OT3bIB O®PHIIHAJIBHOI'O OIIITIOHEHTA
JIOKTOpa MEAMLIMHCKMX Hayk, npodeccopa Kucenesoii Taresansl HukonaesHsl Ha
nuccepranmonnyio pabory Mypaxosckoit HOmmn KoHCTaHTHHOBHBI Ha TeMy:
«lloTeHUHaNBHBIH CIIEKTP  MOJEKYJISpHO-TeHETHYECKHX  BapH4HTOB  H
KIMHHYECKOTO  Te4YeHWs  HACIEeACTBEHHBIX  ONTHYECKHX  HEHpOmaTHi»,
MNpe/CTaBIeHHYD Ha COMCKaHHEe Y4YEHOH CTEeNeHH KaH/HJara MeJHIHHCKHX HaykK

no cneuuanbHocTd 3.1.5 OdrraneMonorus.

AKTYaJibHOCTE TEMBI JIHCCEPTALHH

HacnencrBennsie ontuveckue Heiiponatun (HOH) npencrasnsior coboi
rpynny 3a0ojieBaHMi, CBA3AHHBIX C MYTaLMSIMH MHTOXOHIPHAIBHONH HIIH Si/IEPHOM
JIHK, 1 npMBOAAT K JABYCTOPOHHEMY H, 3a4acTyl0, HeoOpaTHMOMY HapyIlIeHHIO
3peHusl, Kak Npaswio, y &ull Monogoro paborocnocoOHOro Bo3pacta, H
CYHIECTBEHHO OTPAaHHYHBAIOT WX COLMAIBHYH) W TPYOOBYIO aKTHBHOCTB.
AKTyanbHOCTL 1pobieMbl  00yCNOBIEHA CIOKHOCTBIO JIHATHOCTHKH JIAHHOH
[aTOJIOrHU H TPYAHOCTBIO NPOrHO3HPOBAHHA HX TEYEHHS.

Hecmotps Ha 1o, uyto mpobnema HOH npencraBnseT BbICOKMH Hay4HbIH
HHTEpeC Ul HCClefoBareiedl M NPaKTHKYIOLIHX Bpa4ei, HEKOTOPhIE acmeKThbl
OCTAIOTCA MANOW3VYEeHHBIMH H TpeOytor Oosiee feranbHoro ananusa. Jlo cux mop
BeJeTCH paspaboTKa BHICOKOYYBCTBHTENBHBIX M  BbICOKOCTICHHM(HYECKHX
MOJIEKYJISPHO-IT€HETHYECKHX TECTOB AN AWArHOCTHKH pasnu4Heix (opm HOH,
MMEIOIIMX CXOKYI0 KIHHHYEeCKYH KapTHHY. lIpencrapnenne 0 BKiaae pasiH4HbIX
myTtaiMid B pazutie HOH B nHacrosuiee BpeMs MEHAE€TCH HM3-3a pa3sBHTHA H
BHEJPEHHS B IIMPOKYK) NPAKTHKY HOBBIX MOIEKYJIAPHO-TEHETHYECKHX METO/0B
obcnenosanus. Jror  (akr o0bACHAET HeoOXOAMMOCTE MPOAHAJIM3HPOBATH
NOTEHLHANLHBIH CNEKTP MOJAeKy/ispHo-reHeTHdeckux BapuantoB HOH wu nenaer
AKTYaJIbHBIM TIOHCK OHOMapKepoB, KOTOPbIE MOI'YT OBITh BEICOKOMH(OPMATHBHBIMH

B JHATHOCTHKE JaHHOI'O jaboneBaHns.



Pan  kaMHMYeCKMX — MCCIeNOBaHMH  paccMmarpuBaeT — MerabolHuYecKHe
HapylieHus y mnaudedtos ¢ HOH ¢ TOukH 3peHHs BO3MOXKHOIO MpeIHKTOpa
KJIMHMYECKH BBIPDOKEHHOrO TeueHHs 3aboneBaHus, a TaKKe Kak BO3MOXKHBIH
TPUITEp Pa3BHTHA KJIMHHYECKOH CHMITOMAaTHKH TPH HalH4YHH MYTallHH,
xapakrepusix aus HOH.

He meHee BaKHOMH npejcTaBiseTcs OlEeHKa (YHKLUHOHATBHO-CTPYKTYPHBIX
H3MEHEHHH 3PHTENBLHOIO HEpBa Hapsjly ¢ aHaJIW30M PasIHYHBIX TeHETHYECKHX
papyanToB HOH. DT nanaele moryT  cnocobctBoBatk Oonee rmyboxomy
MOHHMAHHIO [Ty CKOBBIX [aTOTeHeTHYeCKHX MpolieccoB, npoucxoasumx npu HOH.

BelpakeHHOe  CHWKEHME  3PHUTEJIbHBIX  (DYHKUMH  1pH  HEKOTOPBIX
reHeTudeckux BapHaHTax HOH 3aacTyio NpHBOOMT K HWHBAJMIHOCTH, MO3TOMY
HEOCTIOPHMO BaXKHBIM BOMNPOCOM SABINETCS OLEHKA CTPYKTYPHBIX HM3MEHEHHH
3PHTE/NBHOTO HepBa MPH pa3IM4YHBIX MYTAlHAX, a TAKKe BBLISBICHHE KIHHHKO-
MopdonoruiecKkux KoppensiHii, MO3BOAAIONIMX OLEHHUTb OCODEHHOCTH TEYeHHS
3aDoneBalus U ero NporHo3.

B cBa3sW ¢ 3THM JaucceprauMoHHYW pabory Mypaxosekoin  FO.K.,
MOCBALLEHHYIO H3YHEHHIO MOJNEKYIAPHO-TeHETHYECKHX aCleKTOB BO B3aHMOCBA3H
¢ olleHKo#H KiuHruYeckoro Tededus HOH cnenyer cuuTtarh akTyanbHOH, HMEIONIEH
KaK Hay4HOe, TAK H MPaKTH4YeCKoe 3Ha4YeHHe.

HuccepranTom nocrasljieHa KOHKpeTHas ejlb HCCIIe10BaHHA,
chopMynTHpOBaHBEl 3aja4yd, CMOCOOCTBYIOLIHE pELIeHHIO JaHHOH npobneMsl c

NPHMCHEHHEM COBPEMEHHBIX H a[ICKBaTHBIX METOIOB HCCINEOBAHHA.

Hayunas HOBH3HA HCCJIEOBAHHS H NOJYYeHHBIX Pe3ybTaTOB
Hay4nas HOBH3HA BBINOJIHEHHBIX HCCIIEIOBAHHI HE BBI3BIBAET COMHEHHH H
o0ycnoBneHa MNpoBeJeHHBIM aBTOPOM [AeTaJbHbLIM AHAJIM30M TMOTEHIMAIBHOTO
crieKTpa MonekynspHo-reHetudeckux BapuantoB HOH. Bnepseie B Poccuiickoi
®enepannn, Ha Oonbioi BeIOOPKE MALMEHTOB ONpeAeNeHbl J0JIH OTAENBHBIX

reHeTudeckux BapuantoB HOH. ABropom ycraHoBneH ocoOblil BK/1aJ B pa3sBHTHE




HOH  mytauuu B reme DNAJC30, cBa3aHHOM ¢ pa3sBUTHEM dyTOCOMHO-
pelieccHBHOl onTh4eckoii neiiponaruu (APOH).

Briepeele B pOCCHICKOH MOMYIAIMM Yy TALMEHTOB C KJIHHHHECKOH
CHMITTOMATHKOl Hac/encTBeHHOM onThdeckoii Heiiponaruu Jlebepa (HOHJI) u
APOH nposenen miyGokuil aHanu3 JMHAMHKH ()yHKIHOHAJIbHBIX noKazareleH
MpH JUIHTEIBHOM TEYEHHH HEHpONAaTHH, BHIABICHBl KIHHHKO-TEHETHYECKHE H
MOp(OdYHKIHOHATBHBIE OCODEHHOCTH NPH PA3THYHBIX MYTAUMAX ANCPHOH JIHK
(#JITHK) u 6 wmuroxouapuansibix JIHK (mT/IHK) Ha penpe3eHTaTHBHOM
MarepHarie. C [OMOLLBIO COBpPEMEHHBIX BBICOKOTEXHOJIOIMHYHBIX
HHCTPYMEHTAIbHBIX ~ METOIOB  WCCIEIOBAaHHS  ONPEJIeJICHBl  CTPYKTYpHBIC
0COOEHHOCTH 3pHTENBHOTO HepBa TpH pasmuusbX MyTtaumsx s/IHK n mt/IHK,
MO3BOJSIONIME ONPEJIEUTh [IPOTHO3 COCTOSHHA 3PUTENBHBIX (QYHKUHH Y
naumenToB, crpagatomux HOH. Asropom paspaboTaH anropuT™ IHArHOCTHKH H

mouutopuara HOHJI u APOH.

Crenenb 000CHOBAHHOCTH H JOCTOBEPHOCTH HAYYHBIX MOJI0KEHHH,
BBLIBOJOB H PEKOMEH/IAIHHA JHCCEPTANHOHHOIO HCC/1e10BAHHS
CreneHr OOOCHOBAaHHOCTH H JIOCTOBEPHOCTHE Hay4YHBIX MONOWEHHH,
MOJYYEHHBIX JIAHHBIX, BbIBOJIOB M PEKOMEHIAIMH, CAEIaHHBIX MypaxoBCcKOH
HO.K., clenyer npu3HaTh BBICOKOH B CBA3M ¢ Habopom DOJNBINOI0  KIWHHYECKOID
marepuana (175 nauMeHToB ¢ reHeTHYEeCKH MOATBEPKACHHBIM JHArHO30M HOH).
JlucceprallHOHHOE HCCIIE/IOBAHHE MPOBOJIHIOCH C HCMONL30BaHHEM 0OBEKTHBHBIX
H COBPEMEHHBIX, B T.4. BBICOKOTEXHOIOTHYHBIX METO/IOB HHCTPYMEHTAILHOIO H
MOJIEKYJIIPHO-IeHETHYeCKOro  0o0ciie/1oBanus, YTO  MO3BOJIHIIO obecrneyHuTh
TOYHOCTH TONYHMEHHBIX BBIBOJOB M pexkoMeHiaumii. Bce BbllIeyKasaHHOE
MO3BOJIAET OIEHHTHL PE3YJBTaThl MCCJIENOBaHMsA KaK JAOCTOBEPHBIC, a OCHOBHBIC
[OJIOKEHHS, BHIHOCHMBIE Ha 3aIIHTY Kak BroJHe 00OCHOBaHHBIC.
CrarucTHYECKHH aHalnu3 pe3ysTaroB MPoBeieH KOPPEKTHO ¢ MPHMEHEHHEM
coBpeMeHHbIX MeTonoB cbopa u 0OpaboTkh MH(OpMAlMH, HAMIAAHO OTPAXEH B

rpapuueckoil  (opme. BriBOABI W MPAaKTHYECKHE PEKOMCHIALUMH HAMPAMYIO
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CAEAYIOT W3 TIONYHYEHHBIX dBTOPOM PE3yIbTaToB, 4 TOTOMY HABISIOTCA
KOppeKTHeIMH. Bce  BbilleyKa3aHHOE  TMO3BOJSET  OLEHHTh  PE3YJbTaThl
HCCJIE/IOBAHHS KAK JIOCTOBEPHbIE, & OCHOBHbBIE MONOKEHHA H BBIBOBI, BHIHOCHMbIE
Ha 3alIMTY KaK BroJIHe 00OCHOBaHHBIE.

3HAYHMOCTH MOJIY4eHHBIX Pe3yabTATOB IS NPAKTHKH

JlucceprantoMm rojiydeHa OOBEKTHBHAS KIMHHKO-(QYHKUHOHIbHAA H
MOJIEKYJISpHO-TeHeTHYeckas xapaktepucTHka HOH, umeromas BaxHoe 3Ha4eHHe
JUIS  JIHATHOCTHKH H  TMPOrHO3HPOBaHUA (YHKUHOHANBHBIX pPE3YJbTATOB Y
MalHeHTOB C YTOH NaToJorHeH.

OnpeneneHsl  KpuTepHH  MOPQOQYHKIHOHANBHBIX H  MOJIEKYJIAPHO-
reHeTHYeCKMX MCCJIE/IOBAHHI, KOTOphie MOryT ciyxuTth ouomapkepamu HOH u
MCTOJIBL30BATECA KaK IOMOJMHHTEIbHbIH WHCTPYMEHT JUIA OMNpeleNeHHus CTeNeHH
TSKECTH TOPAXKEHHS OpraHa 3peHHs B TMOBCEAHCBHOH KIHHHYECKOH TNpaKTHKE.
[Monyyennsle gaHHbIe MOTYT OBITh HCIONB30BaHbl B MOHHTOPHHIE 3a00leBaHHA H
oueHke 3PeKTHBHOCTH NMATOTEHETHYECKOH TepamnHu y NMaliHeHTOB ¢ pa3IHYHbIMH

reHeTHYeckuMH Bapuantamu HOH.

Ouenka cogep:Kanus AHCCEPTANHH

JTuccepraumonnas pabora  Mypaxosckoii 10.K. w3noxena Ha 144
CTPaHHIIAX MAlIWHOIMUCHOTO TEKCTA M COCTOHT U3 BBEeHHs, 0030pa nnTepartypsl,
MaTepHA/IOB U METO/IOB, I71aB COOCTBEHHBIX MCCIIEIOBAHNH, 3aKIIIOYMEHHS, BEIBOIOB
M CIIMCKA JIATEpaTypsl, BKmoyaioero 206 HCTOYHHKOB, H3 HUX 22 OTeYeCTBEHHBIX
u 187 3apybexusix apropos. Pabora wumoctpuposana 34 rtabmmuamu u 20
PHUCYHKaMH.

Bo «BBeneHnn» auccepTaHToM 000CHOBBIBAETCS aKTYallbHOCTh BbIOpaHHOM
TeMbl JIACCepTaliH, ChOpMYIIHPOBaHLl Lie/lb M 3a/1a4d MCCIE/I0BaHHA, HaydHasd
HOBH3HA H TMOJIOKEHHs, BHIHOCHMBIE Ha 3amuTy. [lpejcrasneHsl JaHHBIE O
nyOaMKauMaX | anpodalii OCHOBHBIX MOJMOKEHHH [IHCCEPTaLHH.

B nepsoii raaBe obpauiaer Ha cebs BHUMaHHE MOAPOOHBIA K OObLEMHBIH

Mo cojlepkaHui 0030p nWTeparyphbl, OTPAKAIOUIMA COBPEMEHHOE COCTOSHUE
a




H3y4daeMoil rpobneMsl B HENOM M BKJIIOYAIONIME ONMWCAHHWE MaToreHeTHYeCKHX
ocobennocTei HOH, KIIHHUYECKHX H MOJIEKYIAPHO-FreHeTHYeCKHX
XapaKTepHCTHK HOHJI, APOH u ayTOoCOMHO-ZOMHHAHTHOH ONTHYECKOH
neiiponatiu  (AJIOH). AsropoM mnpeacTaBneHbl COBpPeMeHHBIE CBeJleHHs 00
HH(OOPMAaTHBHOCTH METO/IOB  KOMIBHOTEPHOH [EPHMETPHH M  ONTHYECKOH
korepeHTHOH ToMorpadguu (OKT) B aumarnocruke HOH. B sakmodenun 37oi
[MaBbl  @BTOp  MOAYEpPKHBAeT  HEOoOXOJMMOCTH M BAKHOCTh  W3YHEHHMH
(DYHKIIHOHAIBLHOTO COCTOSHHA MHTOXOHAPHIA JUIst HCCleI0BaHu
OuoMexaHH4YeCKHX MeXaHU3MOB 3ab0neBanusd, a TAK)Ke KOpPeNsalHi MeXKIy THIIOM
myTauud MT/IHK » a/JHK 1 crenensro BeIpakeHHOCTH 3pUTENBHBIX HApYIIEHHH
Juid pa3pabOTKH NPOrHOCTHYECKHX KPHTEPHEB.

Bo BTopoi#i raase nospoOHO H30KEHBI METO/bI MCCIIE/IOBAHHS, OIHCaHa
CTPYKTypa BbIOOPKH KiMHHYeckoro marepuana (175 nmauMeHTOB ¢ reHEeTHYECKH
noarsepxaeHHbIM quardHozoM HOH), MeToiel HHCTpYMEHTAIIEHOIO HCClle/lOBaHUS
M MCIONB3YEMBIE AITOPHTMBI CTaTHCTHYeCKOH o00paboTku panubix. Ilomumo
CTaH/IAPTHBIX  OMTAJIBMONOTHYECKHX  METOJIOB  JIETAJBHO  MpEJCTaBlIeHE
BLICOKOTEXHONMOTHYHEIE HCCIIe/I0BaHMS, BKJIHOYAIOLIIHE METO/1EI OKT,
KOMITBIOTEPHYHO NEPHMETPHIO, MOJIEKYIISPHO-IEHETHYECKHE TECThl, BEINIOJIHEHHBIE
y Bcex obcnenyemsix naiuenros ¢ HOH.

B rTperneii rnaBe noapoGHO M3NOXKEHBl pe3ynAbTAaTEl  COOCTBEHHBIX
HCCJIEZIOBAHHH, MPOJIEMOHCTPHPOBaHa renernyeckas rereporeniocts HOH B PO,
noapobHO H3NOKeHbBl OcoOeHHOCTH TedeHHs 3a0oneBaHHs TPH Pa3THYHBIX
mytauusx MT/IHK u sJ/IHK. Pesynerarel HamsmHO OTpaXKeHBI C MOMOILBIO
Oonbmioro wucna Tabnuiu, pHCYHKOB W rpadukoB. OTaenbHOrO BHHMaHUS
3aciyKMBaeT pa3pabOTaHHBIH aBTOPOM AJITOPHTM JIHArHOCTHKM H MOHHMTODHHIA
HOHJI u APOH. Tlony4yeHHble JaHHbie YETKO H3JI0KEHBI, COOTBETCTBYIOT LEJH
HCCIIE/IOBAHMS, OTPaXaloT MocTaBieHHsle 3anauyd. Hapsay ¢ 3tuM, asropoMm
NPUBOAATCSH KJIMHHHYECKHE NPHMEPBI, HIUOCTPHPYIOLIHE OCHOBHBIE PE3YJIbTaThl
HCCTIE/IOBAHMS M JIEMOHCTPHPYIOLIME BbIABJICHHBIE 3aKOHOMEPHOCTH Ha IPaKTHKE.

ABTOpOM npeJcTaBlIeHbl PEKOMEHIAIHH no BBITTOJIHEHHIO pana




HHCTPYMEHTAJILHBIX METO/IOB WCCJIE[IOBAHHMA U OLIEHKH MPOrHO3a COCTOAHMSA
IPHTENBHBIX (YHKIHH y nampenTos ¢ HOH.

B «3axkmouenun» noaBeneHsl HMTOTH TIpoBeaeHHOH paborte, o0000mensi
Moay4YeHHBIE JaHHbIE. ABTOD H3IOXKHN KIHO4YeBble Pe3yNbTaThl, KOTOphIE JIOTHYHO
BRITEKAOT M3 TMPOBEJAEHHON0  HCCIEOBaHWA, MOATBEPHIas JNOCTHKEHHE
MOCTARICHHBIX Leneid v 3ana4. [TomobHBIH NMOIXon NeMOHCTPHPYET CHOCOOHOCTH
aBTOpa K aHAJIH3Y W BBICOKYHO JIOTHKY HIOKEHHsA MaTepHasna. BeIBoIEl TOTrHYHEL H

ACHBI, COOTBETCTBYHOT 3a/la4amM.

ITonnoTa H30KeHHS! OCHOBHLIX Pe3yJILTATOR B HAYYHOH Ne4aTH.

Ilo matepnanam auccepraiuu onyodnukosano 13 meuatHeix pabot, H3 HHX 9
craTted - B peleH3HpyeMbiX XypHanax H3 llepeunsa Beiclued arrecTtaiiHOHHOH
koMHccHH MuHucrepersa oOpazosanus W Hayku Poccuiickoit ®enepauun.
[Tonyuyen nareHT Ha W300peTenne Ne RU 2785859 C1 ot 14.12.2022.

OcHoBHBIE pe3y/ibTaThl HAYYHOrO MCCHEOBaHHA anpodHpoBaHel Ha
POCCHICKHX HAay4YHO-TIPAKTHYECKHX KOH(MEPEeHIHAX Pa3TH4YHOIO YPOBHS.

CoorBercrBre cogepxanus apropedeparta coaepARaAHHIO IHCCEPTALHH.
Apropedepar TMOJHOCTEH) PACKpPhLIBAET MaTepHanbl [QHCCEPTALHH H
COOTBETCTBYET OCHOBHBIM TMOJIOKEHHAM HCCIIE/IOBATENIbCKOH paboThl.
Bonpocskl H 3ameuanus

[IppHUHNHANEHBIX 3aMedYaHHH H BOIPOCOB IO COIAEPMKAHHIO H H3JIOKEHHIO
padoThl HeT.

Jaknwuenue

Jluccepranmonnas pabora Mypaxosckoii HOnun KoHCcTaHTHHOBHBEI Ha TeMmy:
«lloTeHnManbHBIH ~ CNEKTP  MONEKyJIspHO-TEHETHYeCKHX  BapHAHTOB M
KIHHHYECKOTO  TeYeHHA  HACJIEACTBEHHBIX  ONTHYECKHX  HeHponarHii»,
NpeACTAaBIeHHasA HAa COMCKaHHEe YUYeHO# CTeleHH KaHQuaaTa MEeIMIHHCKHX HayK 1o
cnenuansHoctd  3.1.5. OdTaneMonorus, SBIfSeTCH 3aBEPUICHHOH Hay4HO-
KBaTH(HKAHOHHOH paboToii, BHITONHEHHOH Ha BBICOKOM HAy4yHOM H

METO/I0JIONHYECKOM YPOBHE, B KOTOPOH CONEpPkHTCA pelleHHe akTyallbHOH 3a/1a4yH
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o TaTbMONOTHH — COBEPHIEHCTBOBAHHE METOMAOB JHATHOCTHMKH HACHEJCTBEHHBIX
ontHyeckuii Helponatuii. Ilo oOvemy wHccnenmosaHHMii, CBO€H aKTyallbHOCTH,
HAY4YHOH HOBHM3HE, TEOPETHYECKOH W NpaKTHYeCKOH 3HAYMMOCTH IHMCCepTallks
Mypaxosckoit KO.K. momnocTeio otBeuaer TpeboanmsaMm 1.9. «llonoxenus o
MOpsijIke TNMPHCYKACHUS YYEeHBIX cTeneHei», yteepaaeHHoro [locranornennem
[Ipasurenscrea P® Ne 842 or 24 cenrsadps 2013 r. (B pegakuiu NoCTaHOBICHHA
[lpaputenscTtBa Poccuiickoii ®epepaumu ot 16 okrabps 2024 r. Ne 1382),
npensaBnseMbiM BAK P® k aHccepranMaM Ha COHCKaHHE Y4YEHOH CTEINEHH
KaH/IM/1aTa MEJIMIIMHCKHX HAyK, 4 ee aBTop 3aciy’KHBaeT IPUCBOSHHUA HCKOMOH
V4eHOl CTEeNeHH KaHIWAara MEeOHIMHCKMX HayK Mo crnenuansHoctH 3.1.5

Odransmonorus.

OduunaabHbIi ONMOHEHT

NOKTOp MeauIMHCKHX HaykK (3.1.5. Odransmonorus), npodeccop,
Ha4YaJLHHK OTAENa YJIbTPa3BYKOBBIX HCCIICI0BAHMH
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