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3.1.6 — OHKonorus, nydesas Tepamus; 3.1.21 — IlequaTpus

AKTYyaJIbHOCTb T€Mbl HCCJ/IEI0BAHUS

Heitpo6nactoma (HB) sBiseTcs camoi 4acTow SKCTpaKpaHHaIbHON CONUIHON
OYXONBIO MeTcKoro Bospacta. Hecmorpss Ha OOIMH THCTOTEHE3  ONyXOnw,
6ronornyeckd HB mpexcraenser coboil KpaiiHe reTeporeHHoe 3aboleBaHHe, 4TO H
ABIseTCA TpeAMeToM NS AucKyccmid. Jlnst monumanus Guornormu Hb mposopuTes
MHOYKECTBO MCCIIeIOBAHMI [0 M3yUEHHIO MOJIEKYISIPHO-TEHETHIECKHX 0COOeHHOCTeH
omyxond. Ha JaHHBEIA MOMEHT BBIABJICHBI PasiMYHBIE MOJIEKYISIPHO-ICHETHYECKHUE
M3MEHEHHUs, KOTOpHIEe CIOXHO 0600IIaeMbl, ITI03TOMY KOMIUIEKCHBIH IIOAXOX K
U3yYEHHUIO MOJIEKYIISIPHO-T'€HETHIECKHUX 0CcoOEeHHOCTEH OILyXO0JIX SPKO
KOHTPACTHPYIOIIMX TpyII [AUUeHTOB SABJIAETCH AaKTyalbHOM 3ajaded i
ONTMMM3AIMH [HATHOCTHYECKMX M TepalmeBTHYeCKMX CcXeM. B yacTHOCTH, s
[TOHMMAHMsl TATOTeHeTHYECKH BaXKHBIX MOJIEKYISIPHO-TeHETHYECKUX HW3MEHEeHHH
aKTyalbHO M3y4eHWe OIYXOIM NALHeHTOB, ¢ TeHeTHdyecku oOycnosnenHoi Hb. B
rpynne MaUeHTOB ¢ HeONAaronpuATHBIM TeYeHHWEM aKTyalbHBIM SABJISETCA IOUCK
MHUILeHeH 711 MHTeHCHUKAlMK Tepaniy. TaKKe Ha JaHHBIH MOMEHT HE yCTaHOBJICHBI

MeXaHH3Mbl pepaKkTepHOro TeUeHHs 3a00eBaHHs.

Odopmienune apTopedepara
ABToOpedepar AucCepTaliy BHITIOJHEH 10 OOIIENPHHATOH CXeMe, H3II0KEH Ha 29
CTpaHMIAX M COCTOMT W3 OOIel XapakTepuCTHKH pabOThI, LENH, 6 3ama4, Hay4YHOU
HOBM3HBI, TEGOPETHYECKOM M MPaKTHYECKOH 3HAUMMOCTH padOThl, ONHMCAHUS

METOIOJIOTHH M MCIIOJIBb30BaHHBIX METOJ0B UCCIICOBAHHAA, 5 HOIIO)KCHPIfI, BBIHOCHMEIX
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Ha 3aIIUTY, CTENIeHH JOCTOBEPHOCTH 1 anpobanyy pe3ysbTaToB UCCIICNOBAHMA. Janee
[PUABOIWMTCS KPAaTKOe COICPKAHHE paboThl, 3aKaHYMBAIOLICECH 3aKTioueHueM, 6
BBIBOZAMM W TPAKTHYCCKUMH peKOMeH Il HAMH. Texct  aBropedepara
TIPOMILITIOCTPHPOBAH 4 Ttabnuumamu u 4 pUCYHKaMH. [lo Teme AuccepTalyd
omy0GIMKOBaHO 7 HAy4qHBIX paGoT, BKIIFOYast 4 CTaThy B XypHAaX, PEKOMEH/I0BaHHbIX

BAK MOH P®, B mepuon ¢ 2019 1o 2022 ronpsl.

HayuHasi HOBH3HA HCC/ICA0BAHHAT H OJy4eHHBIX pe3y/IbTaTOB
Hay4Has HOBU3HA HCCIIEJIOBAHIA COCTOMT B KOMITTIEKCHOM IIOJIXOZ€ K HU3y4ECHUIO
reneTudeckux ocobentocted Hb, ¢ MPUMCHEHHEM pa3TMIHBIX METOJIOB MOIIEKYIAPHO-
reHETHYECKOl IHArHOCTHKH, KOTOPBIE MO3BOJIAIOT OLIGHHUTH He TOJBKO HYKIEOTHIHbIE

H3MEeHEHH, HO H 9KCIIPECCHIO reHOB U CerMeHTapHbIC HaprICHHﬂ.

CreneHb A0CTOBEPHOCTH pe3y/bTaTOB

CTpyKTypa M COJSpXKaHHe aBTope(epara MOIHOCTBIO PACKPBIBAIOT OCHOBHBIE
LONIOYKEHMS THCCEPTAIMOHHON PaboTEL. BriBoasl ¥ TPAKTHUECKHME PEKOMEHJALNH,
copMyTHPOBAHHBIE aBTOPOM, OCHOBAHEI Ha aHaju3e pe3yJIbTaTOB MOJEKYJAPHO-
FeHeTHYECKOro MccleloBaHus  OIyXO/H GONBIION KOropThl MAIMEHTOB C Hb,
sxmouatomteii 202 denoseka. JJOCTOBEPHOCTH MOTYHEHHBIX pe3y/bTaTOB ¥ BBIBOJOB
obecrieueHa KaK penpe3eHTaTHBHOCTBHIO IMOJyYCHHBIX J@HHBIX, TAK ¥ KOPPEKTHBIM
BEIGOPOM METOZI0B CTATHCTHYECKOr0 aHAIH3a B COOTBETCTBHH C pelllaeMbIMU 3aiaaMH.
KpoMe TOTO, IOCTOBEPHOCTb OCHOBBIBACTCH Ha OOJIBIIOM KOINMYECTBE HAY9IHBIX
BHICTYIUIEHHH HA POCCHHCKUX H ME(YHAPOJHBIX CHMIIO3MyMaxX, B XOAC KOTOPBIX
[IPOKMCXOIIIO 3HAKOMCTBO C OCHOBHBIMHU Te3UCAMHM JIVCCEPTALMOHHOM pabOTHl, & TAKKE

06CyKIATKUCH TOTyYeHHbIE pe3yIbTaThl

IIpakTHYecKas H TeopeTHeCKas 3HAYHMOCTh
Omnpefenena BEPOSTHOCTh BBIABICHIA CHH/POMOB TIPEJPACIIONIONEHHOCTH K
OImyXoJieBbIM ~ 3a007eBaHMAM 6e3 (PEeHOTHIHIECKHX ocobeHHocTedi B  XOIe

pccjenoBaHus TKaHM OIyXOJIi H MOCIEIYIOLIETO MOJATBEPKIACHHA IaHHBIX Ha
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KOHCTHTYI[MOHAJIPHOM Matepuane, Hro gBIsieTcs BAKHBIM JUI  OCYIIECTBICHUA
HgabmogeHdss 3a MalkdeHToM H  €ero cembeil, Taioke BBIIEJNCHBI MAapKEpbI
HeGIArONPUATHOrO TEYCHUA OMyXOmH Yy [ALUEHTOB TpYNNbl HAOMIONECHUT U
[IPOMEKYTOIHOr0 pucKa H Yy [aIUEeHTOB ¢ pedpakTepHBIM TEHCHUEM 3aboeBaHMsA,
KOTOpbIE MOTYT IIOMOYb B IIpOrHO3MPOBAHKH He6IaroNpHUATHOTO COOBITHS. BBIICTICHbI
MOEKyIAPHO-TeHeTHIECKUue MapKEPhI i MHTEHCH(UKALMK Teparuh NalUeHTOB
rpyIIlbl BEICOKOTO PHCKA. Ha mpuMepe aHau3a OMyXOJH Ha pasiMyHBIX dTanax
eyeHHs OBUIO TOKa3aHO CYIIECTBOBAHWC remetudeckoii rereporensoctd Hb, 41O
00yCIIOBIMBALT 11e1ec0006pa3HOCTh MCCNEN0Banus, HE TOJBKO MaTepuana BO BpeMs

[IepBUYHON THarHOCTHKH, HO 1 B peLanBe / IPOrpeccuyt 3a00JIeBAHHUA.

BHejpenue pe3y/IbTATOB HCCAC0BAHNS B MPaKTHKY

Pe3ynbTaThl MCCIE[0BAHUs IO TOUCKY CHHAPOMOB TPEJPACIIONIOKEHHOCTH K
OITyXONeBbIM 3a00NECBAHIAM Ha OCHOBAHUM COMATHYECKOTO CEKBEHHPOBAHM, MOMCK
MUIIeHeH Ui MOJIEKyJIAPHO-HATIPABIEHHON ~ Teparid B rpynmax —IanueHTos,
HY K JIQIOIIUXCS B MHTeHCU(UKAIUY Teparuy, BHEJIPEHBL B ®OI'BY «HMULL AI'ON um.
Jimurpus Porauesa» MuH3pasa Poccuu. ITomy4eHHbIe pe3yIbTaThl JMCCEepPTALOHHOM
paboThl TOKa3bIBAIOT 3¢ heKTHBHOCTE OCTPOCHHOIO aropuT™Ma B KJIMHAYECKOH
eATEBHOCTH W MOTYT OBITH HCIOJB3OBAHE! ¥ JpYTMMH MeJUIMHCKUMH

yupexIeHUAMH.

O60CHOBAHHOCTH H JOCTOBEPHOCTE MOy deHHBIX pe3ybTaTOB H
c)opMyTHPOBAHHLIX BBIBO0B
JlocTOBEpHOCTD  MTPOBEJCHHBIX pacyeToB He BBI3BIBACT COMHEHMH, TaK KakK
OCHOBaHA Ha OOJIBIIOM M CTATUCTUYECKH NOCTATOYHOM MaTepHalle. IIlecTs BBIBOJIOB
JAMccepTaly JIOTHMECKH BBITEKAIOT H3 M3JIOKEHHOTO Marepuajia W IOJHOCTBIO
COOTBETCTBYIOT copMyIMPOBAHHON HETH H [IOCTABJIEHHBIM 3a/1a4aM HWCCIIeIOBaHHA.
CymMmupys BCe BBIIIECKAa3aHHOS, HeoOXOoOUMO OTMETUTD, BBICOKUH YPOBEHB
BEIMOJHEHHON THMCCEePTAlMOHHOH paboThl. 3aMeuyaHUil ¥ BOMPOCOB K aBTOpy IOCIE

npouTeHus apTopedepaTa He BO3HUKIIO.



3axi0ueHHe

Taxum 06pa3oM, Ha OCHOBaHUH aHAIH32 aBrope(epaTa MOXHO CIENaTh BRIBOA O
COOTBETCTBHH JHCCEPTAMOHHOM paboThl AHIpeeBOH Haransu AnexcanapOoBHBI IO
cBOelf aKTYalbHOCTH, METOJONOrHICeCKOMY YpOBHIO, TOJHOTE MPOBEACHHBIX
HCClieNOBaHM, Hay4dHOH H IPaKTU4ECKOM 3HAIUMOCTH TpeGoBaHUSIM ITyHKTOB 9-14
«[TonoskeHuss © TOpAAKE TIPUCYXACHUS YHCHBIX cTerneHel», YTBEPXKACHHOTO
nocranoBienueM IIpaBUTEIBCTBA PO or 24.09.13 roma Ne842 (co BCeMH
JOMONHEHNAMY ¥ H3MCHEHUAMH B HoC/Ie AYFOLINX pelaKuusIX), HpeNbABIIEMBIX K
auccepTallisIM Ha COMCKaHHME yueHOW CTEIeH! KaHTuAaTa MEIUIMHCKHX HayK, a €€
agrop Amnnpeesa Hartajbs AJIeKCaHIPOBHA 3acily’KuBaeT MNPUCYKIEHII yUEHOU
cTelleHd KaHAWAaTa MeJUIMHCKMX HaykK II0 crienuansHOCTAM 3.1.6 — OHKOJIOTHA,

nydesas Tepanus 1 3.1 21 — Ileguatpus.

JloxTOp MEIMIUHCKUX HaYK,
3aBeqyromuii Taboparopuei MOJIEKyJISIpHOM OHOJIOTHH, MMMYHO(EHOTUIIMPOBAHHS 1
naroMopdonoray I'ocy1apcTBeHHOTO aBTOHOMHO yupeKIeHHs 3/(PaBOOXPAHCHHUSA
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