OT3bIB
Ha aBTopedepaT auccepranuoHHON pabotel [pyst Anexcanapa EBrenseBwua Ha
temy «Mpentudumkanusi ¥ HewHBa3WBHAasg ~ MAarHOCTHKA  MOJIEKYJISPHO-
reHeTHUeckux abeppaiuil npu nepudeprudeckux 3MOPUOHAIBHBIX HEHPOreHHBIX
ONMYXOJSIX Yy JAeTeH», NPEeJCTaBICHHOW HAa COUCKAHWE YUYE€HOH CTENeHU AOKTOpa
MEJMLIMHCKUX HAayK IO creunuanbHocTsM 3.1.6. — OHKoMOrus, JiydeBasi Teparus;

3.3.8. — Knunuueckas nabopaTopHas JMarHOCTHKA

Hefipobnactoma (HB) — 310KkavecTBeHHast OMyxXOJib JETCKOrO BO3pacTa,
NPOUCXOAsAIIasl M3 He3pesbIX [MpPeAleCTBEHHUKOB HEMPOHOB CHMIIATHYECKOM
HEPBHOM CHCTEMBI M MO3TOBOTO BEILECTBAa HAANOYEUHHMKOB, XapaKTepU3yeTCs
Bapuale/bHBIM KJIMHMYECKUM TeUYeHUEeM MNP WAEHTUYHOCTH MOP(OIOrHYECKOro
crpoenusi. Kpome Toro, Ha CBeTOONTHYECKOM YPOBHE HelU( (hepeHIMpPOBaHHAS WK
Huskomuddepenuuposannasg Hb MoxeT HMeTh BBIpaXKEHHOE CXOICTBO ¢ APYTHMH
MEJIKOKPYTJIOKJICTOYHBIMH ~ OIYXOJISIMH ~ IETCKOTO BO3pacTa H  IPEeJCTaBIIsATh
onpenenEHHbIe CIIOKHOCTH [UIst An(depeHInanbHOM TuarHocTuky. JlaHHbIe (aKThbl
YKa3blBalOT Ha OCOOYI0 BaXXHOCTh MOJEKYJSIPHO-TEHETHYECKMX MapKepoB B
aunarHoctuke Hb, B mepByro ouepens, 1 OlpeesieH s arpecCHBHOCTH TEYSHHUS
ONMYXONM M MNporuosa 3abonesanus. OIHAKO CYIIECTBYIOLUIHE MOJIEKYIIAPHEIE
(haKTOpPBI PHCKA HE MOTYT B IOJHOH Mepe OOBICHUTH CIydan HeOJIaronpusTHOro
nosefeHust Hb u nx nepedens ocTpo HysKIaeTcst B paciiMpeHuH.

B juccepranmonnom wuccienoeanuu A.E. JIpys NpUBOLSITCS [aHHBIE O
BJIMSHUHM aHOMAaJIHH 9KCIIPECCHM TeHOB M MalibiX Hekomupyiommx PHK, a taxxe
HYKIICOTH/IHBIX BaPUAHTOB W abeppaliuil yucia KOMUi FeHOB Ha IPOTHO3 Y HOIBHBIX
¢ Hb. MHsyuaiorcs MonmekynspHble MEXaHM3Mbl CO3DEBaHMs  OMyXOJeil
nepupeprvecKod U LEHTPATbHON HEpPBHBIX CHCTEM, NPUBOIATCA yOemuTelbHbIE
JIOKa3aTe/IbCTBA YHUBEPCAIbHOCTH JaHHBIX MpoueccoB. B paboTe npencraBieHbl
pe3ynbTaThl MPOCMNEKTUBHOTO HCCIIEIOBAHHS KIMHUYECKOW 3HAYUMOCTH NAHHBIX,
MOJly4aeMBIX C IOMOIIBIO METOAA BBICOKOIPOH3BOAUTEIBHOIO CEKBEHHPOBAHHUS

onyxosesor JIHK. IlpocnexTuBHO Obinu npoananusuposansl 270 ManyueHToB, B



nepByro o4epennb, ¢ Hb rpymmsl BBICOKOTO pUCKa U ¢ PELUAUBHPYIOIIHM TeUeHHEM
OMyXOJM C TIEPBOCTENEHHON I€JIbI0 [OHCKA MHUIIEHEH IS MOJEKYJSpHO-
HanpaBJIeHHOM Tepanuu. TaxkoBbIMM SBUAMCH AKTUBUPYIOIIME MyTalli¥ B
TUPO3MHKHHA3HOM fgoMeHe ALK, no3sonuBsiIMe UCMOIb30BaTh COOTBETCTBYIOIIHE
HU3KOMOJIEKYISipHBIe MHTHOUTOpBI ¥ 20 mauueHToB. Haubonee 3ddexTHBHBIM 13
HUX OKasajcs JIOplaTUHUO, Ha3HAueHHbIH y |2 MANMEeHTOB W IO3BOJIMBIIMIA
JOOUTBCS 4acTOThl OOBEKTUBHBIX OTBeTOB Oomee 65% B coyeTaHuu cC
XMMHUOTEepanvel y IMpemjiedeHHbIX IalMeHTOB. BakHOH ¢ KIMHHUYECKOH TOYKH
3peHHsl ABISeTCS WASHTH(UKAIKUI MyTauuid B reHe 47TRX, KOoTOopble ONpelelsior
3allyCK aJbTEPHATUBHOIO IYTH YIJIMHEHUS TeJIOMEeP M JOCTHIKEHHS KJIeTKOMI
penIMKaTHBHON UMMoOpTanu3auuu. JlanHele MyTaliuyd HauboJIee YaCcTO BLIABJISAIOTCS
y nauuenTos ¢ Hb crapiue 6,58 sier Ha MOMEHT NOCTaHOBKM IMarHo3a v MO3BOJISIOT
00BEKTHBM3MPOBATh BTOPOH mepuon u3MeHenus OGuonormu HB ¢ mepexomom K
«moapocTKkoBeiM» HbB, XapakrepusyromuMces WHIONEHTHBIM ITPOTPECCHPYIOMIAM
TEYEHHEM M XHMHOPE3UCTEHTHOCTBIO. BBUIO MPOIEMOHCTPUPOBAHO HETATHBHOE
IPOTHOCTHYECKOE 3HaueHue abeppaunii rena NOTCHI, a Takxke BO3MOXXHOCTB
peanuM3alMyd TaKMUM AarHOCTHYECKHMX [MPEeJUKTOPOB, KaK MUKPOCATE/JIUTHAS
HEeCTaOMIIBHOCTh M BBICOKAsi MyTallMOHHAsl HArpy3Ka.

[To Teme uccnenoBaHus aBTOPOM OMyOJMKOBaHO 36 Hay4YHBIX paboT, B TOM
yuciae 18 craredd B MEAMUMHCKHX JKypHalax, peKOMEeHIOBaHHBIX Beiciiei
aTTecTallUOHHOM Komuccuel. Pesynbrarsl paboThl ObUIM HMCIONB30BaHBI IPH
COCTABJIEHHMM HALMOHAIBHBIX KJIMHMYECKHUX PpEKOMEHIALUsX JUIsi JIeYeHMUs
nanuerToB ¢ Hb, a taxxke yuebnoro mocobusi «Heitpobnacroma y nereir u
MOJAPOCTKOB: 3MUAEMUOIOIUSA, KIHHUYECKasi Mpe3eHTalus W [UarHoctuka». Bee
pa3ziensl aBTopedepara HamMCaHbl JIOTHYHO U MOCIEI0BATENBHO, PUHIIHITHATBHEIX
3aMe4yaHUU HeT.

Taxum obpazom, aBropedepat nuccepraunu lpyst Anexcanapa EBrenseBruya
«Maentudukanuss ¥ HEMHBA3WBHAs JAMArHOCTHKA MOJEKYJISPHO-TeHEeTHIEeCKHX
abeppauuit npu nepudepuyecKux MOPHOHATBHBIX HEHPOrEeHHBIX OIMYXOJAX Y

AeTei», NonHoCThio cooTBeTcTBYeT . 9, 10, 11, 12, 13, 14 «ITonoxenus o nopsake



MPUCYIKJICHUS — YIEHBIX cremeHeil»,  YTBep)KIAEHHOMY  IOCTAHOBJICHHUEM
npasutensetBa PO ot 24.09.2013 Ne842 (co BceMH HM3MEHEHHAMH H
NOTMOJHEHUSAMH), @ aBTOP 3aCiIy’KUBAeT MPUCYHKACHHA y4&HOH CTElEHH [O0KTOpa
MEIHIMHCKEX HAyK 10 cremuanbHocTsM 3.1.6. — OHKkosorus, Jyiesas Teparui,

3.3.8. — Knunuueckas 1adopaTtopHas JMardHoCTrKa.

3aMecTHTE)Ib IMABHOTO Bpada Mo j1adopaTOpPHOW MeAuIUHE 000 «JIALL
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