OT3bIB O®PULIHAJIBHOIO ONIMMOHEHTA

AOKTOpa MEJMUMHCKHX Hayk, mpodeccopa Ceposoii Haranen KoHcTaHTHHOBHBI Ha
JMccepTauHonHyl0  paboty Mypaxosckoif [Oaum  KoHcraHTuHOBHEI Ha  Temy:
«IToTeHIMANBHEIA CTIEKTP MONCKYISAPHO-TEHETHYECKHX BAPHAHTOB M KIHHHYECKOIO
TEYCHHSA HACJICACTBEHHBIX ONTHYECKHX HeHponartwii», NMpeAcTaBleHHYI0 Ha COMCKaHHe
VUCHOH CTEeMEeHH KaHaulaTa MeJMUWHCKHX HayK 10 cheumansHoctd 3.1.5 —
Odransmonorus.

AKTYa/IbHOCTE TEMBbI IHCCEPTANHH

AKTYalIbHOCTb JHCCEPTAIHOHHOIO HeeneaoBanns Mypaxosckoii HO.K. HEOCTIOpHMA.
Hacneacrsennbie  onrtuueckne meiiponarun (HOH) npeactasisior coboii rpymniy
HeHpoJCTCHEPAaTHBHLIX  3a00/1€BaHMil, BOIHMKAIOMIMX  BCJIEJACTBHE  MyTaumii B
MuTOXOHApHaANbHO# HaK aaeproi JIHK (MTHK u a/THK). B pesynsrate renetnueckoro
Ae(eKTa PasBUBAETCA MHTOXOHAPHANBbHAS JMCHYHKIMA, 0OYCIOBICHHAsA HapymeHHeM
paboTel AbixarenbHON uUenn muToXOHApwii.  IlepBocrenenmno nopaxaiorcs Haubosee
YA3BUMLIC K DHEPreTHHECKOMY Jeduumty crpykrypel, B cayyae HOH peur wnaer o
NEPBHYHOM  [OPAKCHHUH raHrmHosHeX Kietok cerdyarku (I'KC) ¢ nocneayiommm
Pa3BHTHEM HACTHYHOH aTpPOQHH 3PUTENLHOTO HEPBA CO CHHMKEHMEM 3PHTEILHBIX
¢ynkukii. K nanbonee wacTBIM reHeTHUECKHM BapHaHTaM H3ouHpoanHelx HOH
OTHOCATCA  ayTOCOMHO-JIOMHHaHTHa#  ONTHYecKas  Heiiponarma (AJIOH) n
HacC/leACTBCHHAs onTHyecKkad Heiiponarns Jlebepa (HOHJI), B To Bpemsa Kak ayrocomu -
PELECCHBHYIO ONTHYECKYI0 Heliponatmio (APOH) panee paccmarpmBanu B pamkax
TAKEN0H CHHIPOMANBHONH naronorud. PacuiMpenre BO3MOKHOCTEll  retieTHueckoii
AMATHOCTHKH CIIOCOOCTBYET H3MEHCHHIO NPE/ICTABICHHS O PONH PasIHYHEIX MYTAUMii B
passutHe HOH. Cymectsyer sBHas HeoOXOIMMOCTL NMEpEOICHUTE CIIEKTP PasIHYHEIX
FCHCTHUCCKHX  BApHAHTOB, accouudpoBaHHbix ¢ passutHeM HOH B Poccwmiickoii
Denepaunu.

I'enernyeckuii Bapuant HOH ofycnasnnpaer Teuenne 3aGonesanus u npor o3 o
3puTeabHEIM QyHKUMAM. B HacTosmiee Bpemst ckaaqpiBaeTes noHnMasue o toM, uro HOH
HE BCCT@ BEAYT K CTOHKOMY CHIDKCHHIO 3PCHHA, B CBA3M C YeM BHISBICHHE KIMHHKO-
TFEHCTHYECKHX 0COOCHHOCTEIH, B T.4. ONpe/ie/ieHHe NPOrHo3a 3a001eBaHNS IPH PAsTHUHEIX
MYTALHAX ABISCTCA HEOCTIOPHMO aAKTYAIBHBIM BOMPOCOM, TPEOYVIOWHM ETAIBHOIO

H3Y4E€HHUA ONTOCPOYHON IMHAMHKH 3ab0aeBanns.




CylecTBeHHYI0 POk B AHATHOCTHKE K MOHHTOPHHIE HAC/ICACTBEHHBIX ONTHYECKHX
Heliponatvii  urpasor COBPEMEHHBIE HHCTPYMEHTAJIBHEIE METO/RI, BEJTIOYAIOTIHE
ONTHYECKYI0 KOTEPEHTHYI0 Tomorpadmio u KOMIOBIOTEPHYIO MEPHMETPHIO, a TakKe
HCCTICNOBANHA  MHTOXOHIPHANBHOH (yHKIIHH, NO3BONIAIOIMIHE  YIIYOHTE NOHHMaHHe
naroreHesa 3zadoneBaHua U o0OCHOBATH NOAXOMBI K HAOMIONMEHUIO W B JalbHelilleM K
JICYCHHIO NTALIHEHTOB.

Hecmorps Ha cymectBennnie noctuskenus B H3YYCHHH MONCKYIAPHBIX W
KIHHHYECKHX AaClEKTOB HACHEACTBEHHBIX ONTHYECKHX HEeHponaruii, MHOTHE BONpOCH
OCTalOTCH OTKPBITHIMH. B uacTHoCTH, HegocTatouno H3YUCHBI B3aHMOCBA3ZH MEWIY
FCHETHYECKHM BAPHAHTOM H BBIPAKEHHOCTHIO 3PHTENBHBIX HApYUICHHH, OTCYTCTBYIOT
4ETKO CPOPMHPOBAHHBIE IIPOTHOCTHYECKHE KpHTEpHH, HeoOXomuMEIe uist yddexTHBHOO

MOHHTOPHHIA 3a001eBaHuA.

Odopmaenne quccepraunn u onenka ee H3JI0/KEHHSA H COlepKaAHu

JliccepTaunonnoe  Hecnenosanue Mypaxoeckoii 10.K. mnokeno na 144
CTPaHHLAX MALIHHONKCHOIO TEKCTa, IIOCTPOEHO 110 TPATHLUHOHHOMY CUEHAPHIO, COCTOHT
H3 BBC/ICHHA, 0030pa nUTepaTyphl, miae MATEPHANT H METO/BI, PE3YIBTaThl COOCTBEHHLIX
HCCNICNOBAHHH,  3aKTIOYEHHA,  BHIBOJIOB, NPAKTHYCCKUX  peKoMeHaaluil, cnHcka
AINTCPATYPbL,  BKIOYalomero 206 McTOYHHMKA, M3 HHX 22 OTEYeCTBEHHEIX W 187
3apy0eKHBIX aBTOpoB. Majoe KolHYecTBO OTCUECTBEHHBIX HCCICAOBaHHIl MOMEpKHBaET
AKTYaJIBHOCTB IMCCePTalHOHHOM paboThi.

Bo Beenennn oGocHorana AKTYAILHOCTE MPOOIEMBL, YETKO C(HOPMYTHPOBAHE! 1E/b
H 3A0a9H MCCEPTAHOHHOIO HCCIENI0BAHNSA, NOCHENOBATENBHO H3TOKEHE] Hay4Has
HOBH3HA H IPAKTHYECKas 3HAYHUMOCTb, TIPE/ICTABIEHE OCHOBHBIE MOJIOKEHHA, BIHOCHMblE
Ha 3allUTYy.

OB30p amreparypsl conepiut COBPCMEHHOE NPECTaBIEHHE O HAC/HECTBEHHEIX
OINTHYECKHX HEHPONATHAX. ABTOP JMCCEPTAIMH  MOCTENOBATE/LHO aHaIH3HpYyeT
JMHICMHONOIHIO M CTPYKTYpY 3aboneBanms, o0obmaer HMCIOLIMECH K HACTOAMIEMY
BPEMCHH CBCIICHUS, NIPEOCTABIAET NOAPOSHYIO XAPAKTCPHCTHKY PAa3IHYHEIX BAPHAHTOR
HACICACTBENHBIX ONTHYECKHX Heliponarwii, pacKpeiBaeT 0coGeHHOCTH KIHHHYECKOTO
TeueHua sabonesanms. B oGsope JHTEPAaTYpLl  NpeACTaBineH OOCTOATENbHBIE aHZTH3

PE3YNBTATOR HOBEHIIHMX HCcNenoBaHnil, noceaménnsx HOH. 3aKkmounTtenbHas wacth




0030pa IHTEpaTy Pl IOrHYHO NOABOIANT K HEOOXOAMMOCTH BEINOJIHEHAA NnpeacTaBieHHOR
paboThl.

I'napa marepman u mMeToasi ACMOHCTPHPYET BBICOKYIO METOLONOTHYECKYIO KYIBTYPY
ucenenosanni. B pamkax paGoTsl aBropoM caMoCTOSTENBHO GbLI NMPOBEAEH MHPOKHIi
cnexTp odransmonornyecknx obcenoBanuil, BIOYas BH3OMETPHIO, OLIEHKY LIBETOBOIO
SPEHHA,  KOMMBIOTCPHYIO MEPHMETPHIO H  OINTHYECKYIO KOTEPEeHTHYIO TOMOTpaduio.
Crarrctuueckas  o0paGoTka JaHHBIX  BBINONHCHA ABTOPOM  CAMOCTOATENLHO Ha
COBPCMEHHOM ~ YPOBHE C HCIOJb30BaHHEM aNeKBATHEIX METOAOB AHANH3A, 4TO
00ecreYHBacT JOCTOBEPHOCTH TIONYYEeHHBIX PE3YALTATOB W MOAYEPKMBAET BBICOKHI
YPOBEHB MPAKTHYECKOH MOANOTOBKH,

B Tpetweii mase npencrasnens PE3YIIBTaThl AHAJTH3a MOTEHUHATBHOIO CIEKTpa

{CHETHUECKHX BAPHAHTOB HACICICTBEHHBIX ONTHYECKHX HEpOnaTHii.
Hsnoxenne pesynsraton NAPAKTCPH3YETCA CHCTEMHOCTBIO H AeTanu3anueii. MypaxoBckas
FO.K. mponemonctpuposana myGokoe mecaenosanme MopdohyHKIHOHATBHBIX
0coDeHHOCTell B M0ArOCcpouHOil IHHAMHKe TIpH PasjiHYHbIX TEHETHYECKHX BApPHAHTEX
HACJIEACTBCHHBIX ONMTHYECKHX Helponarmii, BBIAB/ICHBL byHKIHOHANBEHO-
MOPDOIOTHYECKHE KOPPENALMH, KOTOPHIE B TOM YHC/E MO3BONSIOT ONMpelenTh NPOrHo3
M0 3PUTENBHLIM (QYHKITHAM.

Otaensnoro BHuMaHus 3acnyxuBaer MPCACTABICHHBIH AIMOPHTM 110 JHATHOCTHKE H
ACATOCPOYHOMY MOHHTOPHHTY HACIECTBEHHBIX OMTHYECKHX HelponaTHii.

Ocoloe BHUMaHHEe yIeneHO CTaTHCTHYECKOI] 00paboTke JNaHHBIX, YTO ycHIHBaeT
JOKA3aTeIBHOCTh BbIBOIOB.

KnuHuueckne npumepn, npencrasnennsie OTACNbHOH pyOpHKO#, HamsgHO
WIHOCTPHPYIOT Pe3ybTarbl HCCICA0BAHMA, a IPAKTHYECKHE PeKOMEH IallHHy NMPAMEHUMEI
H JOCTYIHE! U1 KITHHHYECKOIO HCTIONB30BAHM,

B sakmounTensHoii yactu paborsi nana nociesoparennmas KpaTKas HHTeprpeTaius
HOTYHUCHHBIX PE3YIBTATOB, IPOBEACHO HX COMOCTARICHHE C COBPEMEHHBIMH IAHHEIMH
OTEUCCTBCHHBIX H 3apy0esHBIX HCCIe 0BaHHiL, C(hOpMYIHPOBAHHEIE BLIBOIBI ONHOCTHIO
OTpKAIOT NOCTABNCHHBIC LIEIH H 3a1ayn. Han&kHocTs H 060CHOBAHHOCTE HCCIeJOBAHHA
MOATBCPAAACTCH  NOCTATOYHBIM  OOBEMOM  M3yyeHHOTO MarepHaia, KOpPPeKTHBIM
[IPHMEHEHHEM  CTATHCTHYECKHX METOMOB M BBICOKHM YPOBHEM  HaIMAIHOCTH

MpCACTABNCHHBIX TaONHIL M HUIHOCTpPALIKii.




CootsercTBHE Conepxannus aBTopedepara conepraHmio AHCCEPTALIHH
B aBropedepare otpakensl uenk, 3anaun, ocHoBHKe MONOKEHHA, Pe3YILTATEL,
BBIBOJIBL, @ TAKKE MPAKTHYECKHE PEKOMEH1AIHH. Conepxanne aBropedepara nonsoctsio

OTpaacT NoIOHeHHA AHCCEPTALIHOHHOTO HCCNICIOBAHHA.

[loanoTa H3M0KeHHs OCHOBHBIX PE3YILTATOB JHCCEPTAIIHH B HAYYHOI
ne4aTH
[To marepuanam aucceprawmu onybmmkoBano 13 neuarweix paGotr, B Tom uncte 9
paboT B peleH3npyeMBIX HaYIHBIX AypHanax, pekomeHnosanHbiX BAK. TTonyyen narent
Ha usobperenne Ne RU 2785859 CI or 14.12.2022. OCHOBHBIE pe3yIBTaThl Hay4HOro
HCCICAOBAHHA  anpOOHPOBAaHBl M JIONOKEHBI HA POCCHIHCKHX HAYUHO-NPaKTHIECKHX

KoH(pepeHHax,

Hayunas HOBH3HA H NpaKTHYECKAS 3HAYHMOCTS HCC/IeI0OBAHUS

Benencrare npoBeeHHBIX Heele10BaHuil, TOKA3ABILINX BBICOKYIO TEOPETHYECKYIO H
MPAKTHYECKYI0  3HAYHMOCTb, CHCTEMAaTH3HPOBAH MOTEHIMAILHEIL] COEKTP MyTailuii
MT/THK u a/IHK npu HOH & P, OTPa/KCHA BBICOKAaA IeHETHUECKas PasHOPOTHOCT
HOHJI na nocrarounom kimmMyeckom Marepuane, 4to oDOCHOBANO HeoOXOMHMOCTE
PACILHPHTEL MOKa3aHHA K MOJEKY/IAPHO-TEHETHYECKOMY OGCIETI0BAHMHIO MAIHEHTOB ¢
nogosperrem Ha HOH.

B pesynbrare ananusa aunamuin bynkumonansuex nokasareneit HOHJI u APOH
fpH  LIMTCIBHOM  TeueHuH 3a00/IeBaHMs, BEISBICHbI KIHHHKO-TeHETHYECKHE |
mophodyHKuHOHANBHEIE 0COBEHHOCTH MpH pasinunbix MyTauuax a/IHK u mT/IHK na
Oonbwoii  BeIdOpke namweHToB M3 PO B Tu. ¢ HCTIO/Ib30BAHHEM  COBPEMEHHBIX
BHICOKOTEXHOOTHYHBIX MCTONOB [MAarHOCTHKH. Briepshie OnpeleNeHsl CTPYKTYPHbIE
H3MEHCHHA C0A HEPBHBIX BONOKOH CETYATKH, MO3BOIIOLINHE NPOTHO3HPORATL Oollee
OnaronpustHoe Teyenne HOH. Paspaboranmetii B xoze pabors AIrOPHTM JTHATHOCTHKH H
MouuTopuara HOHJI u APOH Hecomuenno Hecer NpaKTHYCCKYI0 none3y. OTeyreTHe
Pa3IHYMA B ypoBHE paGoThl CHCTEMBI  OKHCIHTENLHOIO pochopunuposanns B
MHTOXOHAPHAX (PHOpPOONACTOB KOXKH NallHEHTOR ¢ KaHAHAarHOH myTanum wmr/JHK
m.13513G>A co crenensio rereponnasmun 10-23% no cpaBHenmio ¢ Temu ke
NOKA3aTeIAMH B KOHTPOIBHOI Ipynne o6yc/oBIeH HH3KOI CTene b0 FeTepOnIasMHH, 4TO

KOppe/IHpYeT ¢ G/1aronpHATHEIM TedeHHeM 3a60/1eBaHns TIPH ONMHCAHHOM MYTalHH.




Crenenb 000CHOBAHHOCTH H I0CTOBEPHOCTH HAYYHBIX [10/10KeHHIi, BLIBOTOB H
PEKOMeH/IalHE IHCCePTALIHOHHOI0 HCCAe10BAHNS
Chopmynnposannas nens McclenoBaHus COOTBETCTBYKOT Hay4yHOil npodneme,
NOCTaBICHHBIC 3ala4K HaNpaBieHBl Ha JocTHXeHHEe uenH. JlusaiiH amccepraumonnoro
HCCACAOBAHHA JIOTHYCH, BBIBOJIBI apryMEHTHPOBaHbl. OGOCHOBAHHOCTL PE3VIETATOB
HEOCHOPHMA B CBA3H ¢ HaOOPOM JOCTATOYHOIO M PENPE3EHTATHBHOIO KIHHHYECKOIO
marepuana. Cratuctuueckas o0paloTka JaHHBIX TIpoBejeHa aKKyparHo, YCHIWBas
JAOCTOBEPHOCTH HAYUHBIX MOJOKEHHIA.
JlocToBepHOCTE M OGOCHOBAHHOCTL HAYYHBIX TOMOKEHHI, BHIHOCHMBIX Ha 3ALLNTY,
BEIBOJIOB. 4 TAKOKE NPAKTHYECKHX PEKOMEHAALH, NPEICTARICHHBIX B PaCCMaTpHBaeMoii

pa0ote, He BEI3BIBAET COMHEHMI.

Bonpocs 1 3ameuanns k qucceprauuu n aBTopedepary

[IpuHiMnHaneHEIX 3amMeyannii 10 coaepkKaHHIO | O(GOPMIEHHIO AHCCEPTALMOHHO
padoThl 1 aBropedepary Her.
Bonpoc no Teme auccepraimu B niaHe IMCKYCCHI:
1. B pabore nposoanTcs Koppensima MexIy IUIOWAABIO JHCKA 3PHTE/ILHOTO HepBa,
TOJNUHHON €108 NEPHNANWLIAPHEIX HEPBHAIX BOJIOKOH H HCXOA0M 3PHTENBHBIX QYHKLHI.
[Iposomnance n, Mo maHHBIM JHTEPATYPhl, KOPPEMALHH MEKIY IUIOINATBI0 AHCKa
SPHTCELHOTO HEPBA | TONLUMHOM €105 TICPHIIANMLIAPHEIX HEPBHBIX BOJIOKOH Y 3/10POBBIX
HHIHBHIYYMOB H OBUIH /11 aHATOMHYECKHE HCCICIOBAHNUS B 3TOM HanpaeaeHuu?
2. - no aanneiM OKT niponece crabummsupyercs k 18 mecamnam 3aboneBanus, a OCTpoTa
IPCHHA MOKET NOBBIATECA aanee, 1o 60 mecanes. Kak Mo#kHO 5T0 00bAcHHTE?

3akinovenne
HAuccepraunonnas paGora Mypaxopckoii FOmun KoHcTaHTHHOBHA Ha TEMY:

«lloreHumMaNbHBI  CIEKTP MONEKYIAPHO-TeHETHIECKHX BAPDHAHTOR H KIHHHYECKOIO
TCUeHHA HACNCACTBEHHBIX ONTHYESCKHX HeponaTuily, npeacTaBneHHas HA COMCKAHME
YHCHOH CTeneHH KaHAWJara MeIHLHHCKHX HAYK Mo cnenpalsHoctH 3.1.5. -
Odransmonorus, npencraeaser coGoii 3ABCPIICHHYID HAVYHO-KBATHOHUHPOBaAHHYIO
paboty, BHIMOJIHEHHYIO HAa BBICOKOM METOAOTOIHYECKOM ypoeue. llo obwemy
HCCIE/10BaHMH, CBOCH aKTyanbHOCTH, HAVYHOI HOBH3HE, TEOPETHYECKOH H [PaKTHYECKOH

3HAYHMOCTH AuccepTauus Mypaxosckoii 10.K. nonsocTsio orBeyaet TpeboBanmamM 11.9.




ITpaButenscrea PO Ne 842 or 24 ceHTaOps 2013 r. B pepakumm nocranoeenns
[lpasutenscrea P® Nel786 or 26 okt0ps 2023 r, npegpaBasemsiM BAK Pd i
AHCCEPTANHAM Ha COMCKAHME YYEHOHl CTENeHM KaHAMATA MeIHLHHCKHX HayK, asrop
JACTYHHBACT IPHCBOCHHS HCKOMO#H Y4CHOM CTeneHH KaHAMAaTa MeIHIHHCKHX HAyK 10

CneuHaneHoCTH 3.1.5 — OdrransMonorns.

Oduunansnslii onnonent:
I'naBublii nayunsiii corpynuuk,
PYKOBOAMTENB IPYNNbl O(TANEMONOrHYECKHX HCCTe0BAHMIL,

npopeccop  Kadeapul Helipoxupyprum ¢ KypcamH HeifpoHayk,

OI'AY  «HMMUI] Helipoxupypruu um. ak. H.H. bypaenko»
Munsspasa Poccun

AOKTOp MEAHITHHCKHX HayK (3.1.5. — odransmonorus), r 1/’?
npogeccop Cepopa HK. [ ¢ /P; /
Hoanues a.m.41., npogeccopa Ceposoii H.K. «3aBepHAION
YueHblii cexperaps ®TAY «HMUILL Heiipoxupyprin C ™
. ak. H.H. Bypaenko» Munsapaea Poccun, = 'jf '
KaHIMIAT MEIMITHHCKHX HayK Hanunog I'B. \
«_05_» mapra 2026 1.

Ceedenus o6 onnonenme: ;
Hucecepmanus QOKMOpa MEOUYUHCKIUX HAYK no cneyuanvnocmu 3.1.5. — Dcpmci'm,mm 02Ug
PIAY « HMHL] neiipoxupypeuu um. ax. HH Bypoenxor Munzopasa Poccuu
Adpec : Poccun, 125047, Mockea, 4-n Teeperan-HAycran Vauya, dow 16

Teneghon: 8 499 972-86-68

e-mail: infoansi ru

web-caiim: https://'www.nsi.ru/




