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2-a Kadeapa geTcknx 6onesHen

OCTPAA NEPEMEXXARKLWAACA MOPPNPUA

KaHgupat meanumHCKNX HaykK, goueHT bawnakosa A.H.

Crapwwun npenogasatens Mopos E.A.

Mopdmpun — rpynna peaknx HacneacTBEHHbIX MeTabonuye-
CKMX 3aboneBaHui, 0BYCNOBMEHHbIX rEHETUTUYECKUM aedhek-
TOM (PYHKLIMOHANBHOW aKTUBHOCTU (DEPMEHTOB, Y4aCTBYHOLLIMX
B OMocuHTEe3e rema. HacnepoBsaHne MOXeT ObITb Kak No JOMM-
HaHTHOMY, TaK M MO PeLeCCUBHOMY TUMY.

[eM CUHTEe3MpYyeTCHA BO BCEX TKAHSX, OAHAKO OCHOBHbLIMW Opra-
HaMu, rae NPoUCXoamMT ero CUHTE3, SIBNSOTCS KOCTHbIA MO3T 1
neveHb. fem Heobxoaum Ans CBA3bIBAHWUS KUcnopoga v ero
TpaHCNOPTUPOBKM (B popMe remMorniobuHa n muorrnobuHa),
TpaHcnopTa 3reKTPOHOB (B (hOpME LIUTOXPOMOB) U AN aKTUB-
HOCTW MHOIO(PYHKLMOHAsbHbBIX OKCMAA3, TaKNX KaK LMTOXPOM
P450. buocuHTe3 rema KOHTPONMpPyeT BOCEMb (PEPMEHTOB;
9TOT NPOLECC HAaYMHAETCH B MUTOXOHAPUAX, rAe NpoucxoauT
obpazoBaHve 6-aMMHONEBYIMHOBOW KUCMOThI yvacTumn dep-
MEHTa aMUHONEBYNMHATCMHTa3bl. [pn nopdurpusix B pesynb-
TaTe AedeKkToB PePMEHTOB HapyLLaTCA npoLecchl 0bpaso-
BaHWA rema, ero KOnuMyecTBO CHWXaeTcs, cregosaTtefibHO
NoBbIlWAETCA aKTUBHOCTb aMUHONEBYIMHATCUHTa3bI

Mopdmpnn noapasgenstoTca Ha IPUTPONOITUYECKUE U
Ne4YeHoOYHble B 3aBMCMMOCTM OT TKaHW, rae NponcxoauT npe-
MMYLLECTBEHHOE HapyLLeHne meTabonmnama nopguprHOB.

NOP®UPUN
SPUTPONMO3TUYHECKUE NEYEHOYHbIE

BpoxaeHHas Mopdumpus,
3puTpOno3TMYecKas obycnoBrneHHas aedyuuTom
nopdupus pervaparasbl AJTK
OcTpas nepemexatowiascs
dputponoaTuyeckas
npotonopdupus nopdupus (OrMN) OCTPBbIE
HacnepcrBeHHasn NMOP®OUPUN
Konponopdupus

BapueraTHas nopdupus

Mo3pHAA koXxHas nopdupms

PucyHok 2. Knaccughukayusi nopghuputi

OcTpble nopdupun — rpynna nopgupun, nNpu KOTOPbIX
NaTeHTHbIV reHeTUYeCKMn aedekT npy Bo3aencTBMU NPOBO-
umpyrowmx (NopdUPUHOreHHbIX) )akTopoB MpPOsIBNAETCH
N30bLITOYHBIM HAKOMMIEHMEM B MEYEHU NpPeLleCTBEHHUKOB
nopcumpuHoB, ammHonesynnHoson kucnoTol (AJIK) n nopgo-
bunuHoreHa (MbBIlN), obnagatoLmx BblpaXeHHbIMU HEMPOTOK-
CMYeCKMMU apdhbekTamn 1 ornocpenyoLwmnx passmuTne ocTpo-
ro npuctyna 3abonesaHus (ataka).

PacnpocTtpaHeHHOCTb OCTpPbIX Nopcdupun B CTpaHax 3anaa-
Hon EBponbl coctaensieT 1-10 : 100 000 HaceneHus, Torga Kak
HOCUTENLCTBO MYTAHTHOMO reHa MOXET OblTb CyLLECTBEHHO
BbiLle (1-2 Ha 10 000 yenoBek), T.K. NeHeTPaHTHOCTb 3abonesa-
HUs BapbupyeT oT 1 4o 60%. Camas yacTtas U3 ocTpbix nopdu-
pui — ocTpas nepemexatoiasaca nopgpupus (Or1M1), coctasng-
eT bonee 85% Bcex crnyyYaeB 0CTPON NOpGMPUN.

[nsa Bcex OpM OCTPbIX NOpdUPUKA XapakTepHa IuLlb
YacTnUyHas He4OCTaTOMHOCTb (PEPMEHTHON aKTUBHOCTU, N B
dun3noNornyeckmx ycrioBusax ocTaToyHOM akTMBHOCTU doep-
MEHTa xBaTaeT And noagepxaHnsa HopMarsibHOro romeocTa-
3a rema. [Insa passuTns oCTPOro npuctyna Heobxoammo Bo3-
AENCTBME MPOBOUMPYIOWNX (DAKTOPOB, Yalle HECKOSTbKUX
nocnenoBaTenbHO.

pynna Ol npeacraBneHa 5 Ho3onornyeckummn hopmamm:

* ocTpas nepemexatoaaca nopcpupua (OrM);

* HacrnegcTeeHHas konponopdupusa (HKM);

* BapueraTtHas nopcupus (BI1);

* nopdupus, obycrosneHHas geduumutom derngparasbl
&-amuHornesynmHoBow Kncnotbl (6-AJIK);

« X-cuenrneHHas JOMUHAHTHasA NPoToNopgupHs.

Ana Bcex coopm Ol xapakTepHbI:

* OCTPOeE, MHOYyuMpyemMoe Havano;
* BbICTpasa nporpeccus;
* NOSIMMOPHOCTb KITMHNUYECKOWN KapTUHBI.

OcTtpas nepemexatrowascsa nopcupus (OM) — Hanbonee
pacnpoCTpaHeHHas 1 Tshkeno npoTekatowas oopma oCTpbIX
neyeHouHbIX nopdupuin. ONIM obycrnoeneHa aeduumTom
TpeTbero hepmeHTa cuctembl BUOCHMHTE3a reMa — rmapPoKCu-
meTunbunaH cuHTtasel (HMBS) 1 nmeeT JOMUHAHTHBIA TUN
HacnefoBaHWsi, O4HAKO BEPOSATHOCTb €€ KIIMHUYECKOro npo-
SBMNeHnst y Hocutenen myTtaumm B reHe HMBS coctasnget
nmwb 10-20%. OIMM nmeeT AOMWHAHTHLIM TUN HacneaoBa-
HUS, U NOYTU BCe OOMbHblE SABMASKOTCA FETEPO3UrOTHLIMU
HOCUTENAMW NaTOreHHoro BapmaHTa B reHe HMBS. 3707 reH
pacnonoxeH Ha xpomocome 11 (11924.1-24.2). benok HMBS
nMmeeT ABe M30(POPMbl, OfHA IKCMPECCUPYETCH TOMbKO B
9pPUTPOUAHBLIX KMeTkax, a apyras rnoscemMecTtHo. B HacTtos-
LLiee BpeMs B pa3HbIX CTpaHax 3adukcmpoBaHo cBbiwwe 400
myTaummn B rene HMBS.

Hanbonee yacTble cMMNTOMbI U CUHAPOMBI, BCTpe4ae-
Mble y 6ornbHbIX Ol:

* Taxukapaus;

* ApTepuarbHas rmnepTeH3ns;

* AGAOMMHANBHBIN CUHAPOM (KOCTPbIV XKUBOTY);

* CEHCOPHO-MOTOpHas nonuHenponaTus (Tetpa-napesbl
1 Nnernv n rmnepcresnn);

* 3anopsl, TOLIHOTA, PBOTa;

NEYEHUE OCTPOW NOP®UPUU
JleyeHne remmHoOM

OK30reHHbI reMuH cHmxkaeT akTuBHocTb AJIK cuHTeTasbl B
MeyYeHn Nno MexaHu3my oTpuuaTenbHon obpaTHOW CBA3MW.
BHyTprBEHHOE BBEAEHME reMUHA NPUBOAUT K BUoXumuYe-
CKOW pemMuccum, T.e. K CHKeHuto akckpeumm AJTK u MBI, yto
AOCTaTodHO Ans npekpaweHns ataku O, npu ycnosum
NCKITIOYEHNST BCEX MPOBOLMPYIOLLMX (pakTopoB. [eMuH nony-
YaloT NyTEM BblAENEHNS U OYULLEHMS KOHLEHTpaTa Yyernose-
4YeCKuX aputpoumToB. PekomeHayeTca BCEM nauuMeHTam C
yCTaHOBMeHHbIM AnarHo3om atakm Ol cpoyHoe nposege-
HWe Kypca Tepanum reMmHom B/B 3 Mr/Kr 1 pa3 B CyTKM B Teve-
Hue 4 gHen.

JleyeHune 6onbWMMU fO3aMKU yrnesogoB

JNleyeHne atak Ol1 ¢ NOMOLbLIO BbLICOKOYINEBOAHOMW AUNETHI
NN BHYTPUBEHHOrO BBEOEHUSI OEKCTPO3bl, IMOO BHYTPU-
BeHHbIM BBeaeHnem 10-40% pacTBopoB rmoko3bl. [lekcTpo-
3a CHMXaeT akTnBHoCTb dhakTopa (PGC-1a), KOTOpbIN HAaNpPs-
MYL0 MHAYyumpyeT TpaHckpunumio AJIK-cuHTeTasbl. PekomeH-
AyeTcd naumeHtam C Nerkummn atakamm oCTpon nopcupum
(HEMHTEHCUBHBIN BONEBOW CUHAPOM, OTCYTCTBME HEBPOSIO-
MMYECKNX MPOSBAEHUA N INEKTPOSIUTHBLIX HAPYLUEHUIA) Unn
MpW HEBO3MOXHOCTM MPOBEAEHNSA Tepanuy reMMHOM — BBe-
neHve 10% pacTtBopa AEKCTPO3bl C LENbi MOCTYMNEHUS
GonblIOro KonmuyectBa YrneBodoB WM AN CHATMS aTaku
ocTpow noppupun (1-2 n B CyTKN).

(6-AJIK), 4TO NpUBOAWT K HAKOMMEHMIO NPOMEXYTOYHbIX MPO-
[YKTOB CMHTE3a rema, Takmx Kak nopMpuHbI UK UX NpeALLe-
CTBEHHMKM.

B ocHoBe pa3BuTUA Kaxgon opmMbl NOPOUPUM NEXUT reHe-
TUyeckn obycrnoBneHHOE CHUXKXEHNE NN OTCYTCTBUE aKTUB-
HOCTW onpeaenéHHoro goepmeHTa B Lenn buocnHTesa rema,
B pesynbrate 4ero npoucxoaut m3bbITOMHOE HaKorneHue
NPOAYKTOB NOPGMPMHOBOrO obMeHa nepepn CTyneHblo, rae
HaxoauTca OedeKTHbIM 3H3UM. [1pn TOKCUYECKUX KOHLIEH-
Tpaumsx NposBnsgeTcsa KnMHuKka 6onesHun. [eHbl hepMeHToB
pacrnorioXeHbl Ha PasHbIX XPOMOCOMax 1 He UMEKOT rpynmno-
BOW cuenneHHocTU. CHKeHWe akTMBHOCTU hepMeHTa [0
50% OT HOPMbI MOXET HE UMETb KITMHUYECKNX MPOSBIEHUNA.

MNpn ocTtpon nopdupun (Ol) peannsoBatb reHETUYECKOE
HOCUTENbLCTBO M CNPOBOUMPOBATEL KIAMHUYECKYID MaHude-
cTaumio 3aboneBaHus MOryT MHAyuupyrowme nopdupu-
HOreHHble paKkTopbI:

* BblAeneHme TEMHON Unn KpacHoM Moyn (0BycrnoBrieH-
HOe N36bITKOM NOpdOBMIMHOreHa);

* 3MOUMOHarnbHas NnabuneHOCTb, NOBEAEHYECKUE Hapy-
LeHns, aHUedanonaTus;

* cybgpebpunuret 37.0-37.5°C.

AOna «NPOABUHYTbLIX» 3TanoB 3aboneBaHus XapaKTepHbI:

* HapyLLeHe yHKLMN Ta30BbIX OPraHoB.;

* 3NUNenTU@OPMHbIE NpUnagkn 1 cyqoporu;

* rannoumHaumu, bpes;

* TMNOHaTpMeMUs (CUHOPOM HeafleKBaTHOM CeKpeLmm
aHTManypeTnyeckoro ropmoHa (AON);

* KOMma;

* Napes VIl napbl YepenHo-mMo3roBbIX HEPBOB;

* BynbbapHbI cuHapoMm (napes IX-XI nap yepenHo-mMo3s-
roBblx HepeoB (UMH)) B Buge: codeTaHHbIX Unn n3onupo-
BaHHbIX gucdaruu, ans3apTpumn n QucoHnu;

* MapafoKcasibHoe AbixaHve BCreacTave napesa avadparvbi,
* Mape3 MexXpEeBEepHbIX CKeNETHbIX MbILLL, C pa3BUTUEM
KITMHUKW OCTPOM AbixaTenbHon HepocTtatovHocTn (OOH);
* 3puTEMA, BONAbIPU HA OTKPbITHIX Y4aCTKax KOXM.

TowHoTa, pBOTA, 3anop
fmnoHaTpuemus
ApTepuanbHas runepTeH3us

BONnN

McuxmnaTpuyeckasa cuMnTomMaTuka
Anu-npunagkn

Mbiwe4vyHas cnabocTb

TemHasa moya

B XKMBOTE

PucyHok 3. Cumnmomebli, no3eosnsiroujue 3anodo3pums amaky
ocmpou nopgupuu

YcnosHo TevyeHue Ol MoXXHO noapasaennTb Ha 3 nepuoaa:

* NpogpoMarbHbIN;
* Ha4YanbHbIW;
* pa3BEpPHYTOro TEYEHWs.

[nsa kaxgoro nepyoaa 60nesHn xapakTepHbl CBOM CUMMATOMBbI.
[ns npoapomManbHOro nepuoaa xapakTepHbi:

* 3anopsl;
* TaXUKapams;
* 3MOLMOHarbHas NabunbHOCTb.

K reynne cMMNTOMOB Ha4YanibHOro nepmnoaa OTHOCATCA:

* TaXnKapaus;
* MOLMOHasIbHas NabuneHOCTb, NOBEAEHYECKME HAPYLLEHNS;
* 3aMnopbl, TOLWHOTA, PBOTA;

* abOOMUHaNbHbIA CUHOPOM;

* apTepuanbHas rmnepTeH3ns;

* CEHCOPHO-MOTOpPHas NOSIMHeNponaTns;

* UBMEHEHME OKPACKN MOYUU;

* cybpebpunurer.

Uepes 20-30 gHewn, ecnv naToreHeTu4eckas Tepanusi He
NPOBOAUTCS, NOSBNAETCS CMMNTOMATKKA, XapakTepHas ans
nepuoaa pa3BepHyTOro Te4eHUS:

* HapyLUeHne yHKLMM Ta30BbIX OPraHoB.;

* 3aNUNenTUOPMHbIE NPUCTYMbI U CYA0POTY;

* rannounHaumm, bpeg;

* TMNOHATPUEMUS;

* KOMa;

* Napes YepenHo-mMo3roBbIX HEPBOB, B NEPBY0 04epeab
BynbbapHow rpynnbi;

* MapafoKcanbHoe AblxaHye BCcreacTeue napesa avadparmbi.

[MpoapomarnbHbIn HavanbHbin [Mepuopg passepHyTOro
nepvog nepvioa TeYeHus
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MpoopomanbHbIf
nepviosa

KnnHnyeckaa ctagua 3aboneBaHus

PucyHok 4. PacnpedeneHue cuMnmomoe ocmpol nopgupuu
80 8peMeHHOM UHMmepsarie.

KnnHunyeckuim cnyyam octpoin nepemexaroLlen nopupumn.

AunarHo3: ocTpas nepemexarowas nopupus, ayTocoM-
HO-OOMMUHAHTHbIN TN HacnegosaHus. OMIM 17600

MaumeHT M., 16 net. [lo 14 neT umen MMHMMarnbHO BbIpaXeH-
Hble NposiBfieHns 3abonesaHus. B 15 neT BnepBble NosBU-
NTOCb OHEMEHWE NIEBON PYKW, OHEMEHWE U Donb B NeBOM
NONOBMHE TynoBWLLA, Horax, Gonb B XMBOTE, rONOBHas
6onb. MaTb gana cnagkuin 4am, CUMNTOMbI Pa3peLUNINCD.
bbin rocnutanuanposaH B LIPB, npoBeaeHa wHy3noHHas
Tepanusi pactBopoM 10% rnokosbl B TeyeHne 12 4acos, CUM-
NTOMbI paspeLlumnnck. Yepes 3 oHA CMMNTOMbI MOBTOPUIINCS,
oTMeyanacbk runornmkemmsa. Becero obino 4 anusona B Teve-
HMe 2 MecsiLueB 4O MOMEHTa NOATBEPXAEHMS anarHosa.

HacnepgctBeHHbIN aHamMHe3: y maTepu 1 cTapwero bpata
OT nepBoro 6paka maTtepu reHeTU4ecku noaTBepXaeHHas
MyTauus B reTepo3nroTHoM coctosHumn B reHe HMBS, acco-
LMMPOBaHHas C pa3BUTUEM OCTPON NepemexaroLLencs nop-

dupun.

3 nepeHeceHHbIX 3aboneBaHnini 0TMeYanucb: OTUTbI FTHOW-
Hble, CepO3Hble, TOH3UMNNT, CUHYCcUTLI, YMT aBaxabl, nepe-
NTOM MeHUCKa, HagKoneHHuKa, Hoca, BIC: bukycnnaanbHbin
aopTarbHbI Knana.

B Bo3pacTte 15 net manbynky 66110 npoBefeHo obcnenosa-
Hue: cekBeHupoBaHune [HK (feHomen, Mocksa). CekBeHu-
poBaHue no CeHrepy: BbisiBIieHa reTepo3MroTtHas MyTa-

* ankorofb,
* nekapcTBeHHble npenapaTtsl (HINBC, 6apbutypaTsl,
LiedanocnopuHbl CynbgaHnnaMmmabl 1 ap.),

* MEHCTPYaribHbIV LUK,

* 6epeMeHHOCTb,

* IHCONSALMS,

* baKkTepuanbHble N BUPYCHbIE MH(PEKLNK,

* TMNOTNINKEMUS.

[NepeyncrieHHble akTopbl MNPMBOAAT K MNOBbILLEHHOMY
noTpebneHnio KOHEeYHOro nNpoaykTa Lukna buocuHtesa —
remMa (Hanpumep, aktmBauus cuctembl umutoxpoma P-450),
nMBO OKa3blBalOT HENOCPEACTBEHHOE CTUMYNUPYIOLLEE BO3-
OENCTBME Ha aKTMBHOCTb NepBOro epMeHTa uumkna ouo-
cuHTe3a — cuHTeTasbl O-AJlK, 4TO NPUBOANT K NOBbLILLEHUIO
€€ aKTMBHOCTW (Hanpumep, OEWCTBME NPOrecTtepoHa), B
pesynbTaTte Yero YyCKOPSeTCA CUHTE3 BCEX NMPOMEXYTOYHbIX
npoayKkToB MeTabonmama nopgUprHOB.

XapakTepHble KNMHUYeckne YepTol abAOMUHaNbLHOro CUH-
Apoma (AC) npu OrT:

* 60N B XXMBOTE HE UMEIOT YETKOM Nnokanusauum un
HEepPeaKo HOCAT MUTPUPYHOLLIMIA XapaKTep;

* nosiBrieHne Bonen Yyacto OTMeYaloT B anuracTpanbHOM
UM oKononynovHon obnactsx;

* MIHTEHCMBHOCTb ©0nen BbICTPO HapacTaeT;

* OpioLLIHasA CTeHKa BbINMPaEeT 3a CYET napesa netenb
KMLLEYHMKA, NepucTansTUKa KALWEYHNKA He onpeaensieTcs;
* 60N B XXMBOTE COMNPOBOXAAKTCS ANUTENBbHBIM 3aro-
pOM, BCEraa NpeaLwlecTBYOWUM X NOSBIEHWIO;

* 60N B XXMBOTE COMPOBOXAAKTCS TOLLIHOTOW 1 PBOTOM;
* DO B XXMBOTE COMPOBOXAATCHA YBENIMYEHNEM 3HAYe-
HU aMunasbl KpOBMY;

* npy AC OTCYTCTBYHOT CUMATOMbI pa3gpakeHnsi bproLun-
Hbl, XXMBOT JOCTYNEH rnybokon nanenaumy;

* npu AC HeT nabopaTopHbIX MapKepoB BOCMANUTENbHO-
ro npouecca (nenkountos, yckopenune COJ);

* abgoMuHanbHble 6ONM CaMOCTOATENBHO NPeKpaLLakoT-
cs yepes 3-4 Hegenw.

Bonv npn AC, obycnosneHHom OI1, BO3HMKAIOT BCreaCcTBUE
HeBocnanuTenbHbIX NpoueccoB. Cpean BO3MOXHbIX MPUYNH
BO3HUKHOBEHMSA BOren B XMBOTE Hanbonee BEPOSTHbI:

° nuemMmma netersib Kmwe4vyHukKa, BO3HMKakLwaa BCreanctene
Ba30OKOHCTPUKUMN Me3eHTePUMalibHbiX COCYOOB, O6yCJ'IOB-
NEHHON FMHepKaTeXOﬂaMMHeMMGVI;

* NEMUENNHN3ALMSA BETBEN YpeBHOIo CTBOJIa 6-aMI/IHOJ'IeBy-
TNIMHOBOW KMCNOTOW, npmeoasilasn K HapyLeHunto nHHepBaunn
BuCLiepalibHbIX OPraHoB.

Pepnko BcTpevatowmmes n cneumdnydHbiM ansa Ol ssnsieTcs
CUHAPOM HeaAeKBaTHOM CeKpeuuun aHTMAMYpeTUYecKo-
ro ropmoHa (cHcALIN). 3TOT CMHAPOM MPOABAETCH Pa3Bu-
TMeM runoHaTpmemmun. M3buiTouyHoe, BbiCTpoe HakonneHue
meTabonuMToB nopupnHOBOro obmeHa B TKaHAX, B TOM
yucne runodmsa, BO BpeMs NpuCTyna NpoBOUMPYeT Hapy-
LLIeHne n3nonorM4eckoro, UMnynbcHoro Bbiaenexdna ALl B
KPOBOTOK, KOTOpOE KOppUrMpyeTcs B 3aBUCMMOCTU OT U3Me-
HEHMS OCMONSANbHOCTU CbIBOPOTKU. [pn passuBaroLemcs
CYHAPOMeE, AEeNOHUPOBaHHbLIN B 3aaHen gone xenesbl ALl
BblENAeTCs B KPOBOTOK B N3DLITOYHOM KONMYecTBe, NpuBo-
051 K yBEenuyeHnto obpaTHOro BcacbliBaHWsi BOAbI, MPOUCXO-
OSLWero B AUCTarnbHbIX OTAenax KaHanbueB noyek. B 3asu-
CUMOCTW OT rNyBuHbI HapyweHns cekpeuun ALl Bo3HMKaeT
HOPMOBOMEMNYECKUI OTEK TKAHEWN, CONPOBOXAEMbIN T1MO-
HaTpuemunen. Kak npasuno, cHCALl nposiBnsger cebs Ha
no3gHux atanax passutusa Ol n cBnaeTenbCcTBYeT O TsxXe-
nom tedeHumn OT1. Tpn cHxKeHun Hatpusa 0o 120 mmornb/m
BorbHble OTMeYaloT ronoBHYK 605b, COHNUBOCTL. [lpwu
[JanbHEeNWeM CHWKEHUN 3HaYeHUn HaTpus pasBUBaETCA
COMop UNN gaxe Koma BCNeacTBMe OTeKa BellecTBa rofos-
HOro mMosra. M30bITOYHbIN 06beM BOSIEMUYECKOWN Harpysku,
npu passuBatoemcs cCHCALl ycyrybnsaer TsxecTb naTtono-
rMYeckoro npotecca.

OcTtpas aBTOHOMHas AUCYHKLUA SBNAETCA CNeacTBueM
CHWXXEHMS aKTUBHOCTM N. vagus, YTO NPUBOAUT K YCUIEHUIO
BMMSIHUS CUMNATUYECKON HEPBHOW CUCTEMbI U OOBACHSET
pa3suTne 6BOMbLUIMHCTBA CUMMNTOMOB  «HEOCIOXHEHHOW
aTakum OCTpour nopdupumy. Gonen B XUBOTE, 3anopa, Taxu-
Kapaun, CUCTONNYECKOM apTepuaribHOM TUNepTEH3UMU,
napesa mo4yeBoro ny3bips .CTeneHb Taxukapamn OBbIMHO
oTpaxkaeT aKTUMBHOCTb aTaku. M3peadka Ha nepsbln MnaH B
KNMHMYecKomn kapTuHe atakn Ol MoXeT BbIXOAUTb rmnepTo-
HUYECKNIA KpU3.

HeBponoruyeckue cumntombl. bonbwmHcTBO atak Off,
OCODEHHO Yy NauUMEHTOB C YXXe YCTaHOBMEHHbLIM AMArHO30M,
NposiBNAOTCA B BUAE 60nemn B XKMBOTE B COMETAHUN C NErKn-
MW alpPEKTUBHBIMU HAPYLLUEHUAMM U aBTOHOMHOW ONCHYHK-
umnen. CMMNTOMbI HEBPOJSTOrM4eckoro aeduunta (MoTopHas
NONMHEeBpoONaTMs  WNn  JHUedanonatusl) pasBMBalOTCA
TONbKO B Clyyae MporpeccuMpoBaHUsA ataku, U UM Bcerga
npeaLwecTByeT paHHAS, « AOHEBpoOsiorMyeckas» dasa ataku,
anawascsa ot 3 go 30 aHen (B cpegHem, 10 gHen). Kntove-
BbIM B ANArHOCTUKE HeBporornyeckux cumntomon Ol aBns-

uma ¢.991G>T rena HMBS, accoummpoBaHHasi ¢ pa3BuTUEM
OCTPOW rnepemexatroLenca noppmpun.

B cBA3K C KMMHUYECKMMM NPSIBNIEHNAMU OCTPON nopdupuu,
OTSArOLWEHHBbIM CEMENHbIM aHaMHe30M (nopdupusa y MaTepu
n Bpata, ¢ BepnULMPOBAHHON MATOreHHON MyTauuen B
reHe HMBS) manb4uk Oblil KOHCYNLTUPOBAH FEHETUKOM,
BbICTaBfEH KNMMHUYECKUNA AUarHo3: ocTpas nepemexaro-
Wwasa nopcupuna, ayTocoOMHO-AOMUHAHTHLIA TUN Hacne-
noBaHus. OMIM 17600. Bbino pekomenagoBaHO M3beraTb
MOBbILEHHOW MHCONSALMK, ronogaHnst, U3n4ecknx n ncmxo-
SMOLIMOHArbHbLIX Meperpy3oK, WCKIYMTb MNpueM nekap-
CTBEHHbIX CPEeACTB C MOBbLIWEHHOW MNOP(UPUHOrEHHOW
aKTUBHOCTbLIO, KOHTPOIb 3MEKTPOSIUTOB B CBA3M CO CKITOHHO-
CTbIO K rMNnoHaTpnemMmnn 3a cHeT aHoMarnbHou cekpeunn ALl

B TeueHune 2024 roga manbumk TpuXabl rocnMtannsnposarn-
CA 4NS CTauMOHAPHOrO feveHns ¢ anobamm Ha rofioBHy0
6onb, COHNMBOCTb, 6oNM B XMBOTE, rMNoOrnMkemuto (2, 6
MMOSb MPU JOMAaLLUHEM KOHTPOIE), apTepuanbHyto runep-
TeH3uto (nosbiweHne CAL oo 140 mm.pT.cT.). B BAK oTmeva-
nacb runepcepmerHtemmst Ha ooHe OPU: nosbiweHne ACT
265 E[/n, AITT 103 EA/n, kpeaTuHKkMHa3a 1562. lmnoHatpue-
MWW BO BPEMS 3TUX 3NN3040B BbISABEHO He Obino. IXO-KT:
BIC: ymepeHHas HegocTaTovHOCTbL BuKycnnaaneHOro aop-
TanbHOro KnanaHa c peryprutaumen 1-2 cteneHn. Perypru-
Taumsi TPeXCTBOpYATOro KnanaHa 1-2 creneHu. JleyeHve npu
npuctyne nposogunock 10-40% pacTtBopamu [rHOKO3bI
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eTCH X OCTPbIN, NAapOKCM3MarbHbIN XapakTep 1 obasarterb-
Has BpeMeHHas accoumaums ¢ npelectsyowmmm onsamm
B XXMBOTE.

OcTtpas moTtopHasa (MOTOPHO-CEHCOpHasi) nofinHeBpona-
TUA MPOSIBNAETCA reHepanu3oBaHHOW MblleYyHoW cnabo-
CTblo (00ObIYHO Nepudepryeckum TeTpanapesom). BoamoxxHo
BOBJIEYEHWNE OblXaTeNbHOW MYCKyrnaTypbl C pa3BuTueM Abl-
XxaTenoHoW HepocTtaTtoyHocTU. BoBneveHne aunadparmbl
NPUBOOUT K ee napafoKcarbHOMY ABUXEHUIO, UICTOHYEHMIO,
a [OMONHUTENbHOE BOBMEYEHNE MEXPEOEPHbIX MbILLL
YMeHbLUaeT AblXxaTernbHbln 06beM, genaeT HEeBO3MOXHbIM
KalneBon pediekc, YTO MOXET MPUMBECTU K 0bBCTpyKuun
TpaxeobpOoHXManbHOro aepesa, rMnepkanHU4Yeckon [Abixa-
TenbHOM HegocTaTovHoCTU. Cutyauus ycyrybnsercst BoBne-
YeHMeM YepernHbIX HepBOB C pa3BUTUEM OynbbapHOro CuH-
APOMa WM HapyLleHUsi rMoTaHus, YTO MOXET OCIOXHUTLCA
acnupaumoHHOM NHEBMOHUEN.

OcTpas aHuedpanonatus npu atake Ol moxeT NposBnATL-
ca  addeKTUBHbIMK, MOBEAEHYECKMMM pPaCCTPONCTBAMMU,
yrHeTeHnem/noMpayeHemM Co3HaHus.

doTtogepmaTo3 — KOXHbIM HeBOCMANUTESbHbIA NpPOoLECC,
06YCNOBMEHHbI MOBbILEHHON YYBCTBUTENBHOCTBIO KOXU K
COINTHEYHOMY CBETY, BbI3bIBAETCS YrbTpaduoneToBbiM Crek-
TPOM U3Ny4YeHNss HEBHOIO CBETA Ha KOXHbIE NOKPOBbLI (Ana-
na3oH 400-800 HMm). XapakTepHas rokanusaumsa cbinu — Ha
OTKPbITbIX y4acTKax Koxu. BbiCbinaHns Yalle Bcero nosiBns-
0TCS B BECEHHE-NETHEE BPEMS], OLHAKO B TSXKENbIX CIlyyasix
MOryT GbITb B ntoboe BpeMsi roga B AHEBHbIE Yachkl. [1og aen-
CTBMEM COJTHEYHOrO CBeTa nosBnseTcs bonesHeHHas rune-
pemMus, KpyrnHble ny3blpy C MyTHbIM COOEPXUMbIM, B Aalb-
HeNLeM MOoSBMAOTCA 3PO3UN, YHaCTKN CUHIOLLHO-6arpoBom
pybuoBon aTpocuun.

Penokumun cumntomammn atakm Ol BNSAOTCS OCTPbIN UHTEP-
cTUUManbHbI HebpuT 1 pabaommonus.

Pabgomuonus — knuHu4eckue nposiBNeHns BapbUpyoT OT
6eCCUMNTOMHOrO MOBLILLEHNS aKTUBHOCTU KpeaTuHpocdo-
knHa3sbl (KPK), 0o Takenom ocTpon noYeyHon HeaocTaTou-
HOCTW Bcneactene MuornobuHypum (ocobeHHo npu KOK>
10 000 Ea/n). TunmyHble nposiBNeHnsa pabaoMmonusa BKIo-
YalT MUanNTMK, MbILEYHY0 crnabocTb U M3MeHeHWe LBeTa
moun. OCHOBHOM MpuynHomn pabaomuonusa y naumeHTos Of
SBNAIOTCS HapyLLEHWS 3NEKTPOSIUTHOro obmMeHa.

OUATHOCTUKA. Bcem naumeHTam C nNodo3peHVMEM Ha
aTtaky oCTpoun nopdupun Heobxoanmo NPoBOANTL UCCNeo-
BaHWe ypPOBHA NOPUPUHOB U UX NPOU3BOOHBLIX B MOYe, YTO
Mo3BONSET NOATBEPAUTb UMM OTBEPrHYTb AMarHo3 OCTPOW
nopdpupumn. CtaHgapTom Buoxmmmnyeckon guarHoctmkn Ofl
SIBMNSETCS KONMYECTBEHHOE M3MepeHNe nopcdobunmHoreHa
(MBr) u ypoBHA AenbTaaMMHONEBYIEHOBOW KUCHOTbI
(AJIK) B MOYe MeTOAOM MOHHO-0O6MEHHON XpomMaTorpadun.
Ob6bivHO copepxanue MBI B 10-50 pa3 npeBbIlatoT BEpX-
HIOIO rpaHuLy pedepeHTHbIX 3HavyeHun. [py HopmarnbHbIX
nokasarensax MBI n AJIK moun amarHo3d Ol moxeT ObiTb
NCKIHOYEH.

MNpyn OTCYTCTBUM BO3MOXHOCTWU KOSIMYECTBEHHOIO U3Mepe-
Hua MBI n AJIK, gonyctumo npoBefeHWe KayeCTBEHHOro
aHanusa cBexen mouu Ha MBI ¢ peakTuBom Jpnuxa.
[aHHbIN TECT YyBCTBUTENEH NPU NoBbiLeHUM YpoBHA Bl B
5 n bonee pas, 4YTO COOTBETCTBYET OMOXMMUYECKUM KpUTEPU-
am ataku Ol

AwnarHo3s ocTtpon nopdupmn OCHOBLIBAETCS HA COBOKYMHO-
CTU KIIMHUYECKUX CUMMTOMOB WM OMOXMMUYECKUX LAHHbIX,
3apermcTpupoBaHHbIX BO BPEMsI aTakn 3abonesaHus. B bec-
CMMNTOMHOM (pase 3aboneBaHnsa gnarHo3 MOXeT ObITb yCcTa-
HOBJIEH HAa OCHOBaHWM pesyrnbTaTtoB uccnegosaHnsa OHK u, B
HEKOTOpbIX Cryyasix, bBoxmmuyeckoro aHanunsa.

Bcem naumeHTam ¢ Nogo3peHMeM Ha OCTPYH NOpGUPUIO U
X OGNM3KMM POACTBEHHWKAM PEKOMEHAOYETCSl NpoBeAeHne
MOJEeKYyNAPHO-reHeTUYEeCKOro aHanusa Ha Hanuuue
MyTauun reHoB 6uocuHTesa rema (HMBS, CPO, PPOX) c
Lenbto Bepudmkauumn gnardHosa Orl.

nepopanbHo NGO BHYTPUBEHHO. lMepnognyeckn coxpaHsi-
t0TCS Kanobbl Ha 605K B HOrax, crnvHe, ronosHasa dbonb, 6onm
B xunote. O6e3bonmeaHme He NPUHMMAET, NOMOraeT crag-
kas n myyHasi ega. Ab u JIC nposouupytoT 6onun. Modya Bo
Bpems NpucTyna HopMarsibHOro ugeta. Ha cornHue KoXHble
BbICbIMNAHNA NO TUMNY KpanuBHULIbI MO BCEMY Teny.

YuntbiBas peumamBMpoBaHne NpuUCTynoB, HECMOTPSA Ha NPo-
BOOMMYIKO npodunaktuky creunanuctammn PHIL OOMN
peKoMeHO0BaHO npuMeHeHve npenapata «femaTuHy»/«Hop-
MOCaHI.

BbIBOAbI. Jliobbie HeobbACHMMbIE BONK B XMBOTE, NCUXK-
YyecKne pacCTponCTBa, aNMnenTu4eckne Npunaaku, NonnHen-
ponaTtusl, HO, rnaBHbIM OOpa3oM, MX co4veTaHue TpeldyroT
ncknoyeHna nopdpupumn. OTCYyTCTBME WU3MEHEHUSI OKPacKu
MOYM He WUCKNoYaeT amarHo3 nopdupun. JlabopaTtopHas
AVMarHoCTMKa BKMYaeT obwmn aHanmM3 Moun (XxapakTepHa
pO30Bas OKpacka Mo4M), Ka4eCTBEHHYO peakuuto Ha nopgo-
BGununHoreH, obLLMn aHanu3 KPoBM (XapakTEPEH NENKOLUTO3),
Buoxmmmyeckoe wuccrnefoBaHNe KpoBu  (rMNOHATpUeMus,
rMNoKanMemMus, rUNoxXriopemusi, yBenuYeHue MneYeHOYHbIX
depmeHTOoB). [InarHo3 ocTpon Nopdunpmm OCHOBLIBAETCS Ha
COBOKYMHOCTWN KIIMHWYECKMX CUMMTOMOB N BUOXMMUYECKMX
AaHHbIX, 3aperncTpmMpoBaHHbIX BO Bpems aTaku 3abonesa-
Hus. B 6eccumntomHon (pase 3aboneBaHns guarHo3 MOXeT
ObITb YCTAHOBIIEH HA OCHOBaHMW pe3ynbTaToB WUCCreLoBa-
Husa OHK 1, B HeKOTOpbIX cny4vasx, GBUOXMMUYECKoro aHanmsa.



