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AnHoranusi. [TapanougHas mmU30QpeHUsT SBISACTCS TOTUITHOIOTUYECKIM
3a00JI€eBaHNEM, B PA3BUTUU KOTOPOTO BaXKHYIO POJIb MOTYT UTPaTh F'€HETHUUECKUE
dakropsl. Hamie uccnenoBanue nomumopdusma rs689 rena INS y manueHToB ¢
MapaHoOMJHON MMU30(ppPEHUEH BBIIBUIO BBICOKYIO YacCTOTy TI€TE€PO3UTOTHOTO
redotuna A/T (40%) u npeobnananue amiens A (80%). Pacnonoxkenue rs689 B
IPOMOTOPHOM 00JIACTH TPEJIOIaraeT €ro BO3MOXKHOE BIIMSHUE Ha JKCHPECCHIO
re€Ha Yepe3 JIHUICHETUYECKHE MEXaHM3Mbl, Takhe kak MertunupoBanue JIHK.
[Tony4yeHHbie TaHHBIE YKA3bIBAIOT HA MOTEHIIMAIBHYIO POJIb 3TOTO MOIUMOphHU3Ma
B MaroreHese mu3oQpeHnn, 4To TpeOyeT NalbHEUIIero u3ydeHus A pa3paboTKu
HOBBIX OMOMapKEPOB U MEPCOHATM3UPOBAHHBIX MOAXO/IOB K TEPAITHH.

KiioueBble cjioBa: mapaHouaHas IMM30(PPEHMs,, HETAaTUBHBIE CUMIITOMBI,
OMHOHYKJICOTUAHBIM monmuMmopdu3m, I1s689, rterm INS, nHelipommacTHIHOCTD,
AIUTEHETHKA.

CyiiecTByeT MHEHHUE, YTO pa3BUTHE MAPAHOUIHOW IMM30(PEHUU HMEET
MOJUATUOJIOTUYECKUI  xapaktep. OpHOW W3 TUNOTE3 SBIACTCA  BIHMSHHUE
TreHeTHYeCKUX (aKTOpOB Ha 3a00JieBaHUE, B CBSI3U C UYE€M MOXKET 3aTPYIHSATHCS
JMarHocTMkKa W TmoAdop Tepanmuu mnanueHtam. WM3BectHo, uto TeH INS,
KOJIMPYIOIIUA WHCYJIMH, Yy4YacTBYeT HE TOJBKO B PETYISIMUM MeTadoIm3Ma
[JTIOKO3bI, HO U B ()YHKIIMOHUPOBAHUH IIEHTPATHHOW HEPBHOW CHCTEMBI, BKITIOYAS
HEHWPOTUIACTUYHOCTh U CUHANTUYECKYIO TIepe1aqy.

UccnenoBanne momumopdusma 1s689 B rene INS  o0OycrioieHo
HEOOXOJMMOCTBIO BBISIBIICHUS] T€HETUUYECKUX MapKEpPOB, KOTOPbIE MOTYT OBIThH

CBsA3aHbl C IPEAPACIIOIO0KCHHOCTEIO K AJAHHOMY IICUXHYCCKOMY paCCTPOﬁCTBy.
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OtoT onHOHYKIEOoTUAHBIA momumMopdusm (SNP) u3ydaercs B KOHTEKCTE €ro
BO3MOXKHOTO BJIMSHUSI Ha OJKCIPECCUI0 HHCYJAMHA U, Kak CJEICTBUE, Ha
HEWpOHAJIbHBIE TMponecchl. OIHAKO pe3yJabTaTbl HCCIECJOBAHUN  OCTaKOTCS
MIPOTUBOPEUMBBIMHA,  4YTO  MOAYEPKHBAET  CIOKHOCTh  B3aUMOJCHCTBHUSA
TEeHETHUYECKUX U CPETOBBIX ()aKTOPOB B PA3BUTUU MApPAHOUIHON MIN30(PpEeHUU.

Kpome Toro, Ba)XHO€ 3HAYEHHE UMEIOT HEUPOBOCHAIUTENIbHBIE MPOLECCHI,
OKUCJIMTENbHBIA CTpecc U JIUCPYHKIUS Tremaro-3Hiedanuyeckoro Oapnepa,
KOTOpBIE MOTYT YyCyryOisThb TeueHue 3a0osneBaHus. Takum  o0pasowm,
COBPEMEHHBIE HCCIIEOBAHUS HAINPABIEHbl HE TOJBKO HA IMOUCK TN€HETUYECKHX
MapKepoB, HO U Ha MHTErPaALMIO TaHHBIX U3 pa3HbIX 00JacTe — MOJEKYISIPHOM
Oounonoruu 51 KIINHUYECKON IICUXHAATPUN — i pa3paboTKH
MEPCOHAIM3UPOBAHHBIX MMOAXOA0B K JUATHOCTUKE U JIECUEHUIO.

B HacTosfmEeM HMCCIENOBaHMM  H3y4aldach BO3MOXKHAs — ACCOLIMALIMS
OJTHOHYKJIEOTUAHOTO nonumopdusma rs689 rena INS, konupyromero HHCYJIuH, €
pazBuTHeM mapaHouaHou mm3odppenun. lanuwsiii SNP mpencraBnser ocoObrit
WHTEPEC, TMOCKOJIbKY HHCYJIUH, MOMHUMO CBOEW OCHOBHOM METabOIMYeCKOM
(YHKIMU, WrpaeT BaXXHYIO POJIb B MpPOLECCAX HEUPOIIACTUYHOCTH U
HEHUPOINPOTEKIMH, YTO MOXKET HUMETh 3HAYEHUE B IIATOTEHE3€ IICHUXUYECKHUX
paccTpoiictB. B wuccnenoBanuu npuHsiaum ydactue 10 manueHTOB (cpegHUM
Bo3pacT 38,2+5,7 ner) ¢ ycra"oBieHHbIM auarHozom "F20.0 Ilapanoumnas
mm3odpperus” mo MKB-10. ['eHoTunpoBaHWEe MPOBOIUIOCH METOAOM alieib-
ceuuduyHoit monuMepasHon 1enHod peakmuu  (ITHP) ¢ mnocnenyromei
JETEeKIMel pe3yabTaTOB METOJIOM AEKTpodope3a B arapo3HOM Tejie.

AHanu3 TNOJYYEHHBIX JIaHHBIX BBISIBUI  CIEAYIOLIEe pacrlpeaeieHue
reHoTunoB: y 4 nauueHToB (40%) Obu1 0OHApYKeH reTepo3uroTHsid reHotun A/T,
Torna Kak y 6 manueHToB (60%) - roMo3uroTHeIi reHoTUIl A/A. YacToThl anmenei
coctaBuin 80% s amnens A u 20% ans amwtens T. OTcyTcTBUe B BBIOOpKE
romo3uror T/T MoxkeT OBITh OOYCJIOBIEHO KaK OrPaHHYCHHBIM pa3MepoM

BBI60pKI/I, TaK " HOTCHHI/IaHBHOﬁ KJIMHUYECKON 3HAUMMOCTbIO JaHHOI'O I'CHOTHIIA.
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[TonydyeHHbIE 4YaCTOTBI ajuleded COOTBETCTBYIOT JAaHHBIM IO €BPOIECHCKON
NOMYJIALNH, IJIe YacToTa MUHOpHOTO ajuiens T coctanmuser 18-22%.

BrisiBeHHass B XOJ€ MCCIENOBAHMSA BBICOKAs 4YaCTOTAa TIE€TEPO3UTOTHOIO
renotuna A/T (40%) cpenu maunMeHTOB ¢ MapaHOUTHOW MIN30(PEHHUEH MO3BOISIET
BBIIBUHYTh THUIOTE3Y O BO3MOXHOM BIMSHUU mnonuMmopduzma 15689 Ha
MEXaHU3Mbl ~ pPa3BUTUS  JAHHOTO  IICUXMYECKOIO  PaccTpoMcTBa.  IDTOT
OJTHOHYKJICOTUAHBIA MOTUMOP(GU3M PACIIONOKEH B MPOMOTOPHON 00JacTH TeHa
INS, komupyromiero WHCYIMH, 4YTO JieJaeT €ro (yHKIHMOHAIbHO 3HAUYUMBIM,
ITOCKOJIBKY IPOMOTOPHBIE BAPHALIMU MOTYT MOAYJIMPOBATH IKCIPECCUIO TEHA.

OnHUM M3 BO3MOMKHBIX MEXAHM3MOB, IIOCPEICTBOM KOTOPBIX 1S689 MOXKeT
BIUATH Ha dKcnpeccuto INS, sBistorcss snureHeTHdyeckue Moaudukaiuu, B
yacTtHocTH MeTrinpoBanue JIHK. M3BecTHO, YTO MPOMOTOPHBIE MOAUMOP()U3IMBI
CHOCOOHBI H3MEHATHh MNPOPUIb METWIMPOBAHMS, TEM CaMbIM PETYIUPYA
JOCTYITHOCTb T€Ha I TPAHCKPUMIIIMOHHBIX (pakTopoB. B cimydae rs689 amnens T
MOXKET aCCOLMUPOBATBCA C MOBBIIICHHBIM WM IOHWXKEHHBIM  YpPOBHEM
METWJIMPOBAaHMS IO CPABHEHUIO C ajUleleM A, 4YTO, B CBOK OYEPENb, MOXKET
BJIMSITH HA CUHTE3 MHCYJIMHA U MHCYJIUHOMOJOOHBIX (PaKTOPOB POCTA, UTPAIOLIUX
BAXHYIO pOJib B Helipopa3BuTuu u GpynkiuonupoBanuu [THC.

AKTyalbHOCTh M3Y4Y€HHUS JAHHOTO NOJMMOp(PHU3MA Yy TMALUUEHTOB C
napaHougHoN 1mmM30odpeHuelt 00yclIOBIeHA HECKOJIbKUMU (akTopamu. Bo-
HEpPBbIX, HAPYIICHUs] METa0OIM3Ma MHCYJIMHA U UHCYJIMHOPE3UCTEHTHOCTh paHee
HEOJTHOKPATHO  acCOLIMMPOBAJIUCh C IIM30(peHuen, YTo YyKa3blBaeT Ha
MOTEHIMAIBHYIO CBSI3b Mexay aumcperymsinueii resa INS wu  marorene3zom
3a0oneBaHus. Bo-BTOpBIX, BBISBICHHE TIE€HETUYECKUX U JMUTCHETUYECKUX
MapKepoB, TAKUX Kak rs689, MOXKeT criocoOCTBOBATh pa3padOTKe HOBBIX MOIXO/IOB
K CTpaTU(UKAllMU PUCKA, TUATHOCTUKE U Jlake MEPCOHATM3UPOBAHHOW Tepamuu

IICUXUYECKUX PACCTPOUCTB.
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OnpHako I TOATBEPXKICHUS (YHKIIMOHATHHOW 3HAYMMOCTH 18689 mpu
napaHougHOM  mm3oppeHun  TpeOyroTcs  JajbHEWIINEe  UCCIEeIOBaHUs,
BKJIFOYAIOIIIHE:

1. Pacummpenuie BEIOOPKH /Jis MOBBIIIECHUS] CTATUCTUYECKOM MOIIIHOCTH aHAJIN3a.
2. W3yuenwe  snureHeTMueckux — moaudukanmii  (METWIMpOBaHUs) B
npoMoTopHOU obmactu INS y HOcHuTenel pa3HbIX TEHOTHUIIOB.

3. OueHky ypoBHs 3kcnipeccuu reHa INS B 3aBUCMMOCTH OT reHoTuna 1s689.

4. CpaBHEHUE C KOHTPOJBHOW TPYMNION JJsi ONpeAesieHUus] CIeUuPUIHOCTU
BBIIBJICHHBIX aCCOITHAIINN.

BoiBoabl. Bricokas dactora rerepo3urotHoro reHoruna A/T (40%) cpenu
MalMeHTOB C TMAapaHOUJIHOM MIU30(QpPEeHUEH TMO3BOJISIET MPEANOIOXKUTh, YTO
noiuMopu3M rs689, pacnookeHHbIH B MPOMOTOPHOI o0nacT reHa INS, Mmoxer
BJIMSATh HAa €r0 SKCIPECCHUI0 Yepe3 SMUTCHETUYECKUE MEXaHU3Mbl, TAaKHE Kak
MetwinpoBanne JIHK. W3yuenue »sToro mnomumopdusMa y MaIlMEHTOB C
napaHoUHON MmM30(peHner aKTyaJabHO JUIsi TOHUMAHUS €ro MOTEHIMATbHOU
pOJIM B pa3BUTHH 3a00JICBAaHUS U MOUCKA HOBBIX OMOMapKepOB.
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