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Henocrarounocts yrmeBogHoro oOmeHa
B IICYCHHU, HAPYLICHUE €€ IVIFOKOCTATHYECKOM
(hyHKIIMM MOYKET HOCUTH TEPBUYHBIN HACIeI-
CTBEHHBIN ¥ BTOPUYHBIN MPHOOPETEHHBIN Xa-
paxrep. [Ipuyem npuoOpereHHbie HOPMBI TIe-
YEHOYHOM HEAO0CTAaTOUYHOCTH B MOAJEPKaHUHU
YIJIEBOAHOTO TOMEOCTa3a MOTYT BO3HHMKATh
KaK CJEICTBHE HPSMOI0 IMTOTOKCHYECKOIO
JEHCTBHS Ha MapeHXUMY NEUSHH MaTOTeHHBIX
(bakTOpoB OaKTEpUATHHO-TOKCUYECKOH, HM-
MYHHOQUIEPTUYECKOM, OHKOTEHHOW MPUPOBI
9K30T€HHOI0 WJIM SHJOT€HHOIO IMPOUCXOXKJIE-
Husl. B psige ciyudaeB paccTpoiicTBa yIrieBolI-
HOro oOMEHa B IICYCHU BO3HUKAIOT B PE3YIlb-
TaTe HApPYyIICHUH OKCHUTEHAIlMU TapeHXHMBI
MIEYCHH WJTU Pa3BUTHS XonecTasa [1-5].

Crnenyer OTMETUTh Ba)KHOE 3HAUEHUE Ha-
PYLICHH TOPMOHAJIBHOTO OanaHca, B 4acT-
HOCTH M3MCHEHHMH COOTHOLUCHHS B OpPraHU3-
M€ MHCYJIMHA U KOHTPUHCYJISIPHBIX TOPMOHOB
B PaccTpOICTBax MPOIECCOB TIIMKOIN3a, TIH-
KOTeHOJIN3a, DIHKOTeHe3a, IIIMKOHEOoreHesa,
OKHCJIeHHUs cyOcTpatoB B 1ukie Kpebcea u apy-
THX PEAKIIHSIX.

Xapaxmep u mexaHuzmvl HapyueHul
V2ne800H020 0OMeHA 8 NeYeHU
npU HACe0CMBEHHBIX hOPMAX NAMONO2UL

HacnenctBennble HapyleHUs: MeTa00OIN3-
Ma yIJIEBOAOB B IIEYEHU MMEHYIOT IJIMKOTEHO-
3amu (0OJIE3HN HAKOTUICHHS) W arlInKOTEHO3a-
MU (OTCYTCTBHE IJIMKOT€HA B TIEUCHH).

CremyeTr OTMETUTb, YTO TITUKOTEHO3bI MOTYT
OBITh HE TOJBKO IIEYEHOUYHOTO POUCXOXKIICHUS,
HO ¥ MBIILICYHOTO, & TAK)Ke HOCUTh CMEILIaHHBII
U JJa’ke TeHEPaIM30BaHHbIN XapaKTep.

[lepBas wnpeHTH(UKALMS DIUKOI€HO30B
u uX Kiaccudukanys ObuIa TpEIOKeHa Cy-
npyramu Cori (1957). B nocneayromem 06110
ycTaHoBIeHO XI pa3NuuHBIX YH3UMATHYECKHX
nedeKkToB MeTaboIM3Ma YIIIEeBOJOB, IPUBOJIS-
LIMX K KaUECTBEHHBIM U KOJINYECTBCHHBIM Ha-
PYLIEHHUSIM COZEpKaHMS INIMKOT€Ha B OpraHax
U TKaHsX. Haubornee 4acTo BCTpeHarONIMMUCS
IJIMKOTCHO3aMHU SIBJISIFOTCSL  TeraTopeHabHbIH
mMkoreHo3 la Tumna (6onesns I'upke), onucan-
HbI BriepBble von Girke B 1929 1. [2, 5].

3a0oseBaHe BBIABISIETCS B PaHHEM [ET-
CKOM BO3DPAacTe, XapaKTepU3yeTcsi pe3KUM CHU-
JKCHUEM COJICPIKaHMUs TIIFOKO3bI B KPOBU (MHO-

raa o 0,55—1,1 MMOIB/1T) M COMPOBOXKIAETCS
PasBUTHEM CYIOPOT, PBOTHI, KOJLJIAICa.

OcHOBHOH reHeTH4YecKnii aedeKT, Jexa-
HIMA B OCHOBE JIAHHOTO 3a00NeBaHUS — ITO
HEJIOCTaTOYHOCTh  (pepMeHTa  TIIOK030-0-
¢docdarassl, Hacaegyemas ayTOCOMHO-PELEC-
cuBHO. [Ipy 3TOM B TKaHM NEYCHHW HaKaIUIU-
BaeTcsl TIIOK030-6-hocar, axTuBHpyromIUit
J-popmy mmrorencunTetasbl. llocnennee
MPUBOAUT K TMPOTPECcCUPYIONIEMY BO3pacTa-
HUIO COJEpXKaHMs INIMKOreHa B nedeHu. OaHo-
BPEMEHHO BBISIBIISICTCS M30BITOYHOE OTIIOXKE-
HHE [IMKOI'€HA B KaHAJIbLAX TOYeK.

CHmXKeHHE COICP)KaHMsl IIIOKO3bl B KPO-
BH TIOJIABJISIET MPOAYKUMIO WHCYIHWHA, YTO
NPUBOJMT K aKTHBAIMH JIUIIONIN3a, PA3BUTHIO
TUNEPIUNUACMUH, HAPYLICHHIO YTHIM3aLUU
cyoctparoB B nukie Kpedca. OnHoBpeMEHHO
BO3HMKAET HAKOIUIEHUE ITPOMEXKYTOUHBIX MPO-
IYKTOB pacliajia yIjieBoIOB U XHPOB: MOJIOU-
HOM, THUPOBUHOIPAJHOU KHUCIOTHI, MKUPHBIX
M KETOKHUCIIOT, a TaKXKe XOJIeCTeprHa, TPHUIJIe-
UPHUIOB, MOYECBOH KHUCIIOTHI.

Hocrarouno OvIcTpo GopMupyercss MeTa-
Oonnueckuit anuno3. @opMupoBaHUe Tenaro-
PEHAJIBHOIO IIIMKOICHO3a HEPEAKO IPUBOAUT
K Pa3BUTHIO TaKUX OCIIOKHEHUH, KaK 1mojarpa,
ypoJInTHA3.

Kacasice HapymeHuil KJI€TOYHOro cocra-
Ba nepugepruieckoil KpOBH TPH TIHKOT€HO3E
la Tuma, cnegyer OTMETUTH pa3BUTHE aHEMHUH
Y JICUKOTIEHUH, TIPU ITOM B JICHKOIIUTAX PE3KO
YBEIMYMBACTCA COJCPKAHHNE TIIMKOTEHA.

[Iporuo3 3aboneBaHuss HEOIATONPUSITEH
BIUIOTH JI0 PAa3BUTUS JIETaJbHBIX HCXOIOB
(B 50% HaOnroieHuit) B paHHEM JICTCKOM BO3-
pacte. OHAKO B APYTHX CIydasix BO3MOKHO OT-
HOCHUTEJIBHO OJarolpusiTHOEe TEYEHHE IaToJo-
THH ¥ POXKJICHNE 3/I0POBBIX JIETEH B IOTOMCTBE.

Tuxozenos Ib muna

I'mukorenos Ib Tuma xapakrepusyercs
HACJIEZICTBEHHOM HEI0CTaTOYHOCThIO TpaHC-
JIOKa3bl TIIOK030-6-pocdarazel B 3HIOMIIA3-
MaTHYECKOM PETHUKYIIOME TEMaTOLUTOB, B TO
BpeMsl KaK aKTHBHOCTh (pepMEHTa TITFOK030-6-
¢docdarazpl JOCTATOUHO BEIIHKA.

[ uxoeenos 111 muna

I'makoreno3 III tuma (6one3np Dopob-
ca) CBS3aH C HEAOCTATOYHOCTHIO (epMeHTa
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aMuI0- 1 -6-TII0KO3UIa3bl, SIBIIETCS HanOoJiee
yacToi (hOpMOH IIMKOTeHO3a, XapaKTepHU3yeT-
Csl BRIPQKEHHOW TrermaToMeraiueil THIOKIINKe-
MHEH, YMEPEHHBIM allu1030M U KETOHYpPHUEH.
YV nereil ormedaercsi yMepeHHas 3aJiepiKKa
pocta. Tem He MeHee TeueHHe 3ToH (HopMBbI Ma-
TOJIOTHM OoJiee OJarompusiTHOe, 4YeM mpu 0o-
ne3nu ['mpke.

Tuxoecenos IV muna

I'mukorenos IV Ttuma (6one3np AHuepce-
Ha) — KpaifHe peIKoe ayTOCOMHO-PEIIECCHBHOE
3a00yeBaHMe CBSI3aHO C HACIIECTBEHHBIM Jie-
(dexTomM BerBslIero (epMeHTa TIIMKOreHa He
TOJILKO B MEYCHU, HO B JieHKOIUTaX, (PUOpo-
Onacrax u Mmpimmax. CopepkaHue TITUKOTEHA
B MEYCHH INPU yKA3aHHOW IMATOJIIOTUU YaIlle
HOpPMAaJIbHOE, OJTHAKO CTPYKTYpa €ro aHOMallb-
Ha, CXO[HA C aMHJIOTIEKTUHOM, BKITIOYAeT peJl-
KHe JUTMHHBIC HApYy>KHbIC BETBH.

I'nnornmukeMu4ecKkuii CUHAPOM HE BbIpa-
JKEH, OJHAKO MPOTHO3 3aboyieBaHusi HeOIaro-
MIPHUSITEH B CBS3H C PAHHUM Pa3BUTHEM ITUPPO-
3a MeYeH .

[ uxoeenos Via muna

I'mukorenos VIa tuma (6ome3ns Xépca) —
penkasi popMa ayTOCOMHO-PEIECCHBHOTO Ha-
CIIC/IOBaHUSI HAPYIICHHUsT aKTUBHOCTH (ocdo-
puiIa3bl MEYeHH U JICHKOIUTOB. 3aboJeBaHKe
XapakTepH3yeTCss Pa3BUTUEM THIIOIIMKEMUN
U yMepeHHoro ammposa. Ilporno3 Oone3nu
OaronpusATeH B CBA3M C BOCIIOJHEHHEM JIe-
(exra pepmenra pochopuassl 3a cUeT aKTH-
BallUU PeaKLUi ITIFOKOHEOIeHE3a.

Omuonoaus u namoaenes aziuKo2eno3d

ATDIMKOTeHO3 — 3a00JICBaHHE C ayTOCOM-
HO-PELIECCUBHOM HENOCTAaTOYHOCThIO Y][D-
[JTFOKO30-TIINKOTeHTpaHCcpepa3bl  (TITUKOTEH-
CHUHTETa3bl) XapaKTEepPHU3YeTCs] OTCYTCTBHUEM
3aMacoB TIHWKOTEHA B TIICUCHHU, Pa3BUTHEM
TUTIOTJINKEMHUH, OCOOEHHO HATOINaK, B CBS-
3M C Y€M BO3HUKAET HEOOXOIMMOCTh YacTOIrO
npueMa nuiy. B psge ciydaeB Gpopmupyercs
KUPOBas WHOWUIBTpAIHS TEYeHH, BO3PACTAET
YpOBEHb KETOHOBBIX Tell B KpoBH. OmHOBpE-
MEHHO CHIDKAETCS COICpKAHUE aMHHOKHUCIIOT
B KPOBH, YYaCTBYIOIIMX B ITIIOKOHEOTE€HE3E.

Xapaxmep u mexanuzmvl HapyuieHuil
Y2negooH020 0OMeHa 8 neveni
npu npuodPEmMeHHbIX GOPMAx NAmoI0Un

Kak ykaspIBanoch BbINIE, MEYECHb UIPacT
BEIYIIYIO POJIb B MOAJEP)KAHUU TTOCTOSHCTBA
cozlep KaHMs TIIIOKO3Bl B KPOBH 32 CUET JIMHA-
MHYECKOTO PaBHOBECHSI TIPOLIECCOB ITIMKOTCHE-
3a, IIIOKOHEOTeHe3a, IIMKOIN3a U TIIMKOTeHO-
nu3a. [Ipu moBpexaeHNU MapeHXUMbl TEYeHU
HPE’KIE BCEro HapyIIaeTCs TNIIOKOCTaTHIeCKast
(hyHKIIHS. DTO 00YCIOBIEHO TeM (aKTOM, 4TO

IJIMKOTEHE3 SIBJISIETCS] SHEPro3aBHCUMBIM TIPO-
[ecCoM. YIITMHEHHE IIeTH TIIMKOTeHa Ha ONIHY
MOJIEKYJTy TIIFOKO3BI TpeOyeT pacxona OIHOMH
Mosekysibl AT® u VJI®. B To e Bpems pa3Bu-
TUC ACCTPYKTHBHO-BOCIAIMUTECIIBHBIX ITPOLICC-
COB TI€NaTOUMTOB, HAPYIICHUC OKCUI'CHALIUH
U TpOUKU TICYCHH TP Pa3IMYHBIX PopMax
MaToOIOTUM WH(PEKIIMOHHON M HEHMH(EKIHOH-
HOW TIPHUPOABI, HAPYIICHHS TOPMOHAIHHOTO
OaJyraHca, KUCIIOTHO-OCHOBHOTO COCTOSIHHS CO-
MPOBOXKJIAIOTCS Pa3BUTHEM THIIOBOM peakiyu
MUTOXOHIIpHUI — HaOyxaHueM [5—8].

IIpyn HaOyxaHWM MUTOXOHJpPUN HapyIa-
€TCsl TPOCTPAHCTBEHHAss OPHEHTAIWs JIbIXa-
TeNhHBIX (PEpPMEHTATUBHBIX aHcaMmOleld Ha
BHYTpEHHEH MeMOpaHe MUTOXOHAPUH, pa3o0-
HIAIOTCS TIPOLIECCHl OKHCIUTENBHOTO (hocdo-
pyuinpoBaHusd W AbIXaHWsA, BO3HUKACT I[C(I)I/I-
T AT® u, COOTBETCTBEHHO, MOAABICHHUE
BCEX DHEPrO3aBHCHUMBIX PEaKIUii, B TOM YHCIIE
Y TIIUKOTeHe3a. B 9TuX ciydasx Harpyska rio-
KO30M NPHUBOAUT K IOSBICHUIO UIMTEJIbHOMI
JMa0eTOUTHON THUTICPIITUKEMHUECKOW KPUBOM,
a BHE HArpy3KH TJIIOKO30M WJIM TIPU PEIKOM
IIpYeMe IUILHU B CBSI3U C UCTOLLIEHUEM 3aracoB
TJIMKOTEHA BO3MOYKHA TUTIOTTTHKEMHSL.

[lopaxeHHas 1e4eHb TEPsieT CIIOCOOHOCTh
TpaHc(hOPMHUPOBATH B TIIMKOTCH U APyTHE CyO-
CTpaThbl B pCAKIUAX TTIMKOHEOICHE3a, YTO IIPU-
BOOUT K I/I36I)ITO‘1HOMy HAaKOIIJICHUIO B KPOBH,
TKaHSAX U MAPEHXMME ICYCHH MOJIOYHOM, IH-
POBHHOTPAIHOM, )KHPHBIX KHCIIOT, KETOKHCIIOT,
amuHOKHCIOT. [locienHee B cBOIO ouepens SB-
JSeTCsl OJHWM W3 TMATOTeHEeTHYeCKHX (haKTo-
POB pa3BUTH METAOOINYECKOTO anuao3a. Jis
MEUYEHOYHON HEJOCTAaTOYHOCTH XapaKTepHO
TaKKe HapylIeHHe OKUCICHHsI TIIIOKO3bI B TICH-
TO3HOM IIMKJIE U COOTBETCTBEHHO Pa3BUTHE JIe-
¢urura pudozodocdaros, a Taxke HAJIDH?2,
YTO TPHUBOAUT K HEJOCTATOYHOCTH AHTHOK-
CHUAAHTHBIX CHCTEM U aKTHUBAIIUH CBOGO}IHO-
paguKaabHOU JecTpyKuuu remarouuros. Ha-
pyLICHHS TpaHCPOPMALMU THPOBUHOTPATHON
KHCJIOTBI B TJIMKOTEH W OKUCJICHHS €€ B IIUKIIE
TPUKapOOHOBBIX KUCIIOT MIPH TICUEHOYHOH He-
JIOCTaTOYHOCTH COIIPOBOXKIAETCS aKTHBAILIMEH
AJIBTCPHATUBHBIX MCXAHU3MOB €€ MeTa00In3-
Ma ¢ 00pa3oBaHMEM TOKCHUYECKUX COCIHHE-
HUH — alleTOHa U Oy TUJICHIIIUKOJISL.

Hapywenus yenesoonozo obmena 6 neuenu
npu 20pPMOHATLHOM Jucbanauce

OCHOBHBIMH TOPMOHAJIBHBIMH PETYIATO-
paMy YIJIEBOOHOrO OOMEHAa B IEYEHU SIBIIS-
IOTCS WHCYJIMH W KOHTPHHCYJISIPHBIE TOPMO-
Hbl (IVIIOKOTOH, aJpeHaJInH, HOpaJpeHalluH,
TUPAKCHH, TPUHOATHUPAHMH, COMATOTPOIHBIN
TOPMOH ¥ aJpEHOKOPTUKOTOIHBIA TOPMOHBI).

B To xe Bpems cienyeT OTMETHTb, 4TO
TeNaTOUUTBl 3aHUMAIOT MPOMEXYTOYHOE IIO-
JIOKEHWE MEXAY KJIETKaMU BBICOKOMHCYJIHH-
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3aBUCUMBIX OPTaHOB M TKaHEH (KUPOBOH, CO-
CAUHUTENbHOM, MBIIICYHON, KPOBETBOPHOM
Y JIp.) ¥ HHCYJIMHHE3aBUCHMBIX (IIEHTPATbHOMN
HEpPBHOW CHCTEMBI, HAJIOYEYHHKOB, TOHA],
masa) [2, 3, 5].

Kax m3BecTHO, miia3marnyeckas MeMOpaHa
renarouTa, B OTJIMYUE OT MHO- U JIUIOLNTA,
cBOOOJTHO MPOHHUIIAEMA JIJISl TJIFOKO3bI 0e3 yua-
CTHSI MHCYIHMHA. B TO ke BpeMs B YCIOBHSAX
HOPMBI TIOf BIHMSHHEM HWHCYJIWHA BO3HUKAET
AKTHUBAIMSI TeKCOKMHA3BI (TITFOKOKWHA3EI) B Te-
MaTOIMUTaX, MUOIUTAX W JIMIOIUTAX, a TaK-
K€ YCHIIMBAETCS CUHTE3 JKUPHBIX KHUCIOT W3
DJIIOKO3bI, aKTUBUPYIOTCA TEHTO3HBIC M TIIU-
KOJUTHYECKHE IYyTH METa0OIHM3Ma TITFOKO3HI,
MTOBBIIIAETCS AKTUBHOCTH (DEPMEHTOB LHKIIA
Kpebca. AkTuBanus yka3aHHBIX peakiiuii 0oe-
crieunBaet ycuiaeHue cuureza AT®. Jledurur
WHCYJIMHA, KaK U3BECTHO, MOXKET HOCHUTH Ha-
CJICJICTBEHHBI W TPUOOPETEHHBIH Xapakrtep,
OBITh aOCONIOTHBIM HWJIM  OTHOCHTEJBHBIM,
AMETh TaHKpeaTHYeCKOe WM BHETaHKpeaTH-
YecKoe MPOUCXOKIeHne. B HacTosmee Bpems
OUEBUJIHA BO3MOXXHOCTH PA3BUTHsI CaXxapHOTO
nua6era I v Il TUIIOB KaK CAMOCTOSTENLHBIX HO-
30JIOTHYECKUX (POPM IMATOJIOTHH HACIICIACTBEH-
HOTO TeHe3a, a Takke (popMUpOBaHUE BTOPHY-
HOTO CaxapHOTO JnadeTa CHMIITOMAaTHYECKOTO
XapakTepa TpH Pa3IWYHBIX IHIAOKPHUHOMATH-
SIX, COMPOBOXKIAIOIINUXCS THICPIPOTYKITUCH
KOHTPUHCYJISIPHBIX TOPMOHOB, a TaKKe MpH
BOCTIAJIUTEIBHO-IECTPYKTUBHBIX  IIPOLECCAX
B TO/DKEIY/IOYHON IKele3e HeayTOMMMYH-
HOTO Xxapaktepa (IpU HecOaTaHCHPOBAHHOM
MMWTAaHUH, HEJOCTATOYHOCTH HE3aMEHUMBIX
AMUHOKHUCJIOT, BUTAMHHOB, MHUKPOAJIEMECHTOB
uT.n.)[6,9,10].

B ycnoBusix nedunmra uHCynuHa, abco-
JIOTHOTO WJIM OTHOCHTEIBHOTO TIpeoOiaiaHus
KOHTPUHCYJISIPHBIX TOPMOHOB TP Pa3IMIHBIX
SHAOKPUHOMATHAX MOJABIIAIOTCS TPOIECCHI
TJIUKOTEHE3a, CHIYKACTCSI aKTUBHOCTH (PepMeH-
TOB TICHTO3HOTO IMKJIA OKUCICHUS TIIOKO3BI,
a TaKk)Ke OKUCIICHUE CyOcTparoB B 1ukie Kpeo-
ca. [mukoHeoreHe3 akTUBUPYETCS JIAIIb MO
BrusgHUeM TopMoHOB AKTI™ u mitokokopTHKO-
UJO0B TIPU CTPECCOPHBIX CUTYalHsiX, OOJIe3HU
u cuaapome Muenko — Kymunra, creponiHon
Tepanud. MexIy TeM YCUJICHUE MNPOIYKIIUU

KOHTPUHCYJISIPHBIX TOPMOHOB (TJIFOKAaroHa, Ka-
TEXOJIaMUHOB, THPAKCHUHA, TPUHOATUPAHHHA)
MIPUBOJIAT K aKTUBAIUH GepMeHTOB (hochopu-
JIa3bl U TITI0K030-6-PocdaTasbl B TeMaTOMUTaX
W COOTBETCTBEHHO K YCHIICHHIO MOOWIIN3AIIUH
TJIMKOT'€HA W3 JIETIO.

TakuM 00pa3om, MpH HAPYHIEHUX TOPMO-
HaJILHOTO OaslaHca, B YaCTHOCTH IMPH Pa3iny-
HBIX ()OpPMax caxapHOTo AuadeTa (IepBUYHOTO
Y BTOPHUYHOT0), BOSHUKAET HECOCTOSITEITLHOCTD
TIIIOKOCTAaTHYeCKOW (QyHKIuHM TiedeHu. [lpu
3TOM IJIFOKO3a HE YTHUJIM3HPYETCS B WHCYJIHMH-
3aBUCHMBIX OpraHax W TKaHSX, a TaKXkKe B Ie-
YEeHU, HECMOTPS. Ha TO, YTO MPOHHULAEMOCTb
MeMOpaH TeMaTolUTOB MPHU BBINICYKa3aHHBIX
TOPMOHAJBHBIX HAPYIICHHUSX IS TIIFOKO3BI
He MeHseTcs. OqHaKo B YCIOBHSIX JEQHUITUTA
WHCYJIMHA OJIOKHPYIOTCSI BCE IMOCIEIYIONINE
MeTa0oIMYecKe MyTu ee npeppaiienus. [1o-
ClIeIHEE TPHUBOAUT K Pa3BUTHIO THIICPIVIMKE-
MUH, TTFOKO3YPHH, TaKTaT- H/UIHA KETOAIH103a
JKUPOBOM MH(UIBTpAIMH TMEYEHH U K TsKe-
T5IM MOP(HODYHKITNOHATBHBIMA H3MEHEHUSIM
CO CTOPOHBI PAa3JINYHBIX OPTaHOB U CHCTEM.
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