OT3bIB

O(HLHANEHOrO OMNMOHEHTAa JOKTOpa MEAHLMHCKMX Hayk, mpogeccopa Ceposoii
Haranen XOHCTAHTHHOBHBI Ha gHccepTauMOHHYIO paboty llMenskosoit Maphu
CepreeBunt Ha Temy: «KimHHko-reHeTHuecKkHe H OHOXHMMHYECKHE ACMEKTHI
HacCJIe/ICTBEHHBIX ONTHYECKHWX HelponaTuii», MNpeJcTaBIEHHON HAa COMCKaHWe
YY€HOH CTEeNeHM KaHAWJaTa Me/MIIMHCKHX HayK Mo chneuManbHocTH 3 1.5. —
OdransMonorus.

AI{T}'HJ'II:!I O0CTh TEMbBI JHCCCPTAUHH

Ipencrasnennas auccepraumonHas padora lllmenskosoii M.C. nocesiena
aKTyallbHUH TeMe - H3Y4YeHHI0 OCOOeHHOCTell HacleICTBEHHBIX ONTHYECKHX
Heliponiatuii. B odTaneMonorun H oQTanbMONOIHYECKOH TCHETHKE BbISBICHBI
npoOsieMbl, CBSi3aHHBIE C HEJOCTATOMHOH M3YYEHHOCTBIO KIHHHYECKHX H
reHeTHYEeCKHX acleKTOB HaclaeJCTBeHHBIX ONnTH4Yeckux Hedponaruii (HOH),
BBI3BIBAIOLIHX 3a9aCTY0 HeoOpaTUMoe MoBpeXk1eHHe 3peHHe MPeHMMYILECTBEHHO V
MOJIOIbIX nauueHToB. Beneacrsue Gonbiioi BamHOCTH 3T0i npodieMsl, a Takke,
VYHTBIBas BBICOKHH HayuHblii HHTepec, pasznuuHble acnexkTsl HOH axtusho
M3YHarOTCA HMccriefioBatensmMi. TemM He MeHee [NaHHBIX, TpeICTaBIEFHBIX B
OTE4eCTBEHHOH M 3apyOekHOH NUTepaType Ha CEerofHsAWHHA AeHb 3a4acTvio
HENI0CTaTOYHO, 4YTOOBI MOHATH MEXaHH3MBI pa3sBHTHA 3adoieBaHMs, a aK.2
0CODEHHOCTH CTPYKTYPHBIX H (DYHKUHMOHANBHBIX HW3IMEHEHHI # OLEHHTH

CBA3AHHBIE C HHMH PHCKH [OJI4 MalUHEeHTa H YJICHOB €ro CEMbH.

OcoOplii MHTEpeC BBI3LIBAET MOHCK HOBBIX MYTallWii, acCOUMHPOBAaHHBIX ¢
Hac/IeICTBEHHBIMH ONTHYECKUMH Helponatuamu. JlaHHbI acneKkT uMmeeT BakHoOe
KJIHHHYECKOe H MPOrHOCTHYECKOE 3HaYyeHue, Tak kak tedenne HOH, BoizpannHoii
MyTalHeil B AAEpHOM reHe OTIHYAeTCs OT TAKOBOTO MPH MYTallMH, BBI3BAHHOI

HapyLIeHHAMH MUTOXOHIpHanLHoi JIHK.

C: YHETOM BERIMIECKA3aAHHOIO pacCcMaTpHeacMaa JHCCepTalHOHHaA pﬂﬁ'ﬂTﬂ
ABJIACTCA, HECOMHCHHO, aKT}'aHLHGﬁ KaK ¢ HE[}"—IH()E, TdK H C HPHKTH‘IEEKOFI TOYKH

3peHusl.




Hﬂ}"]HHﬂ HOBH3IHA HCCTIeQ0OBaAHHA.

Bnepsuie asropom Obl0 nposejeH aHanu3s meTaboaWYecKuX HapyLUeHHid vy
nauventoB ¢ HOH (ouenka yposus donmeroii kucnorel ¥ BuTamuHa B12), a
TaKke onpeneneHa >pQPeKTHBHOCTE CHIBOPOTOYHBIX Ouomapkepos FGF-21 wu
GDE-15.

ABTOpPOM OBII MPOBEJEH AHANW3 COCYAMCTBHIX H3MEHEHHH CeT4YaTKH M JIHCKa
3puTe/ibHOro Hepsa y nauHenTos ¢ HOH u ux poacTBeHHHKOB, a Takike OlieHeHa
IMAarHoCTHYeCKas leHHocTh (oTtonuueckoil DPIT - ¢oTonHyeckoro HeraTMBHOro
OTBETa, JUIA OLEHKH BOBJICYCHHOCTH B MMATOJOTHYECKHH MNPOLECC raHriIuo3HbIX
KIeTOK CETYaTKH, KOTOPBIE ABIAKOTCA OCHOBHOH MulueHnbio npu HOH.

Takum obpa3zom, Hayunas HOBHM3Ha AHccepTallHOHHOR padortel Llmentxosoii
M.C. He BbI3bIBaeT coMHeHHil. [lomyuyeHHble B HAcTOALIEM HCCHEOBAHHH

pe3yibTaTel 00/1a1al0T BEICOKOH NPAKTHYECKOH H TEOPHTHHECKOH 3HAYHMOCThIO.

Crenens 000CHOBAHHOCTH HAYYHBIX M0J10/KeHHI, BLIBOA0OB H PEKOMEHIANLMI,

chopmyIHPOBAHHBIX B IHCCEPTALMH.

B nuccepranmu  npenacTtaBieHsl  4eTKO  cOpMyNHMpOBaHHBIE  Hay4HbIE
MONOWKEHHUA, BBIBOABI H PEKOMEH/IAlHH, OCHOBAHHBIE Ha METOJ0N0OMHYECKH
MPaBHIIBHO TMOCTPOCHHOM HCCIEIOBAaHHH, CYTh KOTOpPOro HiNoxkeHa B pabote.
Jluccepraumonsas pabora HMeeT TOrHYHYIO U MOCIE0BATENBHYIO CTPYKTYPY.

O00CHOBAHHOCTE  HAYYHBIX  MOJIOWEHHH, BBIBOJAOB M PeKOMEH/allMii,
chopMyNIMpOBaHHBLIX B JHCCEpTallMH, OCHOBAHA Ha HOCTATOYHOM O0BEME
KIAHHHYeCKoro Marephana (95 nauuenrtoB (189 rnas), a Takke npHMeHEHHH
PasiIHYHBIX METOJOB HCCJIC/IOBAHHH, KaK OOMENPHHATHIX, TAK W HOBEHUIMX,
BBICOKOTEXHOIOTHYHBIX. BeIOOp BCex Mcnonb3oBaHHEIX B paboTe METOAHK 4ETKO
000CHOBAH LEJIbIO M 3a/Ia4aMH HCCIIEIOBAHUSI,

OBOCHOBAHHOCTE  Hay4HBLIX MNOAOKeHHIT, chOPMYIHpPOBaHHBIX B pabote WM

MOAKPENNEHHBIX JaHHBIMH CTATHCTHYECKOIO aHalIH3a, He BBI3BIBAST COMHEHHIT.




[lo Teme aucceprauuu onydnukosaHo 14 neuarHelx padoT, M3 HHUX 8 - B
KypHaiax, BXOJAUKMX B NepeyeHb BeAyUIHX PpeleH3HpYyeMBIX Hay4HBIX
KYPHAIIOB M HM34aHHMH, pexomeHuoBaHHbIX BAK, NOJy4eH MaTreHT Ha

H3o0pereHue.

Ouenka copepamanus AHCCEPTANHOHHON paboThl.

Juccepraumonnas pabora IlImenskosoit M.C. uMeeT CTaHJapTHYHO
CTPYKTYPY H COCTOWT W3 BBeJeHHs, 0030pa JTUTepaTyphl, ONHCAHHA MaTepHAIOB H
METOJLOB HCCIE0BAHMS, PE3YILTATOR COOCTBEHHOIO MCCNEN0BAHUS, 3aKIIOYEHHS,
BBIBOJIOB W MpaKkTH4YecKuX pexomenaaumii. Pabora u3noxkena Ha 123 crpanmuax
MalIHHOMHCHOrO TekeTa. B pabote aBTOp cebulaercs Ha 158 HCTOYHHKOB, H3 HHX 8
otedyecTBeHHBIX M 150 3apybexxkubix aBtopoB. Pabora wuamoctpHposana 16
TabauuaMu U 28 pUCYHKaMHu.

Bo Beesennn cdopmynuposaHa npobiematika padorel W 0DOCHOBaHa
aKTyalbHOCTE TeMbl. Ha ocHoOBaHMHM 3TOro mnocraBleHa LeNb HCCIEI0BaHHA,
KOTOpas Onpeie/nia 3aaaun, copMyIHPOBAHHBIC HETKO M 110C/IE10BATENILHO.

B rnase «O630p nurtepaTypel» MpeiacTasileH oOCTOATENbHBIH aHalIH3 CBEIeHHH,
MNOMY4EeHHBIX MPEeHMYIIECTBEHHO M3 3apy0OekHBIX, a TakkKe H3 OTeHEeCTBEHHBIX
MCTOYHHMKOB, MMEIOLUIMX OTHOIIEHHE K HM3ydaemoil npobaeme. M3 w3noxeHHbIX
JAHHBIX JIOFHYHO BbhITeKdaeT 0DOCHOBAHHOCTE JIMCCEPTALMOHHON paboTel, Ha 4TO
aBTOpP YKa3blBaeT B 3aKIKOYEeHMH JaHHOH T[7aBbl, MOABOAA K H3JIOKEHHIO
MatepHana coOCTBEHHOTO HCCIeI0BaHu.

B rnase «Marepnankl M MeTO/bl» aBTOp 10JApOOHO JEMOHCTPHpYET AH3aiH
WCCNieIOBaHMA, H3naras B NoApoOHOCTAX XAapaKTePHCTHKH KIHHHYECKOrO M
nabopaTopHOro MaTepHasa, HCoib30BaHHOIO B padore. Onucanue NpHMEHEHHBIX
B paboTe METONMK MII0KEHBl 4YEeTKO M IO0clHe/0oBaTelbHO, 4YTO [03BOISeT
COCTABUTh MOJIHOE NPEJICTABIEHHE O METOJ0JIOMHH HCCIeIOBaHHsl.

Tpetes rnaBa mMoOCBAIEHA pe3yabTaTaM, T[IOJYYEHHBIM B CODCTBEHHOM

HCCIe/IOBaHUH B KJIMHHYECKOi H naboparopHoil yacTu pabotel. Ilpencrasnennsie




pe3yJbTaThl YeTKO CTPYKTYPHPOBaHbl, TOAKPEIUIEHbl HITIOCTPHPOBAHHBIM
MaTepHaIOM /ISl IPOCTOThI BOCIIPHSATHS.

B 3akmodeHHMH 4BTOpP AaHANM3MpYeT JaHHblie COOCTBEHHOIO HCCIIe0BAHHA,
COMOCTAR/AN €ro pe3yJbTaThl ¢ Pe3yibTaTaMH HCCIIEJIOBAHHH APYTHX ABTOPOB,
NoATBEpAAAsA JOrHYHOCTh U 3AKOHYEHHOCTh JIMCCEPTALHOHHOM padoThL.

Cnenyer OTMETHTH CTPYKTYPHOE MOCTpoeHHe padoThl M 4YeTKOe, JOrH4HOe
ulokeHWe Mmartepuana. KauecTBeHHble PHCYHKM M HarnaaHele rpaduky

3HAYMTE/ILHO YAYHIIAIT BOCIPHATHE MaTepHana paboThbl.

CooTBeTcTBHE CO/lep:kaHNsA aBTOpedepaTa coaepRAHHIO AHCCEPTALIHH.

Conepxanne astopedepara MOJHOCTBIO OTPAXKAET OCHOBHLIC [MONOKEHHA
JIHCCEePTALIHOHHOM padoThl.

[puHIMNHATLHBIX 3aMeyannii HeT. OIHAKO X0Tenoch Obl YTOUHHTL HEKOTOPbIE
netanu. B pesynprare nposeieHHOH paboThl aBTOPOM HE HAHICHO pas/IHiui B
konuitnoctd MT/IHK y nmauueHToB, HOCHTENEH MyTallHil ¥ 3/10POBLIMH
HenbITyeMbIMH. HecoBnanenue nojiyuyeHHsIX pesynbTaToB ¢ AaHHBIMH OT/Ie/ibHbIX
ABTOPOB JIHCCEPTAHT 00bACHSETe Pa3THiHeM B METOJMKe HecienoBaHus. MokHO
/M Y3HATh, B 4€M COCTOSJIM 3TH Pa3/H4HA U B YeM NPEHMYIIECTBA METOAHKH,

NpHMEHEHHOH B JIMCCEPTALlHOHHO# paboTte?

Jakaouenne

Juccepranmonnass pabora lllmenskosoii Mapun CepreeBHbl Ha Temy.
JCOMHUKO-TEHETHYECKME M OMOXHMHYECKHe  ACTEKThbl  HAC/E/CTBEHHBIX
ONTHYECKHX Heiiponaruii» no cneumanbHoctn 3.1.5. —  Odranemonorus,
npeacTaBnseT coDoii 3aKOHYEHHYIO CAMOCTOATE/IEHYIO Hay4HO-
KBATH(PUKALHOHHYIO padoTy, B KOTOpPOH MNpeiCTaB/JeHO HOBOE HCCIIEN0BaHHE,
CBA3aHHOE ¢ BO3MOKHOCTLIO DoJiee 1eTanbHOro H3y4eHHs 0CODeHHOCTEH Pa3sBHTHA
M TeyeHWs HacleACTBeHHBIX ONTHYecKHX Helponartui. [lo 00BEMY HCCIeqOBaHHH,

HAy4HOH HOBHM3HE, TEOPETHYECKOH M MpaKTHYeckodl 3HauMMocTH DpaboTa




coorserciByeT TpeboBaHuaM 1.9 «llookeHHs © TPHCYKASHHH Y4EHbIX
CTeneHel», yTBepKAEHHOrO moctaHoBneHHem Pd Ne842 or 24.09.2013r. &
pedakuun nocraHoeinenus Ilpasutenscrsa PO N335 or 21.04.2016 r.,
MPeABABIACMBIM K IHCCEPTAlMAM Ha COMCKaHHE YuYeHOH cTeneHM KaHIWaaTta
MC/HIIHHCKHX HayK, a ee aBTOp JIOCTOHH TNPHCYAKIEHHS HCKOMOI CTeNeHH Mo

crneuHansHocTH 3.1.5 — OdransMonorus.

Oduunanbubiii onnonenT
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Defepantioe TOCYAPCTBEHHOE ABTOHOMHOE ytrpé HOHANLHBIH  MEANIHHCKHI
HCCIIC0BATENLCKHIT EHTP HCHpOXHPYPruK umenu akaemuka H.H. Bypnenxo» Mumnncrepersa
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