUHLMN: KaXA0MY HapyLIeHUO TpaHcnopTa (B
UACTHOCTU, MOH-3aBMCUMMOT0) HYTPUEHTA Yepe3 CAU3UCTYIO
060/104Ky TOHKOIO KWULWEYHUKA [AOMKHO COOTBETCTBOBATH
cBOE MeTabosmuyeckoe 3a6oneBaHue. B COOTBETCTBUM C faH-
HbIM MPEeANO/IOXKEHNEM Mbl MOXEM OXWAaTb B 6numkaiilee
BpeMs AMArHOCTUKM MeTabosMuecknx 3a6oneBaHuii, cBsA3aH-
HbIX C HapyLeHUeM MeTabonM3Ma 1 BCAChIBAHMS XENUHbIX U
KOPOTKOLLEMOUYEUHbIX XXUPHbIX KUCNOT, h1aBaHOUAHbIX F/t0-
KO3U[0B, TMMNOKCAHTWHA U T.[.

Kak MOXHO MpoBepuTb JaHHYH runoTesy?

Mpw BbilWeoNUCaHHbIX 06LLMX NOAX0AaX OT Hac YCKONb3a-
€T MOMEHT, Korfa co6CTBEHHO, Ha KaKoi CTagun nonagaHus
BeLlecTBa M3 BHeLUHel cpefibl BO BHYTPEHHIOK Cpedy opra-
HU3Ma Havyanncb M3MEeHeHUs — NuieBapeHne, BCacbiBaHue,
NneyeHOYHble NPeBpaLLeHns.

Ecnn, peicTBuTenbHO, NpU pasBUTUM MeTabonnyecKnx
HapyLeHN BaXXHbIM 3TanoMm fBMAETCSH HapYLUEeHNA BCacblBa-
HUA, TO 3TO MOXHO 6b1710 6bI NPOBEPUTL, NMPOAHANN3NPOBAB
[JaHHble no manabcopbunu.
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CuHApoMm mManabcopbumny 3TO HapyLleHre BO3MOXHOCTeN
KULIeYHWKa afieKBaTHO TPaHCMOPTMPOBaTb HYTPUEHTbl W3
npoceeTa B KPOBAHOE pycno. TepMuH manabcopbuus npume-
HUM KaK 15 KaKoro-To HyTpMeHTa, Tak 1 414 Lenoro Knacca,
Hanpumep, YrieBoabl, XUpPbl, MUKPOHYTPUEHTbI.

Manabcopbuns HabntogaeTcs, KOrfa B TOHKOW KMLLKe Ha-
pyLlaeTcs TpaHCNOPT paclyeneHHbIX NPOAYKTOB Nuin (HyT-
PWEHTOB) W3 MpOCBETa B NIMM®aTnyeckme COCyfAbl W BEHbI
6pbhKeiikKn, npolecca, Nocie KOTOPOro OHW pacnpefensoTcs
no BCemy Teny.

B nepBylo ouepefb, gmarHo3 manabcopbuus CTaBUTCH Ha
OCHOBaHWW aHaMHe3a, MeJoCMOTpa, PEeHTreHOCKOMUYeCKnX
uccnefoBaHuii XXKT, aHanusa cofepXuUMoro cTyna mnpu
onpefeneHHOM pauuoHe NUTaHuA. [ns ANArHOCTUKMW Hapy-
WeHN Takxe 6epyT 6MOMNCUI0 TOHKOW KULLKH.

Ba>kHO OTMeTUTb,UYTO Kakne-tmbo cneuuduueckne Tec-
Thl Ha Manabcopbumio 0OTCYyTCTBYOT. Kak 1 BO MHOTMX Meaun-
LLIMHCKUX cnyyYasx npu obcnefoBaHny PyKOBOLCTBYHOTCA CUM-
nTomamu 1 . K manabcopbuun Beaet psg pasinyHbix 06¢Tos-
TeNbCTB W KaX[blli U3 HUX HEOBXOAMMO aHanM3npoBaTtb cre-
uManbHbiM 06pa3oM. Bbiny NpeanoXeHbl MHOTME TECTbI, He-
KOTOPbIE U3 HUX, HaMpUMep, UccnefoBaHue MYHKLUM Nogxe-
NYA0YHON XKenesbl JOCTATOYHO C/IOXKHbI, U LUAPOKO He Mcno-
Nb3yloTcA. HanpoTWB, Harpy3ouHble TecTbl N1ErKO SOCTYMHbI,
BeCbMa YyBCTBUTENbHbI, CMELMBUYHbI 1 MO3BONAKT BbISBUTb
npuynHy 3ab6onesaHns. Mbl nonaraem, Ans 06Hapy>XeHus cu-
CTeMHbIX 3(h(heKTOB HepocTaTKa HYTPUEHTOB, 06YCNOB/EH-
HbIX Manabcopbuuneil, Heo6xoanma pa3paboTka HOBbIX 6osee
TOHKWUX U MOLLHbIX TECTOB.

Mbl XOTUM NpMBAEYL BHUMAHWE K TOMY (haKTy, 4TO NOYTK
BCe pa3obpaHHble HaMy MpUMepbl NpeAcTaBnAlT Co60M Ha-
pyweHus metabonnma n epmMeHTONaTUM OCHOBHbLIX NUTa-
Te/bHbIX BELWeCTB WUN HYTPUEHTOB, BCACblBalOLWMECH B TOH-
KOV KMLKe HaTpUil — 3aBUCUMbIM 06pa3omM.

NTaK, TepMUH Manabcopbums npuMeHUM K 06ObIM Belle-
CTBaM, CNOCOBHbIM BCacblBaTbCA M3 npocBeTa. CNMCOK MOX-
HO He NpuBOAMTbL. Takoro cnucka, B 0OTANYME OT CMUCKA Me-
TabonntoB (Tabn. 2) KOHUEHTPaLuMyU KOTOPbIX CYLLECTBEHHO
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M3MEHUNNCL B pe3ynbTaTe 3a60/n1eBaHNsA, HaM 06HApPYXUTb He
YAaNoCb UW OH He CYLLeCTBYET.

HenpusTHbIM MOMEHTOM SIBNAETCA TakXxe, TO o6cToATE-
NbCTBO, YTO, KakK YKa3blBanoCh Bbille, cneunpnyeckme TecTbl
Ha mManabcopbumio Ao cux nop oTcyTcTBoBann. O6bIYHO, Ana-
FHO3 HAapyLUeHHOro KWLIEeYHOro BCacbiBaHWA NIErKO 3amnofo-
3pUTb, €CAN ANINTENILHO MMEET MECTO YacCTblil Pa3aXKKEHHbIN
CTYN C BbICOKUM COZ€PXXaHUEM XMNPOB B KaJjie ¥ NpaKTU4ecKu
He NOAJAKWMNIACA NeYeHN0 TpagULUOHHBIMU CPeLCTBaMu.
CooTHecTV ManabcopbLumMio N CNUCOK HYTPUEHTOB, BCACbIBa-
HOLUXCA B TOHKOWM KMLIKe, NOKa He yaanoch.

TakumM o06pa3oM, sKCKypc B ManabcopbLuto HaMm mMano no-
mor. Ha cerogHs manabcopbuus aTo ckopee 0606LeHHOe No-
HATWE, LeNMKOM OCHOBAHHOE Ha KOCBEHHbIX NpU3Hakax. Mpwu
KOHCTaTaLumu manabcopbumm npakTMyeckn HUKOrga He yka-
3blBaeTCH, AedpekT TpaHCcnopTa Kakoro (UM Kakux) BeliecTsa
HabnogaeTca Npu LaHHOM HapylweHun. Henb3a gaxe cka-
3aTb, KakOW MMEHHO MexaHW3M TpaHcnopTa BeliecTBa MoO-
cTpagan npv JaHHOM MeTabo/MYeckKoM HapyLleHun — n3Be-
CTHO, YTO TPaHCNOPT HYTPUEHTOB Yepe3 CAU3NCTYI0 MHOTO-
KpaTHO ay6nuposaH (Tabn. 3). Hanpwumep, rnvuuH MOXeT
TPaHCNoOpPTMPOBATLCA Yepe3 anuKanbHylo MembpaHy aHTepo-
LMTOB KMLLKK C MOMOLLbIO TPEX PasMyHbIX MexaHn3MoB. Ka-
KOW M3 3TUX MexaHU3MOB BOB/IeYeH B AaHHOe meTabonuue-
CKOe HapyLlueHWe, HeM3BECTHO.

B nocnegHee Bpems NOsSIBU/ICS MeTOJ, KOTOPbIA, NO Kpaii-
Hell Mepe, XOTb YaCTUYHO MOXET MO3BOMUTL HANTK OTBETHI Ha
yKa3aHHble BOMpPOCHI.

3neKTpohu3n0Nornyecknii MeTo TeCTUPOBAHUA
HaTpuii-3aBNCUMOr0 BCaCblBaHUA HYTPUEHTOB B TOHKOM
Knwke (MeTod TOKa KOPOTKOrO 3aMblKaHWs)

AKTUBHbI UM BTOPUYHO 3HEPTU30BAHHbLIA COMPSXKEH-
Hblli C HaTPUeM TPaHCNOPT BOAOPACTBOPUMbIX BELLECTB B XMU-
BbIX OpPraHM3Max LWMpPOKO pacnpocTpaHeH. To Hanbonee Bbi-
cokocneyungpunyHblil 1 Hanbonee OLICTPLIA MpOLECC TpaHC-
nopTa NWUTaTe/bHbIX BELLECTB U APYrMX COEAUHEHUIA uepes
WEeTOYHYI0 KaiiMy 3HTepOLMTOB; €ro CKOpOCTb 3aBMCUT OT
KOHLeHTpaLun MepeHOCMMOro HYTPUEHTA C HacblleHUEM.
MNCTOYHUKOM 3HEPTMM AN Hero ABNSeTCA 3MeKTpoXmmuue-
ckuit rpagueHT Na+ (MNU ApYyrux TOHOB) Yepes LLETOYHYHO
Kaiimy KneTku. Hatpuii-3aBucMMbIM 06pa3om TpaHCMOPTMPY-
HOTCH MHOTMEe HYTPUEHTbl — 6OMbLUIOIA Knacc pasHOPOAHbIX
BELLECTB, MOCTYMaKLWMX B XMUBbIE OpPraHW3Mbl M3 BHELLHEN
cpefbl, B 4aCTHOCTM, T/1HOKO3a.

Ansa n3ydyeHns TakMx MpoLECCOB Ha YenoBeKe MPUTOAHbI
6uonTaThl KUWKW. B efUHNYHBIX Clyvasx GUonTaThbl 3anyKo-
BMYHOTO OTAeNa TOHKOM KWL KW YenoBeka cpasy 6e3 06paboT-
KU hopMannHOM UCCMefYTCAa Ha GUOXMMUIO; MPU 3TOM UC-
cneflyemblii Kyco4ek TKaHu CAU3NCTO 060104KM paccmMaTpu-
BaeTCA KakK aMOp(HbIA KaTanm3aTtop 6MOXMMUYECKUX peak-
unid. Mpu TakoM NOAX04e yNyckaeTca U3 BUay TOT akT, 4To
6nonTat XXKT o6nagaeT BEKTOPHbIMK CBOCTBaMU, T.e. CNO-
cobeH BecbMa 3(heKTUBHO NEPEeHOCUTb HYTPUEHTHI OT My-
KO3HOW CTOPOHbI K CEPO3HON, a hyHKLMA MeMBPaHHOTO Mu-
L eBapeHmns N0Kann30BaHa NCKNIYNTENbHO Ha MYKO3HOW No-
BepxHocTu. Celiyac, No-BUAMMOMY, HacTynuno Bpems, Korga
HeobpaboTaHHbI/ hOPMaTMHOM BUOMCUIHBIA MaTepuan AON-
YXEH UCCNefoBaThea C TOYKU 3peHUs, NPUCYLLUX eMy B opra-
HW3Me, BEKTOPHbIX TPaHCMNOPTHbLIX CBOWCTB, Hampumep, CO-
NPSYKEHHOro TPaHCNOPTa HaTPUA U HYTPUEHTOB.

Ne4-2012

[Be CTOPOHbI COMPAXEHHOro TpaHCNopTa HaTpUa U TH0-
KO3bl (BAUSIHME HATPWA Ha TPaHCMOPT FHOKO3bl U BWsAHUE
r/II0KO3bl HA TPAHCMOPT HaTPUSA) MOFYT U3y4aThbCs COBEPLLEH-
HO pasHbIMW U MaJi0 CBA3AHHLIMMW MeXAy co60i MeTofamu:

1) TaK, MOXHO U3MEPSTb BAUAHUE A00aBNEHNA HATPUA Ha
BCacbiBaHMe HyTpueHTa (FN1I0KO3bl, Hanpumep) Guoxmmuye-
CKUMU MeTOoAaMMu,

2) MOXHO M3MepsiTb BAUAHME A06aBNEHUA TNHOKO3bl Ha
TPaHCNOPT HATpUs 4yepe3 3NUTENNA 3MeKTpotM3nonormye-
CKMUMU MeTofamun (HanpvMep, MeTOAOM TOKa KOpPOTKOro 3a-
MbIKaHuA).

O6a meTofa Jat0T 3KBMBANIEHTHbIE pPe3y/bTaTbl, HO BTOPOIA
MeTof MpoLle U NO3BOMSET PEerucTpMpoBaTb COMPSKEHHbIN
TPaHCNOPT FIK0KO3bl B PEXMME peanbHOro BPEMEHU U B 3TOM
CMbIC/e ABMIAETCA YHUKAbHbIM.

B HacTosee BpeMs 0Ny6AMKOBaHO BCErO /ML b HECKOJTb-
KO [ecATKOB paboT, BbIMOMHEHHbIX C MOMOLLbI0 MeTOAa TOKa
KPOTKOIO 3aMblKaHWA U NMOCBALLEHHbIX U3YYEHUIO TpaHCMop-
THbIX NPOLECCOB U BCacbiBaHMA Ha BronTaTtax 60nbHbLIX. [eno
3TO ANs NaTo(U3MO0NOrOB U racTPO3IHTEPOSIOrOB HOBOE, UM,
HECOMHEHHO, HY>XHO MPUBLIKHYTb K TEPMUHOMOIUU B 3TOW
06n1acT 3HaHWA, NOHATb TpaHULbl BO3MOXHOCTEW MeToAa.
CnepyeT nNpu3HaTb, 4YTO MOKa 06e CTOPOHbI — KAWMHULUCTSI
(racTpoaHTeponoru) u akcnepumeHTatopbl (6uodusnkn, u-
310/10r1, Naton3nonorn) TONbKO HalynbiBalOT B3avMHble
KOHTaKThI.

C 1987 r. cyuiecTByeT MeToj, MO3BONAOLLINA 3neKTpodPu-
3MONOTMYECKNUM METOAOM K3ydaTb CMEKTP U KUHETUYEeCcKue
KOHCTaHTbl Ne+-3aBUCMMOrO TpaHCNoOpTa HYTPUEHTOB Yepes
3NUTENUIA KULWEYHUKA B IKCMEPUMMEHTAX Ha >KMBOTHbIX.
C 2003 r. 3TOT MeTof NPUMEHSIETCA U B KIUHUKe (6buonTathbl
3a/lyKOBMYHOIO 0TAena TOHKOW kuwku) (Metelsky, 2011).
3HaHMe MexaHW3MOB BCacbiBaHUS MO3BO/SET TPAKTOBaTb
BMEpBble OMpeAeneHHbIe CMEKTPbl Y KMHETUYECKME NapaMeT-
pbl No+-3aBUCMMOr0 BCaCblBaHUS HYTPUEHTOB Y OTAE/bHbIX
WHAMBUAYYMOB M B rpynnax 60/bHbIX B TEPMUHAX MOMEKy-
NAPHbIX MEXaHU3MOB.

BnepBble MeTOf TOKa KOPOTKOr0O 3aMblKaHWs Ha 6uonTa-
Tax yenoseka 6bin npumeHeH B 1995 r. (Schulzke, Schulzke,
Fromm, Riecken, 1995).

BennynHbl O0TBETOB TOKA KOPOTKOFO 3aMblKaHWUS Ha f0-
6aBneHNe HYTPWEHTOB B PacTBOP, OMbIBAKLUIA CAUZNUCTYIO
060/104Ky (MYKO3y), UCNOMb3YIOT, KaK NPUHATO 4O CUX MOp, B
KayecTBe Mepbl CKOPOCTU Ne+-3aBMCHMOTO BCACbIBAHUA HYT-
pueHToB (Kroesen, Stockmann, Ransco et al., 2002; Green,
Bunett, Kulkarni-Narla et al., 2000; Metelsky, 2011).

[lelicTBMTENbHO, Ha/IMYMe OTBETOB TOKA KOPOTKOIO 3aMbl-
KaHWs Ha HYTPWEHTbl CBMAETENIbCTBYET O TOM, YTO OHU BCa-
CbIBAlOTCA 4Yepe3 CAU3UCTYI0 4YenoBeka KuweyHnka Ne+-3a-
BucuMbIM obpa3om (Alexander, Carey, 2002; Green, Bunett,
Kulkarni-Narla et al., 2000; Kroesen, Stockmann, Ransco
et al.,, 2002). Oka3anocb, BeIM4YNHaA OTBeTa TOKA KOPOTKOrO
3aMblKaHWUS XapaKTepu3yeT CKOPOCTb BCAaCbiBaHWUA HYTpUEHTa
(Metelsky, 2011).

Mpy 3TOM y4yuTbiBaeTCsA, 4TO 6GmMonTaT KUWKKN o6nagaet
BEKTOPHbIMMW CBOWCTBaMMU, T. €. CMOCOBEH NEPEHOCUTb HYTPY-
€HTbl OT MYKO3HOW CTOPOHbI K CEPO3HOW, a PYHKLUA MeMO-
pPaHHOro MuLEeBapeHUs N0KannM30BaHa MWCKIUYUTENbHO Ha
MYKO3HOI noBepxHocTu. Ceiyac, No-BMAMMOMY, HacTynuio
Bpems, Korga HeobpaboTaHHbI hOpManMHOM GMONCUIAHBIN
mMaTtepuan Jo/MKeH UCCNef0oBaThCs C TOUKM 3peHUs, NpUCyLwmux
eMy B OpraHu3me, BEKTOPHbIX TPAHCMOPTHbLIX CBOWCTB.
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MpepcTaBneHHble HUXE NPUMepbl CBUAETENLCTBYIOT O MO-
TE‘HLI.I/IaI'IbHOI7I NEePCNeKTMBHOCTN AaHHOIo noaxonaa.

Cnyqaﬁ OTCYyTCTBMUA BANAHNA He3aMeHMMO aMUHOKUCNOTbI
Ha TOK KOPOTKOro 3aMblKaHuA

Brepsble BbifiBAeHa 60/bHas, y KOTOPOiA OTCYTCTBYeT BAWA-
HMe He3aMeHUMMON aMMHOKUCNOTbI HAa TOK KOPOTKOro 3amblKa-
HMA, T.e. OTCYTCTBYET Ne+-3aBMCMMOE BCaCbiBaHWE [aHHOW He-
3aMeHUMOVi aMUHOKMCOThbI. VI3BECTHO, YTO He3aMeHWMble amMmu-
HOKMCNOTbI, K YACNY KOTOPbIX NPUHAANEXUT U NeliLuH, NocTy-
natoT B OPraHn3m YenoBeka TOMbKO 9K30reHHbIM MyTeM, BCachbl-
BasiCb 13 TOHKOW KMLLKW, B TOM YAC/IE U C NOMOLL b0 No+-3aBu-
cuMoro MexaHmsma (ta6n. 3). OnmcaH cnyyail 0TCYTCTBUSA NpU-
3HaKoB Ne+-3aBMCUMMOrO BCACblBaHWS He3aMeHWMON aMWHO-
KMCMOTbI NeiiyuMHa y 60/bHOA, CTpagatoLleli MoMMBaneHTHONM
anneprueii, genpeccueit n bynumuein (Metelsky, 2011).

BonbHaa I, 44 roga (poct 169 cMm, macca Tena 84 Kr), Ha-
X0Annacb Ha 06cnefloBaHUN KAMHWKE C LeNbl0 BbIACHEHMWS
BO3MOXHOW CBS3V MOAUBANEHTHOW annepruym Ha MHorue me-
OVWKaMeHTbl W MuLLeBble NPOAYKTbI C MaTofiorveil opraHoB
nuiyesapeHuns. Mpu ocMoTpe NCUXUATPOM Y Hee yCTaHOBNEHA
HeBpOTUYeCKas Aenpeccus ¢ pacCTPOCTBAMM CHA, MMOXOHL-
pUYECKUM 1 BYNTMMUYECKMMIN cuHApoMamu. TpoBefeHbl 06-
W eKNMHNYECKNE U UHCTPYMEHTANbHbIE UCCIef0BaHUA, 4YO-
feHockonus c 6uoncueil. HaTpwuii-3aBucnumMoe BcacbiBaHue
HYTPMEHTOB B 6ronTaTte onpeaensny nNo oTBeTamM TOKa KOPOT-
KOro 3amMblKaHUs Ha fo6aBneHne n3y4vyaembliX HYTPUEHTOB B
MYKO3HbI1 pacTBop.

CkopocTb Ne+-3aBMCHMOTO BCACbiBAHWA Ma/ibTO3bl Y Hee
oKasanacb paBHoi 2,5, caxaposbl — 3,0, nakT03bl — 1,3, rnto-
KOo3bl — 2,8, anaHuHa — 1,5, ramunHa — 1,0, ranyua-rnmum-
Ha — 0,5, u neiliunHa — 0 MkA/cm2. CofepxaHne BCeX aMm-
HOKWCNIOT B MnasMme B HOpPMe, a NeiiunHa — Ha HUXHeW rpa-
HULE HOPMbI.

CHMXEeHHas KOHLEeHTpaLuus neiunHa B naasmMe onucaHa
npu rofofaHuu, KsBalIMOPKOPe, OCTPOM rofiofaHuu, rune-
PVUHCYNIMHU3ME, ee Habnganm nocne 06WUPHbLIX OnepaTue-
HbIX BMeELLATeNbCTB Ha GPIOLIHON NOM0CTH, MPU Xopee XaH-
TUHITOHA, MEYEHOUHON 3HUetanonaTMumm u 0XOrosoin 60-
nesHu (4-i geHb) (SHUMKNOMNELNUS KNMHUYECKMX nabopaTop-
HbIX TecToB, 1997). MpuunHa HapyLeHNA aKTUBHOIO BCAChl-
BaHMA NeynHa y AaHHOW 60NbHOI He ycTaHOBNeHa. MOXHO
nonaratb CBfi3b CENEKTUBHOW Manabcopbuum 3TOW aMUHO-
KWUCNOTbl C UMEIOLWMUMUCS aNfeprnyeckuMmn 1 rncuxonoruye-
CKUMW HapyLwleHuamu. Takum o6pa3om, BnepBble 06Hapyxe-
HO oTcyTcTBMe Ne+-3aBUCMMOTO BCacbiBAHWS He3aMeHUMOVA
aMUHOKUCAOTbI NeunHa.

Wcnonb3oBaHue MeTOAa TOKa KOPOTKOrO 3aMbIKaHus npu
ULIEMUYECKNX 3a60/1eBaHMSAX OPraHOB NULLEBAPEHUS!
(y nuL, cTaplieil BO3pacTHOIA rpynnbi)

Kak ynomuHanocb Bbille, CTapeHne CONMPOBOXAAETCS U3-
MeHeHneM (yHKUnin XKKT, B 4aCTHOCTK BCACbIBAHWUSA U MEM-
6paHHOro nuwesapeHns [BaneHkesuy, Yrones, 1984]. OaHa-
KO faHHble NUTepaTypbl N0 BAUAHUIO CTAPEHUA M 4acTo CO-
NPOBOX/AlOLLEro ero cMHApomMa abAoOMUHaNLHON nWemMun y
Yye/loBEKa Ha BCaCbiBaHWE HYTPUEHTOB BCE XX& HeAO0CTaTOYHbI
1 NPOTUBOPEYMBHI.

Bnepsble yganocb Habntogate cutyauuto (Metelsky, 2011),
Korga oTBeTbl Ha 10 MM r/1l0KO3bl 3HAYNTENBHO HUXKE OTBETOB
Ha 5 MM manbTo3bl (p<0,05), 06bIYHO OHW NPUGIN3NTENBHO
paBHbl. Y nnL, cTapLleli BO3PAcTHOM rpynnbl 06HapYXeHOo He-
[0CTaTOYHOe BcacbiBaHMe (Ne+-3aBUCUMbIM 06pa30M) aMUHO-
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KWUCNOT rMULUHA U anaHuHa, 4To No3BONSET NOABECTU aHaNN3-
HYl0 (nabopaTopHyto) 6a3y noj HazHayeHue TakUM 60NbHbIM
rMWLMHa; BO3MOXHO, CliefyeT pacCMOTpeTb BOMPOC O LeNieco-
06pa3HOCTW Ha3Ha4yeHUs TakMM BOJMbHBIM W anaHuHa.

MoBefeHNe OTBETOB TOKA KOPOTKOrO 3aMblKaH!s Ha NakKTo-
3y 1 caxaposy npu CTapeHuu

BOMbLWWHCTBO B3pPOCAbIX N0AeN (38 NCKYEHNEM XNTe-
nein CesepHoil EBpoNbI 1 CKaHAMHABOB) HE MOTYT BC/IeACTBUE
BO3HMKAIOLLEro C BO3pacToM AeduuunTa NnakTasbl nepesapu-
BaTb MO/IOKO. JTOT (PepMeEHT B 60/bLLIOM KO/IMYECTBE MMEeT-
C 'y HOBOPOX/EHHbIX, OfHAKO Yy fieTeil CTaplue s €T ero Ko-
NNYECTBO PE3KO CHMXKAeTCcA. B HEKOTOPbIX cnyyasx fehuunT
(hepmMeHTa BCTpevaeTcs C poxAaeHusa. Jliogn ¢ feduuuTom
NaKTasbl CTpajaloT NpUCTynaMmm OCMOTUYECKOW Anapen, BO3-
HUKalLWen nocne npuema MosoKa, U O/MKHbI HAXOANTCA Ha
CTporoii 6e3MoN04YHON AmeTe.

BcTpevaloTcs  HapylweHUs nuleBapeHusa/BcacbiBaHuA,
CBA3aHHble HacMeACTBEHHbIM fedunLnTOM PepMeHTa caxapa-
3bl — M30MaNbTasbl NN OTCYTCTBUEM MEPEHOCUYMKOB [HOKO-
3bl — ranakTo3bl. HenHBa3MBHas 4MarHOCTUKa BCEX 3TUX CO-
CTOSAHWUIA [0 CMX MOP OCYLLEeCTBAANACh TO/IbKO NULbL C NOMO-
Wbl MepopanbHOi Npobbl TONEPaHTHOCTM caxapoB (FOKO-
3bl, NaKTO3bl, caxapo3sbl), Korga yepes 5 10, 15, 30, 45, un
60 MmunH nocne npuema 10—15%-Horo pacTsopa 3TUX caxapos
M3MEPSAIOT KOHLEHTpauuio FKo3bl B KPoBU. EcCinM OHa He
yBeNYMBaeTCA, KaK MUHUMYM, Ha 25 mr/gn, To 3TO JOCTO-
BEPHO CBUAETENLCTBYET O HEAOCTATOYHOCTU (DEPMEHTOB WU/IK
6enKoB-NepeHoCYMKOB. HefoCTaTOUYHOCTb N1laKTasbl MOXHO
YCTaHOBUTb TaKXXe MeTO40M ()epMEeHTAaTUBHOIO aHanunsa 6mo-
nTara CAn3UCTO TOHKOFO KWULWeYHWKa, NoNy4YeHHOro ¢ NoMo-
Wb 3HAOCKOMUM, CYMTAKOLWMMCA B HACTOALLEE BPEMSA «30-
NOTbIM CTaH4APTOM» AMArHOCTUKWU. YKazaHHble natonoruye-
CKMEe COCTOAHWUA NMPUBOAAT K HapyLUeHWIO NnepeBapuBaHns v
BCaCblBaHWA yrnesofos. YTo NnpuBOANT K M36bITOUHOMY Ha-
KonneHuto B nonoctn XXKT MOHO- uaun gucaxapuios, KOTo-
pble TAHYT 3a c060li MO OCMOTMYECKOMY FpagueHTy BOAY, 4TO
B KOHEYHOM WTOre BbI3blBAET OCMOTUYECKYHO fUapeto.

CHWXeHWe aKTUBHOCTW NaKTasbl B C/IM3UCTON C BO3pac-
TOM ABNSETCA (PAKTOPOM pUCKa pasBMTUA OCTeomnoposa
BC/EACTBME HeLOMONYyYEeHNA €XefHEBHOW HOPMbl MULLEBbIX
BELEeCTB WM BAUAHUSA NepeBapeHHOW NakTo3bl Ha BCacblBa-
HUe Kanbums. B To e Bpemsi noTpebneHue caxaposbl (caxa-
pa) ¢ BO3pacToM, MO-BUAMMOMY, HE JOJIKHO CHUXATbCA. Bbl-
N0 M3YyYeHO BANAHWE BO3pacTa Ha BCacbiBaHWe NaKTo3bl U ca-
Xapo3bl (KOHTPO/Ib) Y 60NbHbIX.

Mpynna 60nbHbIX (28 YenoBek, Bo3pacT 17—380 feT) ¢ CUHA-
poOMOM abAOMWHANLHON WWEMWUN, XPOHUYECKUM FacTpuTOM,
A3BEHHOI 60/1e3HbI0 XXeNnyaKa, CMHAPOMOM PasLpaXXeHHOro Ku-
weyHuka (Metelsky, 2011). Ha 6uonTaTtax cim3ncToit 060104KN
3a/lyKOBMYHOr0 OTfeNa TOLeld KMLWKKU perucTpmpoBany Benu-
YuHy (A) OTBETOB TOKAa KOPOTKOro 3aMblkaHus (TK3) Ha caxa-
po3y, Y NOM0BUHbI BONbHbLIX PerncTpupoBann oTBeTbl TK3 Ha
NaKTo3y, 06yCnoBNEHHbIE B OCHOBHOM TpaHcnopTtoMm Na+.

B COOTBETCTBUM C INTEPATYPHLIMYU fL@HHBIMUN O CHUXEHUN
aKTMBHOCTU N1aKTasbl B KALWEYHNKE C BO3PACTOM aKTMBHOCTb
thepmeHToB (Metelsky, 2011), o6ycnosnusatowmx oteet TK3
Ha fob6aBneHne NakTo3bl, yMeHbllaeTca. Mpu aTOM BeNnYMHA
0TBeTOB TK3 Ha caxapo3y He CHWXAeTCs U [aXe UMEET TeH-
LEHLMIO K YBENIMYEHUIO.

MonyyeHHbIe faHHble O CHUXEHUU C BO3PacTOM BCachlBa-
HWA N1aKTOo3bl, NO-BUAUMOMY, 06BACHAIOT (PEHOMEH nosBe-
HUA Y MOXWAbIX NlI0Ael HeMepeHoCMOCTU MOOKa.

MATOIEHE3



3aK/yeHne

B nocnegHvie gecATnneTNa MeTOAbl ANArHOCTUKM 3abone-
BaHMI HaCTONbKO YCOBEPLUEHCTBOBA/IUCH, YTO HAM MOCTOSH-
HO B MOC/nefHee BpemMa MPUXOLMTCA 3HAKOMUTLCA C HOBbIMU
HasBaHWAMU MeTabonnyeckux 6onesHen, pasobpaTbca ¢ Npu-
YnMHaMyW MM NOCNeACTBMAMMW KOTOPbIX BeCbMa HEMNpOCTO.
C apyroii CTOPOHbI HEAABHO NOABMUICA METOA, MO3BONAOLL WA
B YCNOBMAX KAWHWKW ONpeAensTb HapyLlleHWs BcacbiBaHWA
(HaTpuii-3aBMCUMOr0) HYTPWEHTOB uepe3 CAWU3UCTYH 060-
NOYKY TOHKOW KWLWKW U 3TO 06CTOATENbCTBO HECOMHEHHO
OKaXeT B fanbHelillemM BAWAHMWE Ha HaluW NpeAcTaBieHUs o
MeTaboNnyeCcKNX HapyLIEHUAX B Lie/IOM.

MpuBeaeHHble pe3ynbTaTbl, MO3BOMIAKT HaMETUTb MyTb
NPOBEPKMN BbICKAa3aHHOW TMNOTE3bl 0 HAMWYMKN CBA3U MEXay
npoueccaMmy BCacbiBaHUA M MeTaboNMYECKUMMN HapyLIEeHNs-
Mu. [leiCTBUTENbHO, W3 NPUBELEHHbIX MPUMEPOB Cregyer,
4YTO BO3MOXHO HaMMW BnepBble 06LEKTUBHO 3apernucTpupoBa-
Ha neAUUHemMUA, TANLUHEMUSA U HEMepeHOCMMOCTb MOJIOY-
Horo caxapa — nakto3bl (Metelsky, 2011).

B cnyyae [MarHOCTMKY NaKTa3HOW HeJoCTaTOYHOCTU Ham
y4anoch BbIATM Ha NPUHLMNMANBHO HOBbIW cNoCco6 ee onpe-
AeNeHns, NpeBoCXoAALLMNA N0 CBOMM BO3MOXHOCTAM TaK Ha-
3blBaeMblil «30/10TON CTaHAapT».

Bce xe cnegyet 0TMeTUTb, YTO ONpefeneHne BCacbiBaHWA
1 MeM6paHHOr o NuLLeBapeHNs HYTPUEHTOB Y YeNl0BEKa BOOG-
we n Ne+-3aBUCMMOro BCacblBaHWA, B 4aCTHOCTU, HOCUT
3MN30ANYECKNI XapaKTep ¥ HefoCTaTOYHO pa3paboTaHO Me-
ToguYeckn. 3TN 06CTOATENbCTBA TOPMO3AT KAMHUYECKYHO
ANArHOCTUKY HapyLleHWid MeTabonm3ma 1 BCacblBaHUA.
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Inherent metabolic diseases
and absorption (sodium dependent) of nutrients in the gut:
is there a link between them

Metelsky S.T.
Institute of General Pathology and Pathophysiology, s, Baltiyskaya str., 125315, Moscow, Russia

Inherited metabolic diseases are classified into disorders of carbohydrate metabolism, amino acid metabolism, me-
tabolism of organic acids and lysosomal storage diseases. In the last decade, dozens ofnew hereditary metabolic disor-
ders, beyond these 4 categories are described. We compared the list of compounds, metabolism of which in inherited
metabolic diseases is broken, with the list of nutrients wich are transported through the mucosa of the small intestine by
ion-dependent manner. Our analysis follows a definite conclusion. Metabolic disorders (and related diseases) and
malabsorption, namely, violations of the ion-dependent (sodium-dependent) absorption of nutrients are linked. We can
assume that the following principle is fulfilled: each violation of nutrient transport (eg, ion-dependent) through intestinal
mucosa must meet its metabolic disease. Under this assumption, we can expect thatin the near future descriptions of
new metabolic diseases associated with metabolic disorders and bile absorption and short-chain fatty acids, flavanoids
glucosides, hypoxanthine, etc. will be appeared.

Key words: inherited metabolic diseases, sodium depended absorption, small intestine
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