3AKJIFOYEHUE JJMCCEPTALIMOHHOI'O COBETA J1.208.072.05 HA BA3E
®EJIEPAJILHOI'O T'OCYJJAPCTBEHHOI'O ABTOHOMHOT'O
OBPA3OBATEJILHOI'O VUPEXIEHVA BBICILIEI'O OFPA30BAHI
«POCCUICKUN HAITMOHAJIBHBIN UCCJIETOBATEJIbLCKUN
MEJIUITMHCKNM YHUBEPCUTET UIMEHU H.1. [TNPOT'OBA»
MUJHHCTEPCTBA 3JIPABOOXPAHEHU S POCCUIICKOM ®EIEPAIIIU [10O
JIMICCEPTALIMN HA COMCKAHME YYEHOM CTEITEHU! JIOKTOPA HAVK

aTTecTallMOHHOE Jej0 No

pelIeHne TUCCepTallioOHHOro coseta ot 25.04.2022 . Ne 2

O npucyxnennn Bunep MapuanHe EBrenneBHe, rpaxaaHke Poccuiickoil
Denepanny, y4eHON CTENEHH JOKTOpa MEAULIMHCKIX HaYK.

Huccepranus «Ilatodusnonoruyeckoe 000CHOBaHHE NIPUMEHEHUs TapreTHBIX
METONOB JIeUEHHUsST MOHOTeHHBIX 3a00jieBaHUIl CeTYyaTKU» I10 CHEeLUalbHOCTSIM
14.03.03 — [Tatonoruyeckas ¢uznonorus u 14.01.07 — I'nasHele Oone3HU IpUHSTA K
samuTte 17.01.2022 r. mpotokoa Ne 1 muccepranuonssiM cosetoM 1 208.072.05 Ha
6aze  @DenmepalbHOrO0  TOCYAapCTBEHHOTO  aBTOHOMHOTO  00pa30BaTeNIbHOrO
YUpexXIeHUsI BBICIIIET'O oOpa3oBaHHs «Poccuiickui HallMOHAJIbHBIN
UCCIEeNOBaTeNbCKUN  MeIUUUHCKUE  yHuBepcuter uMeHu H.M. Iluporosa»
MuHucrepcTBa 3apaBooxpaHeHus Poccuiickoit Penepaunu (mpukaz Ne 105/Hk oT
11.04.2012 r.), agpec: 117997, Mocksa, yi1. OCTpOBUTSIHOBa, 1. 1.

Couckarens Bunep Mapuanna EsrenseBna, 1984 rona poxnenus, B 2007 r.
OKOHYHIIa GaxynpTeT (GyHIaMeHTalbHOM MeIULUHbI MockoBCKOro
rocylapCTBeHHOro yHHBepcuTeTa UM. M.B. JloMoHocoBa 1o cCHenUanbHOCTH
«JleuebHOE nmeIoN.

B nmepuon moAroToBkM AMCCepTallMM  coMckarens Bunep MapuaHHa
EBrenpeBHa paboTaia B AOJDKHOCTH Bpaua-odTanpMmoiora LleHTpa 310poBbs ria3
MeaunmHCcKoro eHTpa «ATiacy.

C 2014 roma 3aHMMaeTCs OpraHu3alliedl KIMHUYECKUX HCCIeNOBaHUN B
obnactd 0(TaIbMOJIOTUH, T€HETHKH B COTpYAHUYECTBE C OTAENIOM KIMHHYECKUX

uccnenoBannit HMUI] otopuHonapuHronoruy, kapenpoit odpransmornorun @MBA.



Juccepranyio Ha TeMy «OKCIEpUMEHTAIbHOE HCCIIEN0BaHUE I1apaMeTpoB
3JIEKTPUYECKOM CTUMYIISALUN 3pUTENBHON KOPBI C LENblo pa3pabOoTKU KOPTHKAIEHOIO
3pUTEIBHOTO IIpOTE3a» Ha COHMCKaHHE Y4YEHON CTENeHH KaHAMJaTa MeIULHUHCKHUX
Hayk 3amuTioia B 2010 rogy B muccepramuonHoM Cosete J[002.044.01 Ha Oasze
MHcTHTYTa BEICIIEH HepBHOU AesTeNbHOCTY U Heltpodusunonaoruu PAH.

B Hactosuee BpeM:a pa60TaeT B JOJDKHOCTH BEAYUIEro MnpoOeKTHOTO

meHekepa AHO BO HayuyHo-TexHONOIMYecKuii yHUBEpCUTET «CHpUYC» IO

pa3paboTke mpernapaToB IeHHOH Tepaliy B O TalIbMOIOTHH.
Jluccepranus BBINOJHEHa Ha kad@lpe NaTOPHU3UOJOTUHM U KIMHUYECKOU

natodusuosoruu  jedeOHoro dakynprera DenepanlbHOrO0 ToOCYyAapCTBEHHOTO

aBTOHOMHOT'O 00pa30BaTebHOTO YUYpeXIeHHs BbICIIero oOpa3oBaHus «Poccuitckuii
HallMOHANBHBI HCCIe0BaTeNbCKUH MENMIMHCKUY yHHBepcuTeT uMenn H.I.
[Tuporosa» MunucrepcTBa 31paBooxpaHeHs Poccuiickoit denepauui.
HayuHble KOHCYIBTAHTHI:
Canmacu Xean MycrtadgaeBud — HOKTOp MEAWLUHCKUX Hayk, Ipodeccop,
3aBeNyloUINE kadeApoil MaToNOTHYeCKOM W KIMHUYECKOH MaTo(U3NOJIOrUH
nedyebHOro  QakynpTeTa  DedepanbHOIO  TOCYAapCTBEHHOTO  aBTOHOMHOTO

00pa30BaTeNbHOTO  YYpeXIeHHs  BbIcmlero  oOpasoBaHus  «Poccuifckuii

HallUOHAJBHBIM HCCIEN0BAaTeNbCKAM MEINLMHCKUAN yHHUBepcuTeT HUMeHH H.IM.
[Tuporosa» MuHuctepcTBa 3apaBooxpaneHus Poccuiickoit @enepauuu;

Banamosa Jlapuca MapaToBHa - [IOKTOp MEOULUHCKUX HayK, TeHepalbHbBIHA
mupextop  Hexommepyeckoro  IlaptHepctBa  "MeXIyHapOAHbIF  Hay4HO-
IpaKTHYECKHUil HeHTp npoiudepaluu TkaHed".

OdunuanpHbIe ONMITOHESHTHI:

[TanoBa MHa I'eoprueBHa — TOKTOp OHOJNOTMYECKUX HayK, BeNyIUUH HaydHBIN
COTpYIHMK JlabopaTopuu mpobieM pereHepanuu denepalbHOro rocyJapCTBEHHOTO
OIOIDKETHOTO YUYPEXXIEHUs HayKH I/IHCTTITyTa Oouonorun passutus uM. H.K.
Konbsuosa Poccuiickoit akanemun Hayk. [IpgnocraBiieH MoJIOKUTENBHBIN OT3BIB, HO B

HEM COHAep>XaTCsga 3aMe€daHUs, KOTOpbIE HE HOCSAT MPpUHIOUTNINAIBHOTO XapaKTepa U HE

npenATCTBYIOT NMIPEACTABIICHNIO AUCCEpTAllH K 3alllUTE.



PsibueBa Amta AnekceeBHa — JOKTOp MEIULUHCKUX HayK, Tpodeccop, Beayuii
CIeLMaIucT  OTAENeHUsT  OopraHu3aluoHHoro  oOecmeueHuss  DenepalbHOrO
roCylapCTBEHHOr0 OrDKETHOro yupexaeHus «HaluvoHanpHBIR MeIULIMHCKUN
HICCIIeIOBAaTeNIbCKAN LIEHTp IIa3HbIX OosiesHedt uM. ['enpMrosblian» MUHHCTEpCTBa
3apaBooxpaHeHus Poccuiickoit @enepaunn. [IpenocraBiieH MOJIOKUTENBHBIN OT3BIB.
B oT3bIBe comeprkaTcsi BOIPOCHI, KOTOphIE HE CHI)KAIOT Hay4YHOH M NpaKTU4YecKOU
3HAYMMOCTH pelleH3UpyeMOit pabOoTHL.

[llenynuenko BsyecnaB MuxaitnoBuy — [OOKTOp MEIHMLHMHCKUX HayK,
npodeccop, THIaBHBIH HaydHbId COTpyaHUK DeaepalbHOTO TOCYAapCTBEHHOTO
OIOIDKETHOTO HayyHOro yupexxaeHus «Hay4yHo-McciaenoBaTenbCcKkUil HMHCTUTYT
ria3HbIX OosiesHei» MUHHCTepcTBa Haykd M BhICHIEro oOpas3oBaHHs Poccuiickoit
Qenepaunn. [IpenocraBieH NOJOXKUTENbHBIH OT3bIB. B 0T3mIBE coaepkarcs
3aMeyaHus, KOTOpble He HOCAT NPUHLHUIIUAIBHOTO XapakTepa U He MpensiTCTBYIOT
IpeCcTaBIeHNIO JUCCEpTAlUY K 3alllUTe.

Ha Bompockl ONMOHEHTOB B XOAe AUCKYCCUU OBUIH [aHbl HCUepIBIBAIOLINe
OTBETEHI.

Benymass opranmsauus: @enepalibHOe  rocyldapcTBeHHOe — OlODKETHOE
oOpa3oBaTenbHOe yupexaeHue Beiciiero obpa3oBaHus «CaHkT-IleTepOyprekuit
rOCylapCTBEHHBI IeauaTpUUecKuil MEOULMHCKUN YyHHBepcUTeT» MUHHCTepCcTBa
3apaBooxpaHeHus: Poccuiickoit @enepaunn (PI'BOY BO CIIGITIMY M3 PD) (r.
Cankrt-IleTepOypr), B cBOE€M TMOJOXHUTEIHLHOM 3aKJIFOUEHUHU, MOANUCAaHHOM
[Tonsikooit B.O., 0.6.H., npodeccopom, npodeccopoM PAH, npodeccopoM kadenps
TaTOJIOTUYECKON (PU3MOJIOTMH ¢ KypcOM HMMMYHOIIATOJIOTMH W Bpxeckum B.B.,
I.M.H., IpodeccopoM, 3aBelyrolluM kadedpoit odTanpMonorun  DenepalbHOro
roCcyJapCTBEHHOro  OlO/DKETHOro  00pa30BaTEeNbHOIO — YUYpPEeXKIOEHHsI  BBICIIETO
oOpasoBanuss  «CaHkT-IleTepOyprckuif  rocyaapCTBEHHBI  IeAHaTpUYEeCcKHi

MEIUIMHCKUA  YHHUBEpCUTET» MHUHHCTepcTBa 3IpaBooxpaHeHus Poccuiickoit

denepalny, ykazaj, 4YTO [IUCCepTallMOHHas paboTa Bunep Mapuanssl
EBrenseBHbl «IlaTopusnonoruyeckoe 000CHOBaHUE NPHUMEHEHUs  TapreTHHIX
METOJIOB JIeYeHUs MOHOT€HHBIX 3abosneBaHU CeTYaTKU»,

IpeaAcCTaBJICHHas K 3alllUTC Ha COHCKaHHE yquOfI CTCIICHU JOKTOpa MEANULIMHCKUX
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Hayk 1o crnenuanbHocTM 14.03.03 — IlaTtonoruueckas dusuonorus u 14.01.07 —
I'mazHble OOJe3HU, BHINOJHEHHAs NPU KOHCYJIbTUPOBAHUU JOKTOpPA MEIULIMHCKUX
Hayk, npodeccopa Canmacu XKeana MycradaeBuda U JOKTOpa MEAUIMHCKUX HayK
Banamosoit Jlapucel MapaToBHBI, SBJSETCS 3aKOHYEHHBIM CaMOCTOSITEIIbHBIM
Hay4YHO-KBAJIM(PUKAIMOHHBIM HCCJIEIOBaHHEM, B KOTOPOM pelleHa aKTyajlbHas
mpoOjieMa — yIydllleHHe KadecTBa JieueHUsS U (DYHKIMOHANBHBIX pe3yJbTaTOB Yy
MalMeHTOB C MOHOTEHHBIMHU 3200JIeBaHUSMU CETUATKHU, MMEIoIIas CYIIeCTBEHHOE
3HaUeHUE NIl OPTaIbMOJIOTHH, TaTO(GU3NOJIOTUH U T€HETUKH.

[lo aKkTyaJbHOCTHM, Hay4YHOW HOBHU3HE, TEOPETUYECKOM U IPAKTUYECKOU
3HAUYUMOCTH, TOCTOBEPHOCTH MOIYYEHHBIX pe3yJbTaTOB M 0OOCHOBAHHOCTU BHIBOJIOB
auccepranvoHHas pabora Bunep MapuanHsl  EBreHbeBHBI  COOTBETCTBYET
TpeboBaHusM 1.9 TlomoxxeHus: 0 NPUCYXAEHUU YUYEHBIX CTEleHeW, yTBEp)KIEHHOIO
[TocranoBnenuem IlpaButensctBa Poccuiickoit @eneparuu Ne842 ot 24.09.2013r. ¢
u3MeHeHussMU U pomnojHeHusMu oT 20 maprta 2021 r. Ne 426, npeabsaBiisieMbIM K
JOKTOPCKUM AMCCEPTALUsIM, a €€ aBTOP 3aCIy)XKUBAaeT MPUCYXICHUS yIEHO! CTelleHU
JOKTOpa MEIUIMHCKUX HayK Mo crnenuanbHocTsM: 14.03.03 — matosoruyeckas
dbusuonorus u 14.01.07 — rnazHele O0NE3HU.

Couckarens umeer 27 onyOJIMKOBaHHBIX padOT MO TeMe AucCepTaliy, B TOM
yucie 13 paboT, onyONMKOBaHHBIX B PpELEH3UPYEMbIX HAyUHBIX H3JaHUIX,
pekomeHnoBaHHbIX BAK npu MuHHCTEpCTBE HayKM U BBICLIETO0 OOpa3OBaHUS
Poccuiickoit @enepanuu, 9 — B 3apyOexxHbIX xypHanaxX. [lyOnukanuu MmocBsImeHbl
BOIIPOCaM  MOJIEKYJSpHO-T€HETUYECKOro  ooOcienoBanus, auddepeHInaIbHON
JUArHOCTUKHM MOHOTEHHBIX 3a00JIeBaHMM CeTuaTKu U MOAXOoJAaM K HUX JIEUEHHIO.
Knunudeckue wuccrnenoBaHusi, KpoMme 3IEKTPOPU3UOIOTUYECKUX, OCYIIECTBICHBI
JUYHO  COUCKaTeleM, J3KCIepUMEHTalbHble HCCIENOBAHUSl  BBIIOJHEHBl B
COTPYIHUYECTBE C IpeacTaBuTeNssMu JlabopaTtopHoro komriekca @I'BY MI'HI um.
H.IT.boukoBa, M®THU, I'eneruxo, I'enomen. OOt o6beM MyONHUKAIIMH COCTABUII
7,27 nedaTHBIX JUCTa U comepxuT 85% aBTopckoro Bkiana. OpUTMHAJIBHOCTH

paboThl, ollpeieIeHHasl 10 cucTeMe « AHTHUIIIaruaT cocrtaBisier 96,96 %.



|
Haunbonee 3HaunMble Hay4Hble paOOTHI 110 TeMe AUCCepTaltu:

)

Bunep M.E., ArtapmukoB J[.Ci, Kagemues B.B., 3ompHukosa U.B.,
bapx . Cammacu K.M.

aToGU3N0JOTUH

Jemuunckuii  A.M., bamamoa JIL.M.,

OcobenHoctH SpUTEIIBHOTO OUKJIa, Kackaaa )51

MeTaboNNYecKUX myTedl mpHu IMMIMEHTHOM peTuHuTe. // Poccuiickuii
o TarbMONOrUUECKUH XypHal. 20[‘11. V.14.N.1. C.80-88.

Vsanosa M.E. (Bumep M.E.), B.B. Kamsimes, J.C. Arapumkos, U.B.
3onpHuKOBa, H.II. Axuypuna, H.K. Ceposa, @.A. Konosanos, E.P. Jlozuep,
E.A. Tlomepanuesa, H.B. Berpesa, JI. bapx, JL.M. banamosa, X.M.

Canmacu BapuaHT ¢eHoTHNa 4YdCTUYHOH aTpo(UU 3pUTENBHOTO HepBa

BeiencTBie MyTauuu B ree C19arfl2 (Heliponerenepalusi ¢ HakOILIEHUEM
xene3a B Mo3re (NBIA)) // Knuuueckas opramsmonorus. - M., 2020. -
20(1) C.32-36. DOI: 10.32364/23 J 1-7729-2020-20-1-32-36.

Banosa M.E. (Bumep M.E.), | I'oprumemn K.B.,

|
AtapminkoB J1.C., bapx 1., Canmicu X.M., banamosa JI.M. Ocobennoctn

3onpHUKOBa M.B.,

NaTOreHEeTHYECKOTO U KJIMHUYECKOro TeUeHMsI BpOXKIEHHOH CTallOHApHOM
HOUHOM cnenoTsl mpu MyTauuu £.283delC B reme NYX // Poccuiickuii
2019. - 12(3) C. 77-84.
https://doi.org/10.21516/2072-0074-2019-12-3-77-84

13.Ivanova ME (Weener M.lﬁ!.), Trubilin VN, Atarshchikov DS,
Demchinsky AM, Strelnikov VV, Tanas AS, Orlova OM, Machalov AS,
Overchenko KV, Markova TV, Gllenkova DM, Anoshkin KI, Volodin IV,
Zaletaev DV, Pulin AA, Nadelypeva II, Kalinkin AI, Barh D. Genetic

opTanbMOJIOTUYECKUN KypHan. | - M.,

screening of Russian Usher syndtome patients toward selection for gene
therapy // Ophthalmic genetics journal. 2018. V.39. N.6. P. 706-713.
https://doi.org/10.1080/13816810.2018.1532527

Ivanova ME (Weener M.E.), lAtarshchikov DS, Pomerantseva EA,
Tolmacheva ER, Konovalov FA, |Strelnikov VV, Kurishev AO, Barh D.

Whole exome sequencing reveals

with autosomal recessive retinitis

novel EYS mutations in Russian patients
pigmentosa. // Invest. Ophth.&Vis.Sci.
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2020. V=61.P675.

6. MBanosa M.E. (Bumep M.E.), 3onpHukoBa W.B., Xanenxo WN.E.,
CrpensHuxkoB B.B., Konosanos ®.A., Jlosuep E.P., AmmieeBa M.A.,
Antonen A.B., Kanusen W.B., T'oprumenu K.B., Artapmuxos [1.C.,
[TestHKOB J[.B., Kopoctenes C.A., Kysnenosa E.b., bap /l., banamosa JI.M.,
Cammacu JK.M. OcoOeHHOCTH 3MHUAEMHOJIOTUH, KIMHUKHA U IaToreHesa
aXpoMaTOIICHM B poccuiicko  momynsuud.  //  Poccuiickuit
o TaIbMOJIOTHYECKU R XXypHal. 2020. T.13. N.1 C.12-22.
https://doi.org/10.21516/2072-0076-2020-13-1-12-22

7. Ivanova ME (Weener M.E.), Barh D., Zolnikova IV, Gorgisheli KV,
Atarshchikov DS, Ghosh P, Novel frameshift mutation in NYX gene in a
Russian family with complete congenital stationary night blindness. //
Ophthalmic Genetics. 2019. T.40 N.6 P.558-563 DOI:
10.1080/13816810.2019.1698617

Ha nuccepranuio u aBTopedepaT NOCTYIUIN OT3bIBHI OT:

Boiiko DOpHecrta BurtanbeBnua — AOKTOpa MEAMIIMHCKUX Hayk, Mpodeccopa,
3acily>)KeHHOTo Bpaya P®, uneH-koppecnoHaeHTa BoeHHO-MeqUuIMHCKON akaqeMuH,
nupektopa Cankr-IlerepOyprckoro ¢unmuana PenepalbHOro TroCyAapCTBEHHOTO
aBTOHOMHOTO y4pexzaeHus «HanuoHanpHbIE MEAMLMHCKHHA HCCIeI0BaTENbCKHU
HeHTp «MeXoTpacieBoi HayuyHO-TEXHHUYECKUH KOMIUIEKC «MUKpOXUPYPrUs riia3ar
uM. axan. C.H. ®enopoBa» MuHHCTEpCTBa 30paBOOXpaHEHHUs Poccuiickoi
denepanny;

TatukonoBa Amnekcannpa CepreeBuya — JOKTOpa XHMMHYECKHUX Hayk,
BeJyLIero Hay4yHOro coTpynHHka DenepallbHOIO TOCYNapCTBEHHOTO OFOIPKETHOTO
yupexaeHuss Hayku HMHCTHUTYT Ouoxumudeckoit ¢usuku uM. H.M. Dmanysns
Poccuiickoit akageMuu Hayk;

Yaycosoii CBeTnanbl BuTanbeBHBl — JOKTOpa MEIUIMHCKUAX HaYK, JOIEHTA,
3aBelyrolero kadenpoit obmei matonsorud Meauko-O6uonorunyeckoro (haxynbTeTa
DenepallbHOrO roCyJapCTBEHHOTO aBTOHOMHOTO OOpa30BaTENBbHOIO YUpeXKAEHUS
BeIcIIero  oOpaszoBaHUs  «PoCCHMiCKMII =~ HalMOHaNBHBIA  HCCIIEA0BaTEeNbCKUMA
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MenuuuHckuit yausepcuteT uM. H.M. ITuporosa» Munucrepcrsa 3apaBoOXpaHeHuUs
Poccuiickoit Oenepauny;

Hamnora Binanumupa AGpamoBuyda — 10KTOpa GU3NKO-MaTeMaTHUeCKUX Hayk,
BeIyllero Hay4yHOTrO COTpyIHHUKa JladopaTtopuu (GHU3UKU TIa3Mbl U GU3UYECKUX
OCHOB MHKpO-TexHoJOoruu HaydHo-KccienoBaTenbCKOro HHCTUTYTa SIAEPHOM
duszuku uM. J[.B. CkobGenplpiHa MOCKOBCKOTO TOCYyIapCTBEHHOIO YHHUBEPCHUTETA
uMmenu M.B. JlomoHocoBa.

Ot3piBBI Ha aBTOopedepaT comep)kaT BBICOKYKD OLEHKY aKTyajlbHOCTH
IIPEeACTaBJICHHOTO HCCIEN0BAaHNs, HAyYHOM HOBU3HBI U NPAKTUYECKOH 3HAYMMOCTHU
MOJyYEeHHBIX pe3ynbTatoB. OTMeyaeTcs, 4YTo AUcCepTalloHHas paboTa BBITOJHEHA
Ha BBICOKOM KBalM(DUKALMOHHOM HAayYHOM YPOBHE U COOTBETCTBYET TpeOOBaHUSM,
IpenbsIBIsIEMbIM K padoTaM Ha COMCKaHHUE YYEHOH CTenmeHW JOKTOpa MeIULMHCKUX
HayK. OT3bIBBI TOJIOXKUTEIbHbIE, KpUTUUECKUX 3aMeYaHuit He coAepskar.

Beibop o¢unuanbHBIX ONMOHEHTOB OOOCHOBBIBAETCSI TeM, 4YTO JOKTOp
MeIUIUHCKUX Hayk, npodeccop lllenyayenko BsuecnaB MuxainoBud U JOKTOP
MeJNIMHCKUX Hayk, nmpodeccop Psbuesa Amta AnekceeBHa BeAyllle CIELUAATHCTHI
B 00JJaCTH IUAarHOCTUKU W JiedeHWs 3a00JieBaHUN CEeTYaTKH, M3BECTHHIE CBOMMHU
paboTaMu TIO TeMaTHKe, MpPEeACTaBICHHOW K 3alluTe JuccepTaluH, JOKTOp
ouomornuecknx Hayk IlanoBa Mua I'eoprueBHa — BeaylIMi CIELUUATUCT II0
pa3BUTHIO U OHMOJIOrMU 3pUTETHHOIO aHAJIM3aTopa, U3BECTHAsE CBOMMHU paboTaMu I10
TeMaTHKe, peICTaBIeHHOH! K 3allluTe AUCCepTalUu.

BriOop Bemymieit opraHuzauuu 00OOCHOBBIBaeTCs TeM, 4To DenepanbHoe
rocyIapcTBeHHOe OOIKeTHOE 00pa30BaTeNbHOE YUpEeKAEeHHE BBICIIEro 00pa3oBaHus
«Cankt-IletepOyprckuii  rocygapCTBeHHBIH — MeAUATPUUYECKUH  MEIULUHCKUMA
yHUBepCcUTET» MHUHHCTEpCTBA 3paBooxpaHeHus Poccuiickoit denepaunn u3BeCTeH
CBOMMH HCCIEJOBAHUSAMU M NyOIUKaUusMu OJU3KUMHU 110 TeMe JHCCepTallui,
CIIOCOOCH OLEHUTh HAyYHYIO HOBHU3HY U MPAKTUYECKYH) 3HAYMMOCTDH IOYYEHHBIX

pPE3YIbTATOB JIaHHOH AUCCepTallMd U aaljl CBOE Corjiacue.



JluccepTalliOHHBIA COBET OTMEYael, 4YTO Ha OCHOBaHUM BBIMOJHEHHbIX
coHucKaTeJeM HCClIeTOBaHHiA:
1. [To pe3ynabTaraM TreHeTHYeCKOoro OOCIENOBaHHUS MallieHTOB ObLIN
BBISIBJIEHB! 54 HOBBIE NATOT€HHbIE MyTallUH, paHee He OMUCaHHble B MUpPE, KOTOphIE

SABJIAOTCA IPUYUHHBIMU B Pa3BUTUU MOHOI'CHHBIX 3a00J1€BaHMii CeTYaTKU.

2. MoHoreHHass NaTOJNOTUs CETYaTKU XapaKTepU3yeTCs] TeHETHYECKUMHU
nepexTamMM, KOTOpble IPUBOAST K TSA#EIbIM MPOTPECCUPYIOUINM YracaHUsIM
3pUTENbHBIX (QYHKIUHA, C HEM30e)KHOUW HHBATUIHOCTBIO. VI3MeHeHUs 3aTparuBaroT
IOJIs 3peHMs], OCTPOTY 3peHHs M LBeToolyeHne. CTaHmapTHas MOqAEp>KUBarollas
Tepanusi He I03BOJIIET OCTAaHOBUTH nporqleccnpyfomee CHIDKEHUE 3peHHs] y 3THX
NaleHTOB.

3.  Ha ocHoBe wu3yyeHus maTorEHe3a pa3NUYHBIX ¢GopM 3abojeBaHUH

CeTYaTKH IIOMHMO 3aMellleHHs (GYHKUUH HeTOCTAaloIUX CTPYKTYpHBIX OeKoB

HeoOXOMMMO NpPUMEHEHHE METONOB, BIMHIOIIMX Ha AKTUBHOCTh pPETYJSATOPHBIX
$GakTopoB ¥ (aKTOpOB TPAHCKPHUIIUMH, | B TOM 4HCJIE AaKTHBHBIX B IIEPUOJ
smbprorenesa oprana spesust (EYS, CRB1}.
4. B okcmepuMmeHTe [OKa3aH{, 4YTO [ JI€YEHHS MOHOTEHHBIX
|

3a00NeBaHM}i CeT4aTKU B IepcrekTuBe SQJeKTHBHO IpUMEeHeHHe HHIYIIMPOBaHHbIX
I

IUIFOPUNIOTEHTHBIX  CTBOJIOBBIX — KJIETOK inocne [IOJaBJIEHUss U KOHTpPOJd HX
OHKOT'€HHOH aKTUBHOCTH.

5. D¢ PeKTUBHOCTh COXpaHEHUs 1/} BOCCTaHOBJIEHUs 3pUTENbHBIX QyHKUIUN
IIpA Tepallud ME3E€HXUMaJbHBIMU CTBOTIOBLIMI/I KJIETKaMH BBIIIE, 4YeM IIpU
CTaHIapTHON NOAAep>XUBarollel Tepanuu! [Topor 4YyBCTBUTENBHOCTH NajlO4eK U
koOouek B 1.35 pasa yBenMueH B Ipynie £TaHIapTHOTO JIEUEHHUs, YTO JOKa3blBaeT

(GYHKLHOHANBPHYIO HECOCTOSITENIBHOCTh  (HOTOPELENTOpOB CO BpeMEeHeM Mpu

CTaHIapTHOH TepaluHu.

6. HabmonaeTcst cTabUIbHOE MOBRIIIEHHE YI0BIETBOPEHHOCTH MallIeHTOB
KaueCTBOM CBOEro 3peHUs M >KU3HU B {ieoM 110 pe3yabTaTaM CyObEKTHBHBIX
METOJ0B 00CJIeIOBaHUsl B IpyIIe TapreTHero jiedeHus (Ha 33%) mo cpaBHEHUIO C
TpYIIIOf CTaHZApTHOrO JiedeHus (CHU3MIOCh Ha 15%). B rpymme meueHus
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Me3eHXHUMAaJIbHBIMU CTBOJIOBBIMH KJIETKaMHU CyOBEKTHBHOE COCTOSIHUE IAallUEHTOB He
MEHSIeTCsL.

7.  DOQQeKTUBHOCTh NPUMEHSIEMOrO Je4eHUs: B Bo3pacTHOU rpymnme 0 — 18
neT B 5,8 pas 6osee 3phekTUBHO coxpaHsieT OCTpOTy 3peHus no pesynpraraM MLMT
TecTa Ha IOABMXKHOCTb IIO HECKOJBKUM TIpaJalsiM SpKOCTH, YeM B BO3pPaCTHOI
rpymnme 40 — 65 n1eT. YCIemHoCTs TapreTHOro MeToia JISYeHUsI 3aBUCUT OT paHHei
NpaBUJIBHOM JMAarHOCTUKM MOHOTEHHBIX 3a0olieBaHHN CeT4aTKH Ha OCHOBE
NpUMEHEHUs] KIMHUYEeCKUX peKoMeHJauui. [Ipu Havajie TapreTHOro Jie4eHHs B
Bo3pacTe manuenTa 10 10 neT agpdeKTUBHOCTh COXpaHEHHUs 3pUTEIbHBIX QYHKIUI Ha
420% BBl ITO AaHHBIM COOCTBEHHBIX HCCIIEJOBaHUU, YTO COOTHOCUTCS C JaHHBIMU
3apyOe>KHBIX HCCIIe0OBaHUA.

Teopetnyeckast 3Ha4MMOCTb UCCIIEAOBaHUSI 000CHOBaHAa TeM, 4TO:

- pa3Hble THUIIBI MOHOTEHHBIX 3a00JIeBaHUH CeTYaTKU XapaKTepU3yHTCs pa3HbIMU
THUIIaMU HaCllefIoOBaHUSI U TpeOyroT OTJIIMYHBIX METOAOB JiedeHHUs (TpHUMeHEeHUe
AHTHCEHCHBIX MocienoBaTensHocTedt U MonekysipHblx HoxHHIl (CRISPR) mpn
JOMHHaHTHBIX (opMax M 3aMeCTUTENbHONH T'€HHOW TepamuM IIpH pereCcCHBHBIX
$opmax);

- HU3y4yeHHe MeTabOoJMUYecKHX IMyTeil U mepexpecTHOH 3P EeKTUBHOCTH IpernapaToB
IIOMOXXET IPUMEHATh Yy)XKe HMMEIOLIHecs IpernapaThl B KIMHUYECKOH NpaKTHKe IpH
MOHOTEHHBIX 3a00JIeBaHUSIX CETYaTKH U pa3paboTaTh HOBBIE IIpenapaTsl.

3HayeHHEe [OJyYEHHBIX COHMCKaTeJIeM pe3yJbTaToB HCCIeNOBaHUS I
IpaKTHKH [TOATBEPXXKAAeTCs TeM, YTO:

- pa3paboTaH U BIepBble BHEIpEH B KIMHUYECKYIO IMPAaKTHKY MpeAcCKa3aTelbHbIH
ITOPUTM OLEHKH IOTEHIHaIbHOW IepeKkpecTHOH 3((EKTUBHOCTH TapreTHBIX
reHOTepaleBTUUeCKUX IpernapaToB y pas3HbIX TIPYII MAlMeHTOB C LEHTpajJbHBIMH,
nepueprUuecKUMU U CMENIaHHBIMU JAUCTpOGHUSMH CETYaTKH Ha OCHOBE 3HaHUS
maTO(QU3UOJIOTHH IPOTeKaHuUs 3a00JIeBaHUsI 1 HHTEpaKTOMHBIX KapT;

- IOATOTOBJIEH U MpeACTaBleH B JlemapTaMeHT 31paBOOXpaHeHHUs I'. MOCKBBI IPOEKT
MEeTOANYECKUX pexoMeHnanuit «CoBpeMeHHas nuddepeHianbHas JUarHOCTHKA U

JIeYeHre MOHOT€HHBIX 3a00JIeBaHNMi CEeTUaTKUY.



Onenka HOCTOBEPHOCTU PE3YJIbTAaTOB HCCIC€NOBaHUs BbIABHJIA: HUCCIIENOBaHHUs
IIPpOBEACHBI Ha BBICOKOM METOAHNYECKOM YpPOBHE, C MPHUMEHCHUEM COBPCEMCEHHBIX
METOJ0B CTAaTUCTUYECKOH O6pa6OTKI/I; HAOCTOBEPHOCTh IMOJIYYEHHBIX pPE3YIbTATOB
obOecrieueHa AOCTATOYHBIM KOJIMYECTBOM HN3YUYCHHOI'O MaT€pualla. BriBoabI pa6OTI>I )51
I[MpakKTU4YEeCKUEe pEeKOMEHAalllll Hay4YHO 000CHOBaHBI M BBITEKAIOT U3 pe3YyIbTaTOB

HNCCIICA0OBaHUA.

JIn4HBIA BKJaZ COUCKATeNsl COCTOUT B y4aCTUM COMCKAaTeNsl Ha BCeX 3Tallax
IIpOBEACHUs] Hay4YHO-IIPaKTUYECKOrO MCCeloBaHMs, B cOOope M cUcTeMaTHU3aluu
HCXOMHBIX NaHHBIX. ABTOPOM CaMOCTOSITEIbHO IIPOBENEH aHaJTUTHYecKHil 0030p
OTEYECTBEHHOW U  3apyOexHON  JUTepaTypbl MO U3y4daeMod mpobieMme.
Cratuctiudeckass 00paboTka IIOMYyUYEHHBIX pe3ylbTaTOB IIPOBOAUIACH aBTOPOM

JaHHOU AHCCepTalMOHHON pabOThI INYHO.

Jucceprauuss Bunep Mapuannel EBreHbeBHBI IMONTHOCTBIO COOTBETCTBYET
TpeboBaHUsIM 11.9 [ToNOXKeHUs! O NMPHUCY>XIEHUU yUeHBIX CTEeleHeHd, YTBepXIEHHOTO
nocraHosieHueM IIpasurensctBa Poccuiickoit ®enepanuu Ne 842 ot 24.09.2013r. (¢

U3MEHEHUSIMU B pelaklii IOCTaHOBJIEHUU IpaBUTenbcTBa Poccuiickoit @enepanun

Ne335 ot 21.04.2016r., Ne748 ot 02.08.2016r., Ne 650 ot 29.05.2017r., Ne 1024 o1
28.08.2017r., Ne 1168 ot 01.10.2018r., Ne 426 ot 20.03.2021 r. ), B mucceprauuu

OTCYTCTBYKOT HEAOCTOBEPHBIC CBEACHUS 00 OHY6JII’IKOB8.HHI>IX COHCKaTCIIEM yquOﬁ
CTCIICHU pa60TaX, B KOTOpPBIX H3JIOOKEHBI OCHOBHBIE Hay4YHBbIC pPE3YyJIbTaThl

JUCCepTalHu.
Ha 3acemanum 25 ampens 2022 roma AOMCCEpTAUMOHHBIA COBET IPHHSAI

pelieHre mnpucynuth BuHep MapuanHe EBreHneBHe y4deHyHO CTemeHb JOKTOpa

MEIUIINHCKHUX HAYK.
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HpH IMPpOBEACHUHU TallHOT O I“OJIOICOBaHI/IH IIHCCCpTaI.II/IOHHHﬁ COBET B

I
KOJIMYEeCTBE 24 YeNoBeK, U3 HUX 6 MOKTOPOB HayK mo crenuaibHocTH 14.03.03

naTojiornyeckas ¢usnosorus U 4 NOKTOfa Hayk IO creluanbHocTH 14.01.07 —

riia3Hble OOJIe3HU, Y4aCTBOBABIINX B 3ace/la
COB€Ta, JAOMOJHHUTEJLHO BBEICHBlI Ha P
cnenuanbHoCcTH 14.01.07 — rinasHble OOJIE
YyYeHOH cTeneHUu - 24, TpPOTUB IpHU

HEJIeUCTBUTENBHBIX OrOJIJIETEHEH - HET.

[Ipencenarens

QU CCepTallMOHHOTO COBETa,
JOKTOP MEIULMHCKUX HayK,
npodbeccop PAH

VY4EHBIl cexpeTaphb

AUCCEPTAllMOHHOT'O COBETA, !
KaHAKuOIaT MEOULHNHCKHUX HaYK, .
JOUECHT /u

26.04.2022 1.

HHUH, U3 33 4YeloBeK, BXOISAIINX B COCTaB
3130BYIO 3alllUTy 4 JOKTOpa Hayk IO
3HHM, MPOTOJIOCOBAIM: 3a IMPUCYXKICHUE

CY>XXOCHUS yquOﬁ CTCIICHU - HCET,

[Topsinun ['enHanuit Bacunsesuu

; Kysnenosa TaTbsHa EBrenbeBHa
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