N Eur.o_p(_ean SAVE THE DATE
/.\— Aniridia 17.04 — 19.04

2026

Conference

8! EUROPEAN ANIRIDIA CONFERENCE.
SOFIA, BULGARIA R

1. IlepBbiii 0,10K H0KJIAA0B 8§ MexAyHAPOAHON KOH(EPEeHIUHU 10
Bpo:xxnenHod AHMPUAUN ObLT MOCBSIIIEH AeduIuTy

JJMMOAJIBHBIX CTBOJIOBBIX KJIETOK npu BpO)KIIQHHOﬁ AHUPHUIHNH.

Kondepenmusa Haganace ¢ nekuuu npodeccopa Yoshinori Oie u3
Ocakckoro yHuBepcutera (AAnoHun), KOTOPbIA OTMETHIL, YTO ACHUITUT
JUMOAJIbHBIX CTBOJIOBBIX KJIETOK IIPU BPOXKICHHON aHUPUIUU - ITO

O4YCHb CJIOXHOC COCTOAHHUC.

JIOKTOp OTMETHJI, YTO B COBPEMEHHOW MEAUIIUHE CYIIECTBYIOT
pa3IuyHbIe METObI JICUSHHS Ae(PUIINTA TUMOATbHBIX CTBOJIOBBIX
KJ1eTOK. OJIMH U3 HUX — TPAHCIJIAHTAIUS KYJIbTHUBUPOBAHHOIO
IMUTEJUA CJIUZUCTON 00010uKkH nosocTH pra (Cultivated Oral
Mucosal Epithelial Transplantation, COMET), npu KOTOpOH KJIETKH
U3 MOJIOCTU pTa MalMeHTa nepecaxuparorcs Ha rias. [Ipodeccop

npeaAcCTaBrJI PC3yJIbTAThI ABYXJICTHCTO Ha6J'IIOI(eHI/I$I 3a IICCThIO



ManuceHTaMu, OJHUM N3 KOTOPBIX OBLIT ITalMECHT C BpO)KZ[GHHOﬁ
aHHpHI[I/ICﬁ. VYV Bcex 6 MManmuCHTOB YCPEC3 I'0J HCHTPAJIbHAA YaCTbh

POroBuukbl CTajia YHCTOM.

B cinyyae ¢ BpOXKACHHON aHUPUIUEH CO BPEMEHEM COCTOSTHUE MOXKET
CHOBA YXYALIUTHCA U3-3a HEOBACKYJISIPU3ALUU U MOSBICHUSA HOBBIX
NOMyTHEHUH (00Jiee paHHHUE MCCIAEJOBAHNS MEePeCaATKH JUMOATbHbBIX
CTBOJIOBBIX KJIETOK IIOTJIAHACKOro ydyeHoro Mapruna KoJsimHcoHa

https://www.abdn.ac.uk/people/m.collinson?count=25 Ha manmeHTaXx C

BPOKICHHOW aHUPHUIMNEi)

B WMuauu B HacTosIee BpeMs TaKKe MPOBOAATCS UCCIEIOBAHUSA C
ucnoyibzoBanneM COMET. 1o MHEHUIO MHAUNCKUX YUYEHBIX JIAaHHAS
METOJIMKA OTKPBIBAET JOIOJHUTEIIbHBIC IEPCIICKTUBBI IS
pacapoctpanenus meroga COMET B GobliieM KOJIMYECTBE
MEIUIMHCKUX YUPEXKACHUN U CPEIN XUPYProOB, Y KOTOPBIX HET JIOCTYIa
K CIelHaIbHBIM J1a00PaTOPHUIM ISl BRIpAIIUBAHUS TUMOAITBHBIX

CTBOJIOBBIX KJICTOK.

Emie oauH cnoco6 nomy4eHus: TMMOaTbHBIX CTBOJIOBBIX KJIETOK — 3TO
METO HHAYIHUPOBAHHBIX IUTIOPUIIOTEHTHBIX CTBOJIOBBIX KJIETOK
(iPSC). IIpodeccop Yoshinori Oie acckazai, 4To B HEM
UCITOJIb30BAJIMCh AJIJIOTEHHBIC KJIETKH, TO €CTh HE OT CaMOT0 MaIlMeHTA.
Ho 11 kieTku ObuTH 3alIpOTpaMMHUPOBAaHBI B CTBOJIOBBIC KJIETKH C
MTOMOIIIBIO TUTIOPUIIOTEHTHBIX CTBOJIOBBIX KJIIETOK. Jlanee ux
nuddepeHnupoBaIn B TMMOOIIOI00HBIE CTBOJIOBBIC KICTKH 1
TpaHcIUIaHTupoBanu namnueHtam ¢ LSCD (HerocTaTouyHOCThIO

JUMOaTBHBIX CTBOJIOBBIX KJIETOK).


https://www.abdn.ac.uk/people/m.collinson?count=25

VY Bcex 3TuX 4-X NaMEHTOB C HEJJOCTATOYHOCTHIO TUMOAIbHBIX
CTBOJIOBBIX KJIETOK (BCE OHU ObLIM 0€3 BPOXKIACHHOW aHUPUINH) Yepes3 2
roga ObUIM OTMEUYEHBI XOPOLIUE PE3YJIBTAThI, 00JIee TOr0, pOrOBUIIA

ocTaBaJIacCb np03paqH0171 HaKC 4CPEe3 5 neT nocie oIIcpanuu.

B kontie 2026 roaa B SlnoHuu miaHupyeTcst IpoBeCTU Ooiiee
MaciTabHOe MHOTOLIEHTPOBOE HCCIIEIOBAaHNE ¢ ydacTHeM 12 maiueHToB,

B TOM YMCJIE ¥ MALIMEHTOB C BPOXKICHHON AaHUPUIUEH.

B JaHHOM MCTOJC KpaﬁHe BA’KHO YYUTBIBATH JOJTOCPOYHBIC
PE3YyJIbTAaThl U 3(1)(1)€KTI/IBHOCTB, TAK KdK UMMYHHBIC PCAKIIUH HA
TCPAIIUO CTBOJTOBBIMH KIICTKAMH ABJIAOTCSA OCHOBHBIMUA HpO6H€MaMI/I
IIpH JICHCHNHU 3a0oeBaHui pOroBuubl, CBA3aHHBIX C BpO)KI[CHHOﬁ

AHUPUUCH.

[Ipodeccop Taxke oTMeTHII, UTO SAMOHMS XOUET CO3/1aTh peecTp
NMALMEHTOB C AHUPUIUEH U YTO JIOKTOP OYEHb HAJIEETCS, UTO B CKOPOM
OyaylleM MOSBUTCS MAIMEHTCKasl OpraHu3aius, ¢ KOTOpO OH HaJeeTCs
NOAACPKMUBATh TECHOE COTPYAHUYECTBO (IIpUM. — B SITIOHUM HET
MAIMEHTCKOM OpraHu3aIuy/acCcolaliiy 10 aHUPUIUU, HO €CTh
acconuanys, moaaepxuparonias nanueHToB u3 Anonnn ¢ WAGR

CIIEKTPOM).

JokTop otmeTu, uto B Anonuu ects LleHTp peaxkux 3a0o/ieBaHuid,
KOTOPBIN 3aHUMAETCS, B TOM YHCIIC, U PEIKUMHU 3a00JICBAaHUSIMHU T71a3.
LleHTp Takke MPEIOCTABISACT YCAYTH IO TTOJTHOTEHOMHOMY
CEKBEHHPOBAHHUIO TAIIMEHTOB U INIAHUPYET IMTPOBOAUTH
MOJTHOMACIITa0HbIE NCCIICIOBAHMS C HCTIOIb30BaHUEM 00Pa3IioB,

MOJYYEHHBIX OT MAlIMEHTOB C BPOXKJICHHOM aHupuaue. Kpome Ttoro,



JaHHBIN L[eHTp MpOBOAUT pETPOCHEKTUBHBIN aHAIU3 PE3YJILTATOB

XUPYPIrudeCKUX BMCIIATCIILCTB Y ITAITUCHTOB C BpO)KI[GHHOﬁ aHHpHI[I/ICﬁ.

[Tpodeccop momuepkHys1, 4TO paMKax MOJHOMACIITA0HOH PabOThI
[lenTpa peakux 3a0oneBanuii B AnoHUHU, OU€Hb BAXKHO CO3/IaHUE
NAlMEHTCKOW OpraHu3alyu, KOTopasi MoMoryia Obl KOOPAUHUPOBATH
ONTUMAJIBHOE COTPYIHUYECTBO L[eHTpa U ManueHToB ¢ BPOXKIACHHON

AHUPUIUECH.

2. Bropoii 0,10k BOIIPOCOB, 00CYy:K1aeMbIX HA KOH(epeHUnH, ObLI

IHOCBAIICH HepCOHaJII/I?.I/IpOBaHHOﬁ MeEAUuIInHE

HCCJIG,Z[OB&TCJII/I HCOAHOKPATHO NMOAYCPKUBAJIN, YTO OHH IBUXXYTCS B

HaIlpaBJICHUMU:
- U3yYEHUS UHAUBUAYAIbHBIX MyTanui reHa PAX6,

- IOHUMAaHU ITOBCACHUS PA3JIMUHBIX THIIOB KJICTOK, U, B KOHCUYHOM

cyere,

- o100pa TepaIuu JId KaXJ0ro MalMeHTa.
JlaHHBIN MpolIeCC BKJIIOYAET B CEO:

- TEHOMHO€ CEKBEHUPOBAHUE,

- MYJIbTUOMUKCHBIN aHAJIU3,

- MOJEJIMPOBAHUE CTBOJIOBBIX KJIIETOK,

- KOMIIBIOTCPHOC MOJACIUPOBAHUC ITOBCACHUA KIICTOK POIOBHUIIBI.



I'maBHas meab nepconanmnpOBaHHoﬁ MeAUIUHbI B TOM, YTO B

OyayuieM mamueHTbl CMOTYT MOJIYyYaTh:

- AIHAUBUAYATbHYIO TEPAMUIO,

- ONTUMU3UPOBAHHYIO MO KKIOTO MalieHTa I03UPOBKY,

- METO/IbI JICUCHU S, TT0JJOOpaHHBIE C YYETOM KOHKPETHON MYTaIlUH.

Takum 00pa3oM, MepPCOHATU3UPOBAHHBIN TOAX0/ B ICUYCHUHU
BPO’KJICHHOM aHUPHUJIUM - OJIMH W3 CAMbIX MHOT'OOOEIIAIONINX 1

AOJITIOCPOYHBIX MCTOHOB JICUCHUA JAHHOT'O 3a00JICBaHUS.

C noxnagom «3yuenune KOHTPOJIA a1 pepeHIInPOBKH CTBOJIOBBIX
KJIETOK B NpoLecce pa3sBUTHSA POTOBHIIbI ¢ IOMOIIbLIO MYJbTHOMHBIX
noaxoaoB» Beictynuia npodeccop Huiqing (Jo) Zhou u3 INomnananuu

(bakynbTeT MONEKYJIPHONU OUOJIOTHHU Pa3BUTHUSI, YHUBEpcUTET Pandayy).

[Ipodeccop oTMeTHIa, UTO MOTYYEHUE CTBOJIOBBIX KIETOK POTOBHUIIBI U3
WHYIAPOBAHHBIX IUIFOPUIIOTEHTHBIX CTBOJIOBBIX KJIETOK YEJIOBEKA,
MpeJICTaBIIET COO0M MHOTOOOECIIAIONIYIO CTPATErHI0 KIETOYHOM
Teparuu AJisi BOCCTAHOBJICHUS MOBPEXKAECHHON pOroBUILbl. OTHAKO
CYILIECTBYIOIIUE MTOAXO0/Ibl HE ABJISIOTCSA ONTUMAIbHBIMU, IOCKOIBKY
WHyIIUPOBAHHBIE CTBOJIOBBIE KJIETKH POTOBHUIIBI YACTO COCTOST U3
Pa3IMYHBIX KIETOYHBIX MOMYJISLHI, KOTOPHIE HE TOJTHOCTHIO
COOTBETCTBYIOT CTBOJIOBBIM KJIETKaM POTOBUIIbL, & 3(PPEKTUBHOCTH
3TOTO Mpolecca HecTabuibHa. bosee riy0okoe MOHUMaHUE
MEXaHHU3MOB, JISKAIIMX B OCHOBE 3TOT'0 MPOIlecca, MOMOXKET

pa3paboTaTh CTpaTeruu ero yiaydiieHus. B cBoeM ucciienoBanuu



TOJUTIAHJICKAE YYEHBIE COCTABUIIN KapTy MOJIEKYJISIPHOTO JaHamadra
WHIYLIUPOBAHHBIX CTBOJIOBBIX KJIETOK POTOBUIIbI. Cob3ys
MIEPEIOBBIE AIKCIIEPUMEHTAIBHBIE U BBIYUCIUTEIbHBIE TEXHOJIOTUN
MYJbTHOMUKCHOTO aHAJIn3a OTAEIbHBIX KJIETOK, OHU ONPEICIIHIN
MOMYJISALUU KJIETOK, KOTOPBIE MOTYT CTaTh UHYIUPOBAHHBIMU
CTBOJIOBBIMU KJIETKaMU POTOBHIIBI, @ TAK)KE KIIIOUEBbIE (DAKTOPHI,
BIIMSIONINE HAa UX pa3BuTHE. VX pe3ysbTaThl MO3BOJIAIOT pa3padboTaTh
MOTCHIIMAJIBHBIE CTPATETUU I YBEIUYCHUS KOJINYECTBA
WHYIIUPOBAHHBIX CTBOJIOBBIX KJIETOK POTOBHUIIBI JJIs1 Oy AYIIUX METO/IOB

JICHCHUA POroBUILI ITAIIMCHTOB C BpO)KI[CHHOﬁ aHHpHﬂHCﬁ.

Monopaas ydeHslil 13 HaydyHOM rpymnmsl npodeccopa Heitna Jlaramu
Meri Vattulainen (I1IBerus, JInHrkonckuit yHUBEPCUTET) MpEICTaBUIIA
nokiaa Ha Temy «M3ydyeHue pa3BUTHA MOCTHATAJIbLHON AHUPUIUMN,
BbI3BaHHOU MyTanued PAX6, ¢ moMomb10 NpOCTPAHCTBEHHOM

TPAHCKPUINITOMUKH.

Ee rpymnmna nposesia npoOCTPaHCTBEHHBIN TPAHCKPUIITOMHBIN aHAJIU3 C
noMoipio Visium HD Ha Tkansax ria3a smOpuoHanbHbIX (E14.5 1 E18.5)
u nocTHatanbHbIX (P7 1 P14) mbiiieit ¢ anupuaneit, BoI3BaHHOU
myTanueid PAX6 u u3ydnsia HOBbI HA0Op JAHHBIX, YTOOBI MITy0kKe
MOHATh PAHHUE MOJIEKYJIAPHBIE MEXAHU3MBI, C IIOMOIIBI) KOTOPBIX
ramjioHegocTaTouHocTh PAX6 Bauser Ha pa3BuTue nepuuuta
JUMOAJIbHBIX CTBOJIOBBIX KJIETOK U MPOBOLIMPYET pa3BUTUE KEPATOMATHH,

acconuupoBaHHo# ¢ anupuaueit (AAK).



Hpyras mosiofast yueHbIi U3 HaydHOU rpymmbl mpodeccopa Helina
Jlaranu Dina Javidjam npeacraBuia 1okiaan o pacim@poBKe
MEXaHHM3MOB I'OME0CTA3a IMMUTEJIUA U 00HOBJICHUS CTBOJIOBBIX
KJIETOK B POrOBHMIIe MbILICH ¢ aHUPHUAUEH (C aCCOUUMPOBAHHOU
KepaTonaTuen) ¢ NOMOIbIO 000TallleHHOM NMPOCTPAHCTBEHHO-
BPEMEHHOI OTHOKJIETOYHON TPAHCKPUIITOMUKH BBICOKOI'O

pa3penieHus.

VYueHblll OTMETHIIA, UTO YUUTHIBAS OTCYTCTBUE d(PPEKTUBHBIX METOJI0B
nedyenuss AAK, u ocTpyro He0OXOAUMOCTb B pa3pab0OTKe METO/IOB,
KOTOPBIE MOTIJIM ObI TOMOYb MAITUEHTAM C y>KE€ pa3BUBIICHUCS
AHUPUIUNHOW KEpATONAaTUEH, KpaliHE BAKHO PACIIMPUTh HAIIM 3HAHUS O
MOCTHATAIBHBIX MOJICKYJIAPHBIX MEXaHU3Max, 00YCIOBICHHBIX
rarIOHEI0CTaTOYHOCThIO reHa PAX6. AHUpUIMs BOZHUKAET U3-3a
reTepO3UroTHOMN noTepu reHa PAX6 u NpuBOAUT K MPOTPECCUPYIOLIEH
JereHepalui pOroBHUIIbI, AePUITUTY TUMOATBHBIX CTBOJIOBBIX KIIETOK,
BOCMAJIEHUIO U TTOTEpE 3peHus. OJTHAKO KIETOYHBIE U
MIPOCTPAHCTBEHHBIE MPOLECCHI, JICKAIIUE B OCHOBE MPOTPECCUPOBAHUS
3a00J1€BaHuUs MOCIIE POKIEHUSA, U3yUEHbl HEJOCTATOUHO. B 3TOM
VICCIIEIOBAHUM OHA U3y4uia BO3PACTHYIO 3aBUCUMOCTD
PEMOAETUPOBAHUS POTOBUILIBI HA MBIIIIMHOW MOJIEJIM AaHUPUIUU C
rarIOHEI0CTaTOYHOCTHIO reHa Pax6 Ha KIIFOUEBBIX MTOCTHATAIBHBIX
stamnax (ot 1 1o 4 mecsues). Mcnonb3yst HOBYIO HHTETPATUBHYIO
METOJIOJIOTHIO, coueTaromyr cekBeHupoBanne PHK oTaenpHbIX KieTOK
Y IIPOCTPAHCTBEHHYIO TPAHCKPUNITOMUKY, €€ HAy4Hasl IPyIIia co3aana

ariaac HOHYJI)IIII/Iﬁ KJICTOK POroBHUIbI U JUMOa ¢ BEICOKHUM Pa3pCIICHUCM.



Y4eHble HAHECTH HA KApPTy U3MEHEHHS B TPAHCKPHUIIIUA NOMYJIALUN
KJICTOK POTOBHIIBI B PAMKaX I[EJIOCTHOM CTPYKTYPhI TKAHU. DTOT MOJIXO/T
MO3BOJISIET NO-HOBOMY B3IJISIHYTh HAa MPOCTPAHCTBEHHO-BPEMEHHBIC
MEXaHU3MbI U BBISIBUTH ITOTCHIIMAIBHBIE MOJICKYJISIPHBIE MUILIEHU JIJIS
OyIyIIuX TEPANeBTUUECKUX CTPATETHl, HAITPABJICHHBIX Ha COXpPaHEHUE

OCJIOCTHOCTH POrOBULLI IIPU AHUPHUANHU.

C noxy1agoM «AHAJIU3 IKCIPECCUU TeHOB B JIUMOAJIbHBIX
IMUTETHAJBLHBIX KJIEeTKAX NAIHEHTOB C aHMPHU/IMeiil, BLI3BAHHOM

myTanueit rena PAX6» Boictyniia yuensiid u3 ['ommananu Elsa Berg.

AHUpHUIHS, OTMETHIIA YUEHBIA, BbI3BaHA MyTalusiMu B reHe PAX6,
KOTOPBIN PETYIUPYET SKCHPECCUIO HUKEIICKAIIUX T€HOB-MUILICHEN,
HEOOXOIMMBIX JIJIs pa3BUTHS U 30p0Bbs I1a3a. CymiectByet 0osee 800
pazIM4HbIX MyTaruii B reHe PAX6, OOJBIIMHCTBO U3 KOTOPBIX
MPUBOIAT K JErpajaliii MyTUPOBABIIETO aJIJIENsl, YTO MPUBOJIUT K
CHIKEeHUIO ypoBHsI Oenka PAX6. B mumM0OanbHbIX dTUTETHATBHBIX
kietkax (JIDK) porosuipl nedunut PAX6 npuBoauT K HECIIOCOOHOCTH
JIDK BOCHIOJHATH 3MUTEINN POTOBUIIBI, YTO BBI3BIBAET KEPATOMNATHIO,
accoruupoBanuyto ¢ anupuauent (AAK). Ilockonbky TouHbIC
nocnenctBus Mmytauii PAX6 nns skcripeccuu reHoB B JIDK ocratorcs
HEU3BECTHBIMU, U3YYEHHUE ATUX U3MEHCHUN KpalHE BAXKHO JJIS JTYYIIIETO
MOHMMAaHUs MEXaHU3MOB, JieXkKalux B ocHOBe Auchynkumu JIDK.
JIoKTOp MpoBesia aHaJIN3 YKCIPECCUHU TEHOB METOJIOM MacCOBOTO
cekBeHupoBanusa PHK B kieTkax num6a, mOJIy4eHHBIX OT 7 3JJ0POBBIX

JIFOAEU U 7 TTAIMEHTOB C BPOKICHHOW aHUPUIUEH C



pasnuuHbIMU PAX6 MyTauusiMi ¥ Pa3HOM CTETIEHBIO TSIXKECTH
BPOXJECHHOW aHUpUANHU. Pe3ynbTaThl MoKa3aiy, 4To B KJIETKaX JUMOa
IIPY AaHUPUJUU KCTIpeccusi 365 TeHOB MOBBIIICHA, a 589 TeHOB -
MOHWYKEHA TI0 CPABHEHUIO C KJIETKaMU JTMMOa 310poBbIX JtoAei. Cpenu
TE€HOB C MOHM)XEHHOM dKCIIpeccueit ObLT HE TOJIBKO caM reH PAX6, HO
TaKK€ U HECKOJILKO U3BECTHBIX MAPKEPOB SMUTEIINS POTOBUIIbI, TAKUX
kak KRT12, KRT3 n MUC22. B uenom, otmetuia jb3a bepr, reHsl ¢
MOHM>KEHHOM KCIIPECCUEN CBA3aHbI C TAKUMH MPOIECCAMHU, KAK
nuddepeHIMpPOoBKa KJIETOK U Pa3BUTUE SIIUTEIHS, & TEHBI C
MOBBIIIIEHHOM 3KCIIpeccuent - ¢ mponudepanueit KIeToK 1

BaCKy.]'ISIpI/ISaI_II/Ief;I. HNccaenoBanus B HaCTOAIICC BPpCMS IIPOAOTIKAOTCA.

[Ipodeccop Maria Del Carmen Acosta u3 UCIaHCKOTO UHCTUTYTA
HelpoHayK (T.AJIMKaHTE) BBICTYyNUIA ¢ JOKJIa10oM «CoBpeMeHHbIe
npejacTaBjieHus 0 PYHKUMOHNPOBAHUU POrOBHUYHOI0 HEPBA NMPH

AHUPUIAUNND).

CeHcopHBbIE HEPBBI POTOBHUIIHI (MEXAHO- U TTOJIMMOIaTIbHbBIE
HOITUIIETITOPBI, & TAK)KE XOJIOJIOBbIE TEPMOPEILIETITOPHI) HE TOJIBKO
nepeaaroT ONIYIEHUs, BO3HUKAIOIINE B OTBET HA CTUMYJISIITHIO,
OoTMeTHIIa Ppodeccop, HO U BBHIMOIHAIOT TPOPHUIECKYI0 PYHKIINIO, a
TaK)K€ YYaCTBYIOT B 3aIlIUTHBIX MEXaHU3MaX MOBEPXHOCTH TJ1a3a, TAKUX
KaK Peryysius CIe300TASICHUS U MOPTaHUsl.

BpoxaeHHas aHUpUIUs XapaKTepUu3yeTcss YaCTUIHBIM HIIA TTOYTH
MOJIHBIM OTCYTCTBUEM PaIy’KHOW 000JIOYKH, OJTHAKO €€ BIUSHUE Ha

CEHCOPHYIO (PYHKITHIO POTOBHIIBI H3y4YEHO HEAO0CTaTOUHO. Hayunas



KoMmaHja npodeccopa Mapuu Akocta mpoBesia UCCIIEIOBAaHUE, YTOOBI
BIIEPBBIC TOJTYUUTh (YHKIIMOHATBHBIC XapAKTEPUCTUKU PA3TUUHBIX
TUMOB CEHCOPHBIX HEPBOB POTOBHIIbI Y NAIIMEHTOB C aHUPUIUEH,
BbI3BaHHOU MyTarnuent reHa PAX6. Yaensie o0ciienoBaiu IpyIiny aeTeu
Y B3POCJIbIX MAIIMEHTOB C BPOXKICHHOW aHUPUJINEN U OLICHUIIA UX
YyBCTBUTEJIBHOCTh K MEXaHUYECKUM U XOJIOJIOBBIM Pa3APaKUTEIISIM C
MTOMOIIBI0 OECKOHTAKTHOM 3CTE3UOMETPHUU U TETUIOBBIX CTUMYJIOB, a

TAKXKC 9aCTOTY MOpPraHus U CJIC300TACIICHUS.

[Tomy4yeHHbBIE PE3YJIBTATHI CBUACTEIBCTBYIOT O 3HAYUTEIBHOM
HapylIEHUU PYHKIIMU POTOBUYHOTO HEpBa. MexaHuueckas
YyBCTBUTEIBHOCTh Y YYBCTBUTEIBHOCTD K XOJIOAY 3aMETHO CHUKEHBI,
O0COOEHHO y B3pOCJIBIX MAIMEHTOB, Y MAIMEHTOB C MPOTPECCUPYIOIEH
KepaTonaTheu, CBI3aHHOU ¢ aHupuauen. IlpumeuarenbHo, 4To
0a3aibHOE CJIE300TAECICHNE U MOPTaHHE OCTABAIUCH CTAOUIIbHBIMH, &
pedaekTopHOe CIe300TAeNIeHHE ObLIO CHIKEHO. DTH Pe3yJIbTaThl
YKa3bIBAIOT HA MPOTPECCUPYIONIYIO0 TUCHYHKIIMIO MEXaHO- U
MOJIMMOJANBHBIX HOLIMUENTOPOB U TEPMOPELENITOPOB, KOTOPAS
KOPPEIUPYET C TAKECTHIO 3a00JI€BaHUS K BO3PACTOM MalueHTa. B
LEJIOM 3Ta paboTa MOAYEPKUBAET BAXKHEHNITYIO poiib reHa PAX6 B
MO/JIEPKAHUU CEHCOPHOH (DYHKIIMU POTOBHUIIBI U TIPEANOJIATaET, YTO
CEHCOPHBI MOHUTOPHUHT JOJKEH CTaTh KIFOYEBBIM KOMIIOHEHTOM

AOJITOCPOYHOIO JICUCHHUA ITAIUCHTOB C BpO)K,Z[GHHOfI aHI/IpI/I,Z[I/Iefl.



JlokTop-0¢TanbMoJIOr U3 AenapTaMeHTa YKCIEPUMEHTAIIBHON
odranbmosioruu (r.XomMOypr, yHUBEpcUTETCKas KiuHuka CaapieH)

Nora Szentmary B CBOE€H NPE3CHTAIMN OCTAHOBUJIACH HA BOITPOCAX

AAK.

Keparonartus, accouuupoBanHas ¢ anupuauei (KAA), ormerniia
TIOKTOP, - 3TO MPOrpeccUpyloiiee 3a00JeBaHNE, BBI3BAHHOE
rarioHeI0CTaTOYHOCThI0 PAX6 n moaiepkuBaemMoe
CaMOIOJEPKUBAIOIIUMCS IOPOYHBIM KpyroM. JluchyHkums
JTUMOATBHBIX SMUTENHATBHBIX CTBOJOBBIX KJIETOK IPUBOJUT K
HApYyIIEHUIO OOHOBJIEHUS SMUTENUS, XPOHUUECKOMY BOCIIAJICHUIO U
AHOMAJILHOMY 3a)KMBJICHUIO paH. MOJEKyISpHBIEC UCCIEI0BAHUs, B TOM
yucne npopunupoanue PHK u mukpoPHK, BbIsiBUIM HapyieHus B
MEeXaHH3Max npojudepanuu, BOCHATUTEIbHBIX CUTHAIBHBIX MYTSX,
PEAKIIMU Ha TUIIOKCHIO, a TaKK€ U3MEHEHUs B dKcripeccur miR-204-5p
u miR-138-5p. JIumOGansubIe hrOpoOIACTH AEMOHCTPHUPYIOT
YCUJICHHYIO BOCTIAIUTEIbHYIO PEAKIUIO U MMOBBIIIEHHYIO
BOCIIPUUMYHUBOCTh K OKUCITUTEILHOMY CTPECCY, UTO €I11e OOJIbIIe
NECTa0WIIN3UPYET AMUTEIHAIBHYIO HUILY. DTU B3aUMOICHCTBUS MEXKTY
SMUTEIIUEM U CTPOMOM CIIOCOOCTBYIOT HEOBACKYJISIPU3ALINH,
VCTOILIEHUIO CTBOJIOBBIX KJIIETOK M MPOTPECCUPYIOMIEMY IMOBPEKICHUIO
TKaHEH, YTO B KOHEYHOM UTOTE MPUBOIUT K YXYAUIEHUIO 3pPUTEIBHON
dbynkuun. [loHnManue 3TOro B3auMOCBSI3aHHOTO MTATOMEXaHU3Ma,
OTMETHJIA IOKTOP, MOKET MOMOYb B Pa3pabOTKe IieJICHANPaBICHHBIX
CTpaTErnil, KOTOPHIE MO3BOJIAT PA30PBATh 3TOT MOPOYHBIN KPYT U

BOCCTAHOBHUTH CTAOMIBHOCTH IMOBCPXHOCTH I'Jia3a.



[Ipodeccop Alejandra Daruich (®panuus, [lapux, oTnenenue
odranbmosioruu rocnutainga Hekep) BeicTynuia ¢ JOKIa10M
«IlopaxeHue ceT4aTKU IPHU BPOKICHHOU aHUPHUIUN.
Bpoxnennas annpuaus (MIM 106210) — penkast naHoKyJsipHas
aHOMAaJlvs Pa3BUTHS, XapaKTEPUIYIOIIAsCS TUIOTUIA3UE WU MTOJTHBIM
OTCYTCTBHUEM PaAY>KHOU 000JIOUKH I1a3a, B OOJIBIIIMHCTBE CIIy4aeB
BO3HUKaroIlaa u3-3a norepu pynkunu rena PAX6. HenaBuue
WCCIIEIOBAHUS MMOKA3aJIM, 4TO (POBEaIbHAS TUIOILIA3USI KOPPETUPYET C
BPOXKJECHHOW aHUPUAUEN Yalle, YeEM OTCYTCTBUE PATy>KHOM 000JIOUYKH.
Takum 00pazoM, (poBeanbHAs TUNIOILIA3US SIBJISIETCA HAanOoJIee
XapaKTEPHBIM KIIMHUYECKUM MTPU3HAKOM BPOKIACHHOW aHUPUIHH.

1. ®oBeanbHas runoruiasus npu BA.

doBeanbHas TUIIOIJIA3US XapAKTEPU3YETCSI COXPAHEHUEM BHYTPEHHUX
CJIOE€B CE€TYATKHU B 00JACTU MAKYJIbl, 4YTO COMPOBOK/IAETCS
YMEHBIIEHUEM WM TIOJIHBIM OTCYTCTBHEM (DOBEATBLHON O0€CCOCYIUCTOM
30HbI (PB3). CornacHo knaccudukanuu, npeasioxenHon TomacoMm u
COaBTOPaMH, BBIICIISIIOT YETHIPE CTETIEHU TIKECTH, OTPAKAIOIIHE
Pa3IMYHYIO CTETIEHb HEIOPA3BUTHS LIEHTPAIIBHOM SIMKU CETYATKHU.
[TockoJIbKy THUIIOIIA3US HIEHTPAIBHOMN SIMKH CETYATKHU SIBIISIETCS
Han0oJee JOCTOBEPHBIM MPU3HAKOM BPOKICHHOW aHUPUIUH,
PEKOMEHIYETCS MPOBOJINTH PAHHIOIO CIEKTPAIBHYIO ONTUYECKYIO
korepeHTHy0 Tomorpaduro (COKT), ocoGeHHO B cityyasx ¢
HE3HAYUTEIbHBIMU aHOMAJIUSIMU PATyKHON 000JIOUKH HIIH
ACUMMETPHUEM.

VY namnyeHToB ¢ BPOKIACHHON aHUPUINEN THUIIOTIIA3US HEHTPAITLHON



SMKH CETYATKH MOKET OBITh PA3HOU CTENIEHU TSHKECTHU, YTO OOBSICHSET
HaJguyue y HUX HUctarma. CTeneHb runoria3uu [eHTPaIbHON AMKH
OOBIYHO KOPPEIUPYET C TAKECThIO aHOMAIUHN pay>KHOM 000JOUKH.
OnHako, Mo UMEOIIMMCS TaHHBIM, pUMepHO Y 70 % manueHToB ¢
MyTanusiMu B TeHe PAX6 u MUHUMaTbHBIMU aHOMAJIUSIMU PATyKHOMN
000J1049KH HAOJIIOJAETCsl TSKEasl TUIOIUIA31s MaKyJibl. Y OOJIBIIMHCTBA
MalMEeHTOB TUIOIJIA3Us [ICHTPAIbHON AMKU CUMMETPUYHA, U JIUIIH B
HECKOJIbKHMX CITy4asix HaOJ0daeTCs pa3Has CTEIEHb 3aJICPKKU Pa3BUTHUS
IEHTPAJIbHOM SIMKH Ha Pa3HbIX rjazax. Y 4JCHOB OJTHOM CEMbU TaKKe
HaOJII0TAJIUCH Pa3Inyusl B CTETICHU TUTIOIIIA3UHU Pay>KHOM 000JI0OUKH U
MaKyJIbl.

[TpumepHo y 70 % nmanreHTOB C AUArHO30M BPOXKAEHHAS aHUPUIUS
HaOJII0aeTcs caMasi TsKenask TUIOIIIa3usl MaKkyJibl - 3-i uinu 4-it
CTEIEeHH, YTO MO3BOJISET MPEANOI0KUTh, YTO OCTAHOBKA PA3BUTHS
MaKyJibl MPOUCXOUT BO BpEMS LICHTPOCTPEMUTEITBHON MUTpAIUn
KOJIOOYEK ¢ nmepudepruueckoi ceTuyaTku K IIEHTPaIbHOU sIMKE. ITO
COTJIACYETCs C BAXKHOM poiibio PAX6 Ha caMbIX paHHUX 3Tanax
Mopdorenesa dopea. CreneHb (hOBEaTbHOM TUITOIIA3UH OOBIYHO
KOPPEIUPYET C OCTPOTOMN 3PEHUS C MAKCUMAIIBHOW KOPPEKIIMEN 1
SIBJISICTCS KJIFOUEBBIM (PAKTOPOM, OTIPECIISIONIUM 3PUTEIBLHYIO
(GYHKIMIO Y TAIMEHTOB C BPOXKIACHHOW aHupuaue. TommmHa
Hapy>XKHBIX CJIOEB CETYATKHU B 00JaCTH MAKYJIbl TOCTEIIEHHO
YMEHBIIIAETCA 110 MEPE MPOTrpecCUpoBaHus (POBEATbHON TUIOTIIA3UH.
JlokazaHo, 4TO TOJIIIIUHA HAPY>KHBIX CIIOEB CETUYATKH SIBIIACTCS Hanbosee
3HAYMMBIM MPOTHOCTUYECKUM (PAKTOPOM XOPOIIIEH OCTPOTHI 3pEHUS TIPU

BPOKJICHHON aHUPUIUH.



VY mroneit ¢ BpoKACHHONW aHUPUANEN TaKkKe HAOMIOAAETCA CHUKEHHE
IJIOTHOCTH KOJIOOYEK B (pOBEa MO CPaBHEHUIO CO 3I0POBBIMU JIFOJbMH,
YTO OBLIO BBISIBIIEHO C MTOMOIIBIO aTalITUBHOMN ONTHYECKOMN
Bu3yannzanuu. Kpome toro, 66110 00Hapy’€HO OTCYTCTBHE
0eccocyIuCTOM 30HbI B IEHTPAIbHOM SIMKE CETYATKHU, IPU 3TOM
IJIOTHOCTh COCYAOB B ATOM 00JaCTH MOBBIIIEHA, a B TapadoBealbHON
00JIaCTH — CHM)KEHA, OCOOEHHO B CIIy4asXx TSAXKEJIOW THMoIia3uu. ITo
COIJIACYETCs C KOHLEIIMEN O TOM, YTO OTCYTCTBUE KPOBEHOCHBIX
COCYJIOB B C€TYATKE HEOOXOAUMO 1J11 POPMHUPOBAHMS LIEHTPATBHOM
SAMKH CETYATKH.

[ToTtepst pynkunu rena PAX6, BbI3BaHHAs TAKUMU MYTallUSIMH, KaKk
HOHCEHC-MYTallMH, MyTallUX CO CABUTOM PAMKH CUMTBIBAHUS U TIOJIHBIC
WJIM YaCTUYHBIE JIEJIEUU KOAUPYIOLIMX I1OCIIEN0BATEIILHOCTEMN,
OPUBOAUT K 00Jiee BHIPAXKEHHON TMIOIIA3UU IEHTPAJIbHOM SIMKH, YEM
MyTaluu, 3arparupatoniue 3'-perynsaropHeie odnactu rea PAX6 6e3
yAAJEeHUS KOAUPYIOLIUX NTOCIeA0BaTEIbHOCTEN. MUuCCEHC-BapUaHThI
BBI3BIBAIOT TUIOIUIA3HIO IEHTPAIBHOM SIMKH B Pa3HOU CTETIEHU, HO
TaKX€ BBISBJIEHBI CIIyYad TMIOIUIA3UH 3-Ud WIH 4-U CTENIEHU NIPU
MHUcceHc-MyTanusax. [ IpumedarensHo, uto npu cunapome [ miutecnu
TUIOTUIA3Us LIEHTPAIbHON AMKU HaOJI0/1aeTCsl PEJIKO.

2. I'nnorutasus 1UCKa 3pUTEIRHOTO HEPBA U IPYTUE AHOMAIIUH
3PUTEIBHOTO HEPBA ITPU BPOXKJACHHOW AaHUPUIUU.

Mytanunu B rene PAX6 cBsizaHbl C pa3iMyHbBIMUA IOPOKAMU Pa3BUTHS
3puTenbHOro Hepea. Hanbomnee yacto BcTpedaronumces 3a00jieBaHUEM
ABJISIETCS] TUIIOTUIA3UA IMCKA 3pUTEIBLHOIO HEPBA, KOTOpas HaOI01aeTcs

npuMmepHo y 10 % manueHToB ¢ BpoxkACHHON aHupuaue. HemaBHo Ha



OCHOBAaHHMM KOJMYECTBEHHOI'O aHAJIU3a COOTHOILICHUS TUaMETpa JUCKa
(JIJ1) 1 paccTosiHUS OT AuCKa A0 HeHTpaibHou amku (D) Obuio
YCTAHOBJICHO, YTO y MAIIUEHTOB C BPOXKJICHHOW aHUPUIUECH pa3Mep
JIMCKa 3pUTEJIbHOTO HEPBA 3HAYUTEILHO MEHBIIIE, YEM Y 3JI0POBBIX
moneit. Kpome Toro, Oblia BhIBICHA 3HAYUTEIbHAS OTpHUIATEIbHAS
KOpPEJALNS MEXKy COOTHOIIICHUEM AHaMeTpa JUCKa 3PUTEIBLHOTO
HEpBa U AMaMeTpa JMCKa CeTUYAaTKU U CTETICHbIO TUTIOIIa3uu (poBea, a
TaKXe MEXK]Y TSHKECThIO TUIOTUIa3un (hoBea M TOJIIUHOU CJIOSI HEPBHBIX
BoJI0KOH cetuatku (CHBC) B BUCOUHOM nepunanuiisspHONA 001acTH.
Hapyienust B pa3BUTUM MaKyJibl 1 aHOMAQJIMK BaCKyJISIpU3allid MOTYT
UMETh JOJITOCPOUYHBIC CTPYKTYPHBIEC MOCIEICTBUS JI 3PUTEIBLHOTO
HEpBa, HapyIlas npoiecc GOPMUPOBAHUS U YKIATKH KOJIOOUEK, YTO
MOTEHIMATBLHO MOXET MPUBECTU K YMEHBIIICHUIO KOJUYECTBA HEPBHBIX
BOJIOKOH, (DOPMUPYIOITUX 3pUTEIIHHBIN HEPB.

K npyrum anHomanusiM TUCKa 3pUTEILHOTO HEPBA, CBSI3aHHBIM C
MyTanusiMu reHa PAX6, 0OTHOCSTCS ManJUIOPEHAIbHBIN CUHIPOM,
KoJ1000Ma JIMCKa 3pUTEIBLHOTO HEPBA, aHOMAJIUSA IMCKa 3pPUTEIBLHOTO
HEpBa, aruia3usi AUCKa 3pUTEJIbHOTO HEPBa U NMEPCUCTUPYIOIIAs
TUTIEPILIAa3us MEPBUYHOTO CTEKIOBUAHOTO Teaa. PAX6 HeraTuBHO
perynupyert skcrpeccuto PAX2 (1 Ha000poT), 4TO MOKET YACTUUHO
OOBSICHATH 3T CrielUPUUECKHE KIUMHUUECKUE MPOSBICHUS.

3. JIpyrue aHoMaJiniv CETYATKH.

VY nmanueHToB ¢ BpOXKJACHHON aHUPUIUEH HAOII0AI0TCS pa3InyHbIe
CTEMEeHU AUCHYHKIIUA CETYATKU — OT TSDKEJIBIX HApPYIICHUN 10 TOYTH
HOPMaJbHBIX TTOKa3arene. CTpasaroT KaK MaJIOYKH, TaKk U KOJIOOUKH.

Kpowme Toro, y 86 % manueHToB ¢ BpOKACHHON aHUPHUINEH
2



HaOJII01A€TCSl TUTIOMUTMEHTALIMS TJIA3HOTO IHA, YTO MOKET
CBUJIETEJILCTBOBATH O posiu PAX6 B aMOproHaIbLHON
nuddepeHIIMPOBKE MUTMEHTHOTO AIUTENINS CETYATKHU.

HaxkoHen, mpy BpOXJAE€HHOW aHUPUINU BO3MOXKHBI ClIydau OTCIOWKHU
CETYaTKH, OCOOCHHO B COYETAHUM C TUTAHTCKUMU pPa3pblBaMU CETUATKHU.
BO3HUKHOBEHUIO OTCIIOWKH CETYATKU MOTYT CIIOCOOCTBOBATH
MIEPEHECECHHBIE OIEPAIMU Ha TJIa3aX, BATPEOPETUHAIIbHBIE AaHOMAIUU U
oydtaneMm. B rpynmne u3 230 nanueHToB ¢ aHUPUIUEH,
accolMupoBaHHON ¢ reHoM PAX6, HabmromaBmnxcs B O0JIbHULIE
Hexkep — DHbanc-Manazaec, y AByX AeTel B X0/€¢ HAOII01CHUS

pa3BUIaChb OTCJIOMKA CETYATKH.

3. Tpernii 0,10k TOKJIa10B ObLJI MOCBAIIECH CO3IAHUI0 OPTraHOUI0B
POrOBHIIbI, KOTOPbIE MOI'YT YCKOPUTH MPOLECC CO31aHUA
JIEKAPCTBEHHBIX MPENapaToB JJIs JIeYeHUs] AaHUPUTUNHON

KepaToNnaTHu.

Opranonmﬂ POroBMiibI N3 KJICTOK IMAIIMCHTOB C aHHpHﬂHGﬁ - 9TO
KPOIICYHBIC, BBIPAIIICHHBIC B Ha60paTOpI/II/I TKaHHU POrOBHUIILI,

HMUTHUPYHOIUC POTrOBUILY IIPH BpO)KI{CHHOﬁ AHUPHUINH.
Yd4eHbIe MOJIy4ar0OT BO3MOKHOCTD.

- TCCTUPOBATH MCTOJbI JICUCHUA AAK HCIIOCPCACTBCHHO HA TKAHAX,

IMOXOXHNUX HAa POrOBUYHYIO TKAHb ITPU aHUPUINH,

- Ha6JHOI[aTI> 3a ITIOTCHUHUAJIbBHBIMH IT10JIOKHNTCIIBHBIMHU WJIW HCT'aTUBHBIMH

addexTamu JeueHus,



- ONITUMU3HPOBATH CPOKH U JO3UPOBKY JICUEOHBIX MPEMAPATOB MEPET

UCIIBITAHUSMH Ha JIFOAIX.
DTO MOXKET 3HAYUTEILHO YCKOPUTH:

- TTIOA00p TeparnuH,

- Pa3BUTHUE IPEIU3MOHHON MEIUIIMHBI (IIEPCOHATU3UPOBAHHBIN ITOIX0/),

- IOHUMAaHMUE TOr0, MOYEMY y OOHUX nmanueHToB AAK
(acconmupoBaHHas C aHUPUJIMEN KepaTonaTusl) MpOrpeccCupyeT ObICTpee,

YEM Y IPYTHUX.

PykoBoauTep MpoeKTa M0 U3YyYEHUIO OPTaHOUIOB POTOBUIILI U3
HunepnannoB Dulce Lima Cunha (MeauiiuHCKU LIEHTP YHUBEPCUTETA
PanOyn) BeIcTynuiIa ¢ Mpe3eHTalMel CBOEH HAyYHOU paboThI
«Oprasouasbl poroBuIbl N3 HHAYUHNPOBAHHBIX IJIIOPUNOTEHTHBIX

CTBOJIOBLBIX KJICTOK IMallMEHTA C annpuzmeﬁ».

VYueHblll OTMETHIIA, UTO Y OOJIHIIIMHCTBA MAIIMEHTOB ¢ aHUPUAUEH U
MyTalusaMu B reHe PAX6 pa3zBuBaeTCsl KEPaTONATUS, YTO JAHHBIN
MPOLIECC, €CIIU €0 HE CACPKUBAThH, HA MOCICIHUX CTAIUAX KEPATONMATUU
MPUBOAUT K CJENOTE NaueHTOB. OJTHAKO TOYHBIE MOJIEKYJISIPHBIE
MexaHu3Mbl pa3BuTusa AAK 10 cMX mop TOCKOHAIBHO HE U3YUYCHBI,
MOATOMY KpaifiHe Ba)KHO pa3padoTaTh MOJIEIU POTOBUIIHI,

HUMUTHUPYHOIIUEC BCC CIIOKHOCTHU 32160J'IGB21HI/I$I, YTOOBI IOHSTH nmpupony



AAK u pazpabotaTth 3PPEKTUBHBIE METO/IbI JICUCHUSI AHUPUIUNHON
KepaTonaTuu, KOTOPbIE OCTAHOBST €€ MPOrPECCUPOBAHMUE.

VYueHble e HAy4YHOU TPyMIIbI TOTYYWIA UHAYITUPOBAHHbIC
TUTIOPUTIOTEHTHBIE CTBOJIOBBIC KJIETKH OT JBYX MalueHToB ¢ PAX6
acCOLIMMPOBAHHOMN aHUPUANEHN U pa3padoTain MPOTOKOII
nudhepeHIIMPOBKH TaHHBIX KJIETOK B TPEXMEPHBIE CTPYKTYPHI,

HAaITOMHWHAKIIKUEC pOTOBUILLY, - OPTAaHOUIbI POTOBUIIbI.

bbUIO MOKa3aHO, YTO OPraHOUIBI POTOBUIIEI UMUTHUPYIOT KIIFOUEBBIE
3TaIbl pa3BUTHs POrOBULIBL. OTHOKIETOUHBIN aHAIU3 OKA3AJI HATUYUE
BCEX THUIIOB KJIETOK-MPEANIECTBEHHUKOB POTOBUIIBI - SMUTEIAAIBHBIX,
CTPOMAJIBHBIX U SHIOTENHANbHBIX. [0 CpaBHEHNIO C KOHTPOJIBbHBIMU
OpraHOMJaMH, OPTaHOUIbI POTOBUIIBI BPOKICHHOU aHUPUINN
BOCIIPOU3BOJIAT U3BECTHHIE CUMIITOMBI 3a00JI€BaHUs, TAKUE KaK
MOBBILIEHHOE BOCITAJICHUE U MApPKEPhI BACKYJIAPU3ALUH.
BocnanurensHbie H3MEHEHUS O0OHAPYKUBAIOTCS YK€ Ha paHHUX

craausx, HO 0oJiee SIBHbIE CUMIITOMEI 3a00JICBaHUS IMPOABJIAKOTCA IMO3KC.

JlaHHBIE PE3yJIbTATHI MOKA3BIBAIOT, YTO OPTraHOUIbI SIBJISIOTCS
MHoOroob6ermarome miathopmMoi s U3yU4eHUs! BpOKICHHOW aHUPUIUU

u p33pa6OTKI/I 6yI[yI]_II/IX MCTOOOB AJIsd €€ JICUCHUA.



4. BJ10K, NOCBALICHHBIH NMPOEKTaAM, CBSI3AHHBIM C T€HHOU TepaIue.

JlericTBrEe penapara aMJIEKCAHOKC CXOXKE C aranypeHoMm. [leicTBue
npernapara HapaBJeHO Ha TO, YTOOBI IOMOYb KJIETKaM 000NTH

ONPENECICHHBIE MTPEKICBPEMEHHBIE CTON-MyTaluu B rene PAX6.

AMEKCUHOKC SIBJISIETCS TIOTCHIUAIBHBIM TEPANIEBTUYECKUM CPEJICTBOM U
JNEUCTBYET IO MPUHIUIY «IIPOYTEHU», KaK aHWITypuH. Cenyac ero
TECTUPYIOT HA MOJIEIN OPTraHOUIOB. ITO MOXKET IOMOYb B BEIOOpE

AO3UPOBKH U BPCMCHU IIPOBCACHUS TCPAIIUHU.

Pe3y.]'IBTaTBI IIOKAa3bIBAKOT, UTO.

- B 70% ciyuaeB mytanuii rena PAX6 npenapar BO3AEHUCTBYET HA

OCHOBHYIO T€HETUYECKYIO MPoOJIeMy,
- OH MOET paboTaTh O€3 3aMEHBI BCETO I'eHa,

- OpraHoOMIHBbIC CUCTCMbI TCIICPb MOTI'YT IIOMOYb OIITUMU3UPOBATH 5TH

MCTOJbI JICUCHMUS.

Jpyroii MHOroo0€enarIeil KOHIENIUeN reHHOM Tepanuu Npu
BPOKJICHHOM aHUPUJNHU SBISIETCS cTpaTerusi akrupanuu PAX6 na

ocHoBe CRISPR:



B nanHoM metonie BMecTo npamoro peaakrupoBanusa JJHK
MCCIIETOBATENH NBITAIOTCS aKTUBUPOBATH 3J0POBYIO OCTABIIYIOCS
konuto PAX6, nmoBbimas oouryto skcnpeccuto PAX6, 4toOsl

KOMIIEHCUPOBATh JE(PUITHUT.
[TorenunansHbie npeumyiectsa meroga CRISPR:
- METO/J1 Oe30MacHee, YeM MOCTOSTHHOE PEIAKTUPOBAHKE T€HOB,

- JICUEHHE MOKET OBITh JOCTABICHO HEMOCPEACTBEHHO B POTOBHUILY, IPH
3TOM JJ1s1 TOBBIIEHUS 3()PEKTUBHOCTH BO3MOKHO MHOTOKPATHOE

MIOBTOpPEHUE,

- TI03BOJISIET N30€KaTh HCKOTOPbLIX PUCKOB, CBA3AaHHBIX C

TPaJUIMOHHBIM MeTOI0M peaakTtupoBanusi CRISPR,

- IOTCHIHMAJIBHO JICYHCHHUEC MOXET JOCTABJIATHCA C IIOMOIIBIO JITUITUAHBIX

HaHOYaCTHUII.

I[aHHBIe HCCICOOBAHUA HAXOOATCA II0KA Ha HavaJIbHOM cragnunu, HO OHU
npeacTaBJIAIOT c0001 3HAUYUTEIbHBIN IIar K IMpOrpecCy Ha IIyTH K

HACTOSIIEH TepaIuM, CIIOCOOHOM MOIU(PUIIMPOBATh TEUCHUE OOJIC3HHU.



[Ipodeccop JIunuonckoro ynusepcureta (LlIBenus), rmasa COST
Aniridia-NET Hein Jlaraau BeICTynuiI ¢ 0030pHBIM JOKIIAI0M
«JlocTrkeHus B 00J1aCTH M3Yy4YeHHS] AHUPUIMH U METOJ0B JIeYeHU I

KepaTronaruu, CBSI3aHHON ¢ aHUPUIUEKH.

Joxnazn o pa3paboTkax B 00JaCTU T€HHOM Teparuu JJIsl BPOXKICHHOU
aHUPHUIUUA MOKHO MTOCMOTPETH T10 CChUIKE

https://www.youtube.com/watch?v=ES4tPfspmW 8&t=3s

5. BJIOK, NOCBANLICHHBbIN JIEYCHUIO I'TIAYKOMbI IPH BPOKICHHOU
AHMPHUINH U HOBBIM MAJIOMHBA3UBHBIM XHPYPru4eCKMM MeTOAaM

€¢ JICUCHUA.

TpaHccekiepaabHbIi MeTO ¢ Hcnob30BaHueM XEN yxe mupoko
BHEPSAETCS B XUPYPTUU TIIAYKOMbBI BPOKICHHON aHUPUUHU HE TOJBKO B
CLIA, 1O u Bo ®panHuuu u B [ epmanun. [IpuMenenne JaHHOTO METOAA

ITIO3BOJISICT:

- UMCTb YCTOfIqHBOC CHMI)XCHHUC BHYTPHUIJIA3HOT'O AABJICHUA Y ITALIUCHTOB

C TJIAayKOMOW IIPU BPOXKJICHHOW aHUPUINH,
- OEpEKHO «OOXOIUTHY TPABMUPOBAHUE AHUPUJAUNHON POTOBUIIBI.

[Ipumenenune u maccoBoe BHeaApeHrue XEN B pa3IMuHbIX CTpaHax JJis
JICYECHUS TJIayKOMBI IIPU BPOKACHHOW AaHUPUAUUA OYEHD BAXKHO, TAK KAK

TPAAUIIUOHHBIC OIICPpAlMHU I10 JICUCHHUIO I'NNIAYKOMBI ITPpHU BpO)KI[@HHOfI


https://www.youtube.com/watch?v=ES4tPfspmW8&t=3s

aHUPUJMUA MOTYT HECTH 32 COOOM MHOKECTBO OCJIOKHEHUW U PUCKOB, B
TO BpeMs Kak XEN - 3TO COBpEMEHHBIN MaJIOMHBA3UBHBIN METO/I,
KOTOPBII MTO3BOJISIET TPOBOJUTH «OEPEKHYI0» XUPYPIHUIO MPHU JICUCHUU

I'IAYKOMBI Y IIAaITUCHTOB C BpO)KI[@HHOfI aHI/IpI/II[I/Ief;I.

[Ipodeccop, IMH Xpuctuna I'pynueBa u3 boiarapuu BeICTyIIniIa €

JOKJIAZ0M O POJIH JIA3€POB IIPU JICUCHUN AHUPUIUNHON TIIayKOMBI.

BTopuunas riiaykoma rnpy aHUpUAUHHON II1ayKoMe OObIYHO BOZHUKAET
B pE3yJIbTATE MPOrPECCUPYIONIUX AHATOMUYECKUX U3MEHEHUH yTIiia
JIpEHaXa, KOrJla pyJUMEHTapHas KyJIbTs PaIyKKHU IIEPEKPHIBACT
TpaOEKYJIAPHYIO ceTh. XOTs Jla3epHask XUPYyprus nNpeaHazHavueHa Jjis
YBEJIUUCHUSI OTTOKA BOJBI Uepe3 TPAOEKYIIPHYIO CETh, OHA OOBIYHO
cuuTaercst HepPEKTUBHOM IPU aHUPHUIUU C OTKPBITHIMU yTIIAMU
0030pa ¥ KJIIMHUYECKHU MPOTUBOIOKAa3aHa B CIydasiX 3aKPhITUS CUHEXUH
WJIM 3HAaYUTEIBbHOTO UCKaXeHus yria o03opa. Kpome Toro, orcyTcTBHe
TKaHU Pajy>kKHON 000JIOYKH ¥ BO3MOXKHOE HAJTUYUE MOMYTHEHUMN
POTOBHIIBI MOTYT 3aTPYAHUTh TOHUOCKOTIMYECKYIO BU3YJIU3AIHUIO,

HEO0OXOUMYIO JIJIsl TOUHOT'O MPOBEJICHUS JIA3€PHOU KOPPEKIUU.

HoBas TeXHOJIO0rus - 3KCUMep-ia3epHast UHTPAOKYJIApHAsl CUCTEMA
ELIOS - Haxonutcs Ha cTaiuu pa3pab0OTKU. Pe3ynbTaThl NpUMEHEHUS
ATOU TEXHOJIOTUM Y MALUEHTOB C IIEPBUYHOU U BTOPUYHOMN
OTKPBITOYTOJILHOM TJIayKOMOM BEChMa MHOTOOOCIIAOIINE, HO JJAHHBIX
JUI IPUMEHEHUS 3TOU METOAUKHU Y MMALIUEHTOB C BPOKIECHHOMN

AHUPUJIUEU HET.



['maBa Hayunoro Komurera « Anupuaus EBpomnay, 3aBeayromas
JNETCKUM o(pTanbMonoruueckum otaenenueM kiauHuku Hekep (ITapuk,
®panuus) npodeccop Dominique Bremond-Gignac BoicTynuia ¢
noknanom «lymaykoma, cBsizanHasi ¢ myranueit rena PAX6.

Iporusorinaykomusie npenaparbl 1 MIGS Preserflo».

BpoxaeHnHnas anupuauvs, BI3BaHHAsI aHOMaIMEn skcnpeccuu reHa PAX6,
- PEIKOE MaHOKYJSIPHOE TeHETHYECKOE 3a00I€BaHKE, PUBOISIIEE K
oTepe TPYAOCIOCOOHOCTH, OTMETHIIA Ipodeccop. 3a00IeBaHNUE YACTO
COIIPOBOXKIACTCS APYTUMHU MMATOJOTUAMU TIJ1a3, B TOM YUCIIE KaTapaKTOM,
KEpaTonaThuen, aCCOLIMMPOBAHHON C AaHUPUIUEN, TUTIEPTOHYCOM TJIa3 H,
KaK IpaBujIo, riaaykoMoil. I'maykoma - 3T0 MHOro(akKTOpHOE
OCJIOKHEHUE BPOXKACHHON aHUPUIUHU, OT KOTOPOTO CTPAIAOT MTOUYTH

50 % manueHToB, a yacToTa 3a00JI€BaHUs OLICHUBACTCS MMPUMEPHO B 46—

70 %.

['maykoma, cBsizanHas ¢ mytanuei reHa PAX6, MOXeT NpOosBIISITHCS KakK
BPOKIACHHAs INIAyKOMa WM IIPOTrPECCUPYIOLIASA FOBEHUIbHAS I[TIAyKOMa.
JlokTop pacckasaina, Kakie aHTUTIIayKOMHBIE TTpenapaThl MOTYT ObITh
3¢ PEeKTUBHBI PU BPOKICHHON aHUPUJIUH, CBA3AHHOW C MyTallMel reHa
PAX6, B TOM yucie 0 BaAXXHOCTH TJIa3HBIX Karellb 0€3 KOHCEPBAHTOB.
OHa oT™MeTHIa, 4YTO HOBbIE HHTMOUTOPHI po-kKuHa3bl (ROCK) npoxoast
JOTIOJIHUTENbHBIE UCIIBITAHUA IIPHU JICYEHUN BPOKICHHOW AHUPHUJINU C

IJ1ayKOMOM.



B 01HOLIEHTPOBOM KOTOPTHOM HCCIEAOBAHUYN MPUHSINA ydacTue 296
a3 (4 anykineanuun) 150 nmamuenTos, u3 kotopbix y 77 (51,3 %) Obuta
JWArHOCTUPOBAHA I1ayKOMa, YTO COOTBETCTBYET 139 rimaykoMHbBIM
rina3am (46,7 %). Bo3pact Hauana pa3BUTHS TJIayKOMBI COCTaBmII 15,7
+/- 13,6 roga. Bpoxxnennas riaykoma coctaBuiia 21,6 % oT Bcex
CJIy4aeB TJIAyKOMBI. Y 62% MalKreHTOB riaykoMa Obljia TBYCTOPOHHEH.
Bbosnee TpeTu maneHTOB B aHAMHE3€ yKe MEPEHECIIN Pa3TnyHbIe
orepalyy 1Mo XUupyprum riayKombl: CHayajaa TpaOeKyJIKTOMUIO, a 3aTeEM
Ja3epHYI0 JUOIHYIO TEPANMIO WK UMILJIAHTAIUIO KianaHa Axmena. 13
JTAHHBIX JOKTOpa JIOMUHHK TSXKECTh IIayKOMbI HE KOpPpEJIUpoBaia y
UCIIBITYEMBIX CO CTENEHBIO JIMMOATLHON HEIOCTATOUYHOCTH,
TUTIOIIIa3UeN MaKyJIbl WJIM TUIIOTUIA3Uel paay>kHOM 00o10uku. B
JICYCHUU AaHUPUIUNHON TIIayKOMBI IOKTOP MOJIETNUIACh CBOMM OIBITOM
MPUMEHEHUS MaJOMHBA3UBHON XUPYpruu - MUHU-KIananbl Preserflo,

ITOKA3bIBAIOT XOPOUINC PC3YJIbTAThl, OTMCTHJIA HOKTOP.

[Ipodeccop, IMH, 3aBeayronuii kadeapoit oPpTaaTbMOIOTHN
yHuBepcutere Bocrounoit Bupmxunuu (CIIA), rmaBa Hayunoro
Komurera « Auupuaus CeBepHas AMepHKa» TOKTOP-0(TaTbMOJIOT
IHurep Hetnana Beictynuia ¢ goknagom «MIGS Xen u korga Hu4uero

HE IMMOMOracerT...».

[TocMOTpeTh MPE3EHTALIMIO IOKTOPA HAa PYCCKOM SI3BIKE MOKHO 1O

CCBIJIKEC

https://www.youtube.com/watch?v=GVdPDF3Gwpl&t=5s



https://www.youtube.com/watch?v=GVdPDF3GwpI&t=5s

6. bi10K, MOCBALICHHBIA HOBBIM KJIACCaM MPENapaTos.
1. Maruoutopsl ROCK, Takue kak HeTapCyaui:

- YIIy4IIal0T OTTOK BHYTPUTJIA3HOM KUIKOCTH, pacciadisist

TPaOEKYJIAPHYIO CETh,

- B HACTOSIIIEN BEPCUU MIPUCYTCTBYIOT KOHCEPBAHTBI, HO B OYIyIIIEM MbI
OKHJIa€M TOSIBJICHUE BEPCUI 0€3 KOHCEpPBAHTOB, TAK KAK TOKCUYHOCTb
IpernaparoB Jid MOBEPXHOCTH TJ1a3a SIBJISIETCS CEPbE3HOM MPoOIeMOi

IIPY BPOXKJAEHHOW aHUPHUJINH.

2. OI[HI/IM N3 HCOKHUIAAHHO ITPAKTUYHBIX U O6H3I[€)KI/IBaIOI]_[I/IX MOMCHTOB
cTajo O6C}’)KI[€HI/I€ NMPUMECHCHUA I'JIAa3HBIX Kall€JIb ¢ UHCYJIUHOM IJI51

Je4eHHUs IpoOJIeM C POrOBUIICH IPU aHUPHUIUH.

Cpenu 3asBICHHBIX IPEUMYIIECTB, [VIA3HON PACTBOP C HHCYJIUHOM:
- CITOCOOCTBYIOT 3aKUBJICHUIO POTOBUIIHI,

- YMEHBIIIAET BOCHAJIEHUE POTOBULIBL,

- OboJtee AOCTYIICH U Iopa3go ACIICBJIC 110 CPABHCHHUIO C KAIUIXIMH Ha

OCHOBE ayTOJIOTHYHOM CHIBOPOTKH,

- IOKa3aH IOJOKXUTECIbHBIA KIMHAYECCKUM OIIBIT IIpyu JJIUTCIIbHOM

IIPUMEHEHUY Y ALUEHTOB C BPOXKJICHHON aHUPUIUEN.



3. Hpyroi npenapat, LOSARTAN, B (hopme rina3HbIX Kaneib, MoKas3ai
3 PEeKTUBHOCTH B OOJIETYUCHUH CUMIITOMOB KE€PATOIMAaTUH Y MAIMEHTOB C
BPOXKJECHHOW aHUpUAUEN. DTOT mpenapaT OJIOKUpYET mpouecc pudpo3sa,
KOTOPBII MOXKET MPUBECTU K OTEPE MPO3PAYHOCTH POTOBUIIBI.
[Ipenapar HegOpOroil, HO MJIA NOATBEPKAEHUS €ro 3(PPHEKTUBHOCTH MIPHU
BPOXJIECHHOW aHUPUANU HEOOXOAUMBI 00Jiee rITyOOKHE HAYUHbIE

HCCIIEIOBAHMUS.
4. OLISENS — npenapar a1 Jie4eHUsI HEOBACKYJISPU3ALUN.

[Ipenapat 6611 pazpaboTan GppaHIry3CKOM O(PTATBEMOIOTHIECKOMN
naboparopueit KOJI Onucenc nms gedeHuss HEOBAaCKyIIpU3aIuu

POTOBHUIBLI X ITOKA3BIBACT XOPOILINUC PC3YJIbTATHI.

B otHomennu npenapara Olisens (araHupceH) Ipy BPOKACHHOM
QHUPUIUHU IIPOBOASATCS IeJICHAIIPAaBICHHbBIC UCCIIEIOBAHMS, KOTOPHIC

YK€ ITOKAa3aJIk MHOFOOG@H.[aIOH_[I/IC PE3YJIbTAThbI.

JIoKJINHMYECKHE UCCJIeI0OBAHNA ObLIIM MPOBEIEHbI TPYIIOH
IBEJICKUX YYEeHbIX 01 PYKOBOACTBOM npogdeccopa Heina Jlaraau
Ha MBIIIMHOK Moaenau. UccaenoBanus yke 3aKOHUYEHBI U AU

IOJIOKUTEJIBHBIC PE3YJIbTaThbl.

[Ipunnun neictBus npenapara: Yruerenue o6eika IRS-1 ¢ momoriibio
kanenpb Olisens NpuUBeNoO K 3HAYUTETLHOMY MOJIABICHUIO POCTA

IMaTOJIOTMYCCKUX COCYIOB B pOIrOBHUIIC 34 90 HHCﬁ, 3aMCIJIAA



IporpeccupoBaHue 3a00sieBaHus. Takke Tepanusi CHUXKajla BOCIAJICHUE
U CIIOCOOCTBOBAJIAa BOCCTAHOBJICHUIO AIIUTENIUS POTOBUITLI. BaskHO, 4TO

MNPpHU3HAKHW TOKCUYHOCTH HUJIN ITOOOYHBIX 3(1)(1)€KTOB OTCYTCTBOBAJIH.

B mae 2026 rona nHaunnaercs I1 ¢paza kInHNYeCKNX MCCIeT0BAHUN
OJiuceHca HAa NANUEHTAX C BPOKICHHOU AHUPUIUECH.

B skcnepumente npumyT yuactue 20 MarueHToB C BPOXKIACHHON
aHUPHUIMEH: TOAPOCTKHU ¢ 1-2 cTaguen KkepaTonaTu u
HEOBaCKyJIsipu3alueit porosuiibl oT 12 siet u B3pocibie. [lanentam B
TeueHue roja Oyaet 3akanbiBaThest Olisens® 0.86 Mr/mi1 ABaXK/IbI B JICHb
B TEUCHHE TOJILKO B OJIUH TJ1a3 MPHU ABYCTOPOHHEM MOPAKECHUHU.
PesynbTaTel 0ynyT pukcupoBatbes dhoTorpadusiMu cocyaoB (11
HE3aBHCUMOI0 aHaJIu3a), a TaKXKe OyyT YUUTHIBATHCS TaKUE TTapaMeTphbl
KaK OCTpOTa 3pEHMsI, KAaUeCTBO KU3HU, O€30MaCHOCTb.

- [Inanel Ha Oynyiee: Benetcs pa3paboTka MUIOTHOTO
PaHIOMHU3UPOBAHHOTO KJIMHUYECKOTO UCCIJICIOBAHUS 11O

PEeA0TBPAILICHUIO 000CTPEHUN KEPATOMATHH.

6. bi10K, MOCBALICHHBINA PAHHEH IMATHOCTHKE U NPOPUIAKTHKE

KJIMHUYECKUX NMPOSIBJIEHUI BPOKIEHHOM aHUPUIUH.
B BBICTYIUICHUSIX YUEHBIX B JAHHOM OJIOKE TTOJYEPKUBATIACH BAKHOCTb:

- PAHHCTO BBIABJICHHS BpO)KI[GHHOfI AHUPpHUINH, CC MMOJITHOMACIITAaOHOMI

T€HECTUYECKOU JUAardHOCTHUKU,



- TINATCJIIbHOI'O MEANIIMHCKOI'O O6CJI€,Z[OB3.HI/I$[ IIallTUCHTOB C

BPOXKJAECHHON aHUPHUJIUEN,
- MOHUTOPHHTA COCTOSIHUS 3pUTEIBHBIX HEPBOB U CJIE3HON (PYHKIINH,

- paHHEro Hayaja Npo(UIAKTUYECKON Teparuy aHUPUIUUHOM

KEpATOIIaTHH.
Taxkou mMoaxoa MOKeT 3aMeJINTh UJIH OCTAHOBUTD:

- POLIECC IETEHEPAMHU POTOBUIIBI Y MAIMEHTOB C BPOKICHHOMN

AHUPUIUEH,

- IOBPCKACHUC 3PUTCIIbHBIX HCPBOB IIPU T'NIAYKOMEC Y ITAITUCHTOB C

BPOXKJAECHHON aHUPHUJIUEN,
- aMOJIMONIHIO,

- Apyrue 3a00JIeBaHMs TJIA3HOW MOBEPXHOCTHU y HAIUEHTOB C

BPOXKJACHHON aHUPUIUEH.

[Tpodeccop, AIMH, nokrop-odransmonor Xpucruna I'pynueBa
(r.Bapna,bonrapust) BeICTynHIIa C TOKJIAIOM, TTOCBSIICHHBIM
BOCIHAJIEHUIO B AHMPHIUITHOM TIJIa3y.

[TapaBocmnaneHre urpaeT BaKHEUIITYIO POJIb B TATOTCHE3€ CHHIpOMa
cyxoro raza (CCI') y maniieHTOB ¢ aHUPUIUCH, SBIISSCH CBA3YIOIINM
3BEHOM MEXIY XPOHHUECKHUM CTPECCOM IS TJ1a3 M pa3BUTHEM

TSAKCIIOIO XpOHHYICCKOI'O BOCIIAJICHU S (KepaTOHaTI/II/I). KpOMC TOTIO,



cHKeHue GyHkuuu reia PAX6 3amyckaet Kackaj peakiui, B
pe3yJibTaTe KOTOPBhIX MOBEPXHOCTH IJ1a3a TEPSIET CIIOCOOHOCTh
IIOJIJIEPKMBATh TOMEOCTAa3, YTO MPUBOJUT K TKEIBIM BOCIAIIUTEIIbHBIM
IIPOLIECCAM.

[TapaBocriajieHHE CUUTAETCS «3AIUTHBIM MEXaHU3MOMY», HO IPU
JUTATEITbHOM TEYEHUU MOXKET HAaHECTU Bpeld. [Ipu aHupuanm oHO
BO3HHMKAECT U3-32 XPOHUUYECKOTO CTPECCa II1a3HOU ITOBEPXHOCTHU, B TOM
qyucie JUCHYHKINN MEHOOMMEBBIX KeJe3, HECTAOUILHOCTH CJIE3HOU
MJICHKY (B YaCTHOCTH, BHICOKOW CKOPOCTH UCIIApeHUs1) U aeduiura
JUMOAJIbHBIX CTBOJIOBBIX KJIETOK. McciieoBaHUs TOKA3bIBAIOT MPAMYO
3aBUCHUMOCTb MEXK/Y TSKECTHhIEO CUHJIPOMA CYXOro Ijia3a, OnpeaessieMon
10 BPEMEHHU Pa3pbIBA CIE3HOU IIJICHKH, Y MOBBILIEHHBIM YPOBHEM
BoCTTAIMTENbHBIX TUTOKHHOB (IL-13, IL-17A, FGF2 u MIP-1a) B
CJIE3HOM KUJIKOCTH MAlMEHTOB ¢ anupuauen. [lapasocnanenue Bo
MHOTOM CIIOCOOCTBYET BBICOKOW PACIPOCTPAHCHHOCTH AUCHYHKIINH
MEMOOMMEBBIX KEJE3 Y MALMEHTOB C BPOKJACHHON aHUPUIUEH, YTO
MPUBOJIUT K CUHJIPOMY CYXOrO IJia3a U yCyryOJisieT OBPEXKICHHE
anuTenns poropullbl. [Ipeamnonaraercs, 4To npu aHUPUANUA CHUKEHHAS
CIIOCOOHOCTB AIUTEINIUS POTOBUIILI K CHHTE3Y KOPTH30J1a 0CIa0IIsieT
PETYJIITOPHBIE MEXAHU3MBI, CICPKUBAIOIIUE UMMYHHYIO CUCTEMY, UTO
CIIOCOOCTBYET Pa3BUTHUIO XPOHUYECKOTO BOCTIATICHUS.

[Tonumanue 3Toro AMCHYHKIMOHATIBHOTO MapaBOCTATUTEILHOTO
IpolLecca KpalHE BAXKHO ISl JICYCHUs] aHUPUIUMHON KEPATONaTHH,
IIOCKOJIBKY PAHHEE BMEIIATEILCTBO MTO3BOJISIET YMEHBIIUTh BOCAJICHUE
JI0 TOT0, KaK OHO TIepepacTeT B MOJHOIICHHYIO XPOHUUYECKYIO PYOIIOBYIO

KCPpAaTUHHU3AIlUIO. Takue MCTOABI JICUCHUS, KaK IPUMCHCHUC I1JIa3MbI,



ooraroii pakropamu pocta (PRGF), 6onee cnabbix cTepouioB s
MECTHOTO IPUMEHEHH S, UIMMYHOMOTYJISITOPOB, PaCTBOpPA UHCYJIUHA U
JPYTUX HOBBIX MOJIEKYJI, MOTYT MTOBBICUTh CTAOUILHOCTh TOBEPXHOCTHU

rja3a U 00JIETYUTb CHUMIITOMBI CYXOCTH.

7. BJIOK, NOCBANICHHbIN KOMILIEKCHBIM NMPOSIBJICHUAM BPOKIACHHOMN

anupuanm kak PAX6 cunapoma.

CoBpeMeHHasi HAyKa pacCMATPUBAET BPOKICHHYI0 AHUPUIUIO, KAK
KOMILIEKCHOe 3a00J1eBaHue, ITpu KOTOpOM reH PA X6 BiusieT He
TOJIbKO Ha ()OPMUPOBAHNE OPTaHOB 3PEHUS, HO K MOKET KOHKPETHO

3aTparuBaTh:
- CIIYX,

- oboHsHHE,

- COH,

- oOMEH BEIIIECTB,

- pa3BUTUE HEPBHOM CUCTEMBI,

- HAJIUTPY HCUXHUYCCKHUX COCTOSIHUM IIaguCHTOB (TpeBO)KHOCTB,

Jenpeccus v T.1.),

- CEHCOpHYI0 00paboTKYy.



BaxHo, 4TO0BI BO BCEX CTPAHAX MEKAMCHUIIIMHAPHBIA MOAX01 K
JICYCHU O MAUEHTOB C BPOXKACHHOW aHUPHUAMEl CTAHOBUTCSH
CTAaHJAAPTOM, ObLJI OPUEHTUPOM ISl TALIMEHTOB U MEAUITMHCKUX
PabOTHUKOB, a MOJJEPKKA MAIMEHTOB HE OrPaHUYUBAIACH PAMKaAMHU

0 TaIbMOJIOTHHU.

Takou MOoAXO0 MOKCT 3HAYUTCIIbHO YIYUIINUTh KAa4CCTBO KU3HU

MAIMEHTOB C BPOXKXACHHON aHUPUAUEUN U YIICHOB UX CEMEN.

Mononas yuensiii Israa Sefawi (LlIBeuuns) u3z nayunoii rpynmel Heitia
Jlaramaum BoicTynuna ¢ noknaaom «Ilorennuanbubiii PAX6-
3aBUCHUMbIH MEXaHU3M, JIEKANUI B OCHOBE 3PUTEJIbHBIX U

CJIYXOBBIX HAPYIIEHUI NPU AHUPHTUN.

AHUpHUIHS, BbI3BAHHAS TalJIOHE0CTAaTOYHOCTHIO TeHa PAX6, otmeTniia
yY4EHBIH, BIUAET HAa paOOTY HECKOJBKUX CEHCOPHBIX CUCTEM, OJTHAKO 10
CUX TIOp HE BBISIBJICH €AMHBIN MOJIEKYJISIPHBIM MEXaHU3M, OOBICHSIOIINI
OJIHOBPEMEHHOE HapyIIEHUE 3peHUs U ciiyXxa. KpucraniuHsl,
KJIaCCUYEeCKue OEJKM XpyCTalIUKa, aKTUBHOCTh KOTOPBIX HANPSIMYIO
perynupyercs reHoM PAX6, Bce dalle paccMaTpuBarOTCsl KaK YYaCTHUKH
00JIee MMUPOKOTO CIEKTPA MPOIECCOB, CBSI3aHHBIX C KJIETOUYHBIMU
PEAKIUSMU HA CTPECC, HEUPOMPOTEKIIUEN U PA3BUTHEM CEHCOPHBIX
cucteM. VX yyactue B moajiep>kaHul TOMEOCTa3a POrOBUIIbI U
CO3PEBAaHMUU CITyXOBOTO HEPBA JEJIAET UX BEPOATHBIMU KaHIUAaTaMH Ha
pOJIb y4acTHUKOB 00111er0 PAX6-3aBHCHUMOTO ITyTH, IPUBOISILETO K

HAapYMICHHUAM IIPHU aHUPUIHN.



B pamkax 3Toro mpoekra Ba)kHO OTBETUTh HA BOIPOC O TOM, BIUSIET JIU
rarjioHeJ0CTaTOYHOCTh TeHa PAX6 Ha skcnipeccrio U (QyHKIUIO
KPUCTAJUTMHOB B TKAHSIX POTOBUIIBI, YIUTKH U CTBOJIA TOJIOBHOTO MO3ra,
CIIOCOOCTBYS Pa3BUTUIO JBYCTOPOHHETO CEHCOPHOro HapymieHus. C
MOMOIIBIO MBIIIMHON MoAenu Pax6+/— (Sey) ydeHbIMU U3 Hay4YHOU
rpymnmnsl npodeccopa Jlaranu perucTpupyroTcs CIIyXOBbIE CTBOJIOBBIE
BbI3BaHHbIE oTeHIIMabl (CCBII) u mpoBoguTcs (hiryopeclieHTHOE
UMMYHOOKpamuBanue Ha anbda-kpuctamind A (CRYAA), anbda-
kpuctauind B (CRYAB), 6era-kpucrannun B2 (CRYBB2), ramma-
kpuctauini C (CRYGC), PAX6 u HeilpoHHBIE MapKEPHI B POTOBHUIIE,
YIAWUTKE U CIYXOBBIX siipax. B paMkax nccinenoBanus ObUTH MPOBEICHbI
nepBuuHbie peructpanuu CCBII 1 uMMyHOOKpalmBaHue, a Takxke
NpeABAPUTEIbHBIN aHATIU3 1JIA BBISIBIICHUS] 3aKOHOMEPHOCTEN B
CEHCOPHBIX TKaHSIX. JTU JJaHHBIC - IPEJIBAPUTENbHAS UILTFOCTPALIHS
pPa3BUBAIOLINUXCS HAPYILIEHUN B CEHCOPHBIX NYyTAX. B Xoae nampHenmen
pabOoThl YYEHBIE IUNIAHUPYIOT YBEIUYUTH KOJTUYECTBEHHBIE ITOKA3ATENN U
BKJIIOYUTH B UCCJIEOBAHUE MPOBEPKY IKCIIPECCUU U aHATU3 HA YPOBHE
CUTHAJIbHBIX ITyTEU JIJIs1 ONpeIeTICHUs] KOHCEPBATUBHBIX MOJICKYJISIPHBIX
MEXaHU3MOB.

[ToHuMaHue KOHBEPTEHTHBIX HAPYIIEHUM, CBA3aHHBIX ¢ OenkoM PAX6, B
Pa3IMYHBIX CEHCOPHBIX CUCTEMAX MOXKET MTOMOYb OOBICHUTH
KJIMHUYECKYI0 BAPUATUBHOCTh AHUPUJIUM U TIPOSICHUTD, SIBJISIOTCS JTU
ne(eKThl MPO3pavyHOCTU POTOBUIILI M HAPYIICHUS CIIYXOBOM 00pabOTKU

CJIICACTBUCM O6I]_[€FO MOJICKYJIIPHOI'O MCXaHHU3MaA.



[Ipodeccop ynuepcrurera xopxuu, kaheapbl HEHPOOMOJIOTUN
(CIIA) Hxeiimc Jlaynepaeab IpeicTaBUII CBOM JOKIa «3a
npeaeaMyu BUAMMOCTH: TAIUVIOHEI0CTATOYHOCTD reHa Pax6 u ee

BJIMsIHME HA KOPTUKAJLHYIO M HEIPOIHIOKPUHHYIO (PyHKIMI».

I'en PAX6 siBIis€TCSI OCHOBHBIM PETYJISITOPOM Pa3BUTHS Va3 U
TOJIOBHOTO MO3ra, & FE€TEPO3UTOTHBIE MyTAIlMU, IPUBOJIAIINE K OTEPE
GyHKIUY, SBISIIOTCS OOIIETPU3HAHHON TPUYMHON aHUPUIUN, OTMETUI
npodeccop. OHAKO TarI0HeA0CTaTOYHOCT, PAX6 IpuBOIUT K
HEBPOJIOTUYECKUM HAPYIIEHUSIM, KOTOPBIE 3aTParuBatoT HE TOJIBKO
3pUTENIBHYIO CUCTEMY. Y JIOACH C aHUPUIUEH YacTO HAOIIOMAIOTCS
HapylIeHus 000HIHUS, 00pabOTKHU CIIyXOBOM MH(POPMAIIUK U CEHCOPHOI
WHTETpaluu 00Jiee BHICOKOTO MOPSJIKa, YTO CBUACTEIBCTBYET O OoJiee
mpokou poinu PAX6 B pazsutum niepennero mosra. Bo Bpems
KopTHKOreHe3a 0enok PAX6 perynupyeT uaeHTUYHOCTh KJIETOK-
MpeAIIeCTBEHHUKOB, U (PEepeHIIMPOBKY HEHPOHOB U (PopMUpPOBaHNKE
KOPTUKAJIBHBIX MOJIEH, OKa3bIBas TOJTOCPOUYHOE BIUSIHAE HA
OpraHMU3alMI0 HEUPOHHBIX LIETIEH U CEHCOpHYI0 00paboTKy. Kpome Toro,
PAX6 HE0OX0IMM 111 HOPMAJIBHOTO Pa3BUTHUS THIOTAIaMyca U
runodusa, 4To yKa3bIBaeT Ha HAPYIIEHUE HEHPOIHIOKPUHHOM
peryJislig y HEKOTOPBIX MalieHToB. B cBoeM nokiiajne npodeccop
Jlaynepnens paccCMOTpPEN COBPEMEHHBIE JAHHBIC, CBSI3bIBAIOIIINE
rarIoHe10CTaTOYHOCTh PAX6 ¢ KOpTUKaIbHBIMU U
HEHUPOIHIOKPUHHBIMU (PEHOTUTIAMH, ¥ TIOAUEPKHYJI €r0 IIIEHOTPOITHOE

BJIMAHHUC HA PA3BUTHUC HepBHOﬁ CUCTCMBI UCJIOBCKA.



Jloknag Ha PyCCKOM SI3BIKE «AHUPHUAUS U MO3T» MOXKHO ITOCMOTPETH 1O

cchuike https://www.yvoutube.com/watch?v=rw8QulLg5cM&t=5s

8. BJIOK, MOCBALIEHHBIM MEKAYHAPOJIHOMY COTPYAHUYECTBY H

CO3JaHUIO MAIIMCHTCKUX PEECTPOB.

CoBpemeHHast HayKa B 00J1aCTH BPOXKJICHHOW aHUPUIUU HE MOXKET

Pa3BHUBATHCS JUHAMHYHO M MPOTPECCUBHO O€3:
-CO3/J1aHMsI HOBBIX PEECTPOB,

- MEXKJIYHApPOJHOTO COTPYIHUYECTBA,

- COTPYIHUYECTBA C MAIIMEHTCKUMU OpPraHUu3alUsIMU,
- IOJIHOTEHOMHOI'O CEKBEHUPOBAHMS,

- CO3JaHuA HCHTPOB KOMINNICKCHOI'O JICUHCHUSA ITAITUCHTOB C BpO)KZ[GHHOﬁ

AHUPUIUECH.

Pa3paboTka METOOB JICUCHUS PEIKUX 3a00JI€BaHUN YaCcTO
MPOTPECCUPYET MEJICHHO M3-3a TOT'0, UTO B KaKOUN-JI1OO CTpaHe
CJIMIIIKOM MaJIO JIaHHBIX IaIlMeHTOB, JU00 JaHHBIC 00 ITUX IMaI[UeHTax
pa30opocaHbl IO pa3HbBIM MEIUITMHCKUM OpraHU3aIusIM, KOTOpPHIC HE
B3aHMMO/JICCTBYIOT, HE TPOBOISIT COBMECTHBIX UCCIICIOBAHUM, HE
0OMEHUBAIOTCS ONBITOM. VIMEHHO TO3TOMY BaKHA KOHIICHTpAITUS
JAHHBIX MAIIMEHTOB B CIICIIUAIM3UPOBAHHBIX IIEHTPAX, I'JIe COOpaHO

CaMOC COBPCMCHHOC HCO6XOI{I/IMO€ O60pyI[OBaHI/IC, Tac pa60Ta}0T


https://www.youtube.com/watch?v=rw8QuILg5cM&t=5s

JAOKTOPA-9KCIICPThI, TIOCTOAHHO O6HOBJ’I}IIOHII/I€ CBOH 3HAaHUI U
COTPYAHHUYAOIIHUEC C MCIKAYHAPOIHBIM COO6H_[€CTBOM JOKTOPOB-

AKCTIIEPTOB B 00JACTU BPOXKICHHON aHUPHUIUH.
MexayHapogHOE COTPYIHUYECTBO YPE3BBIYANHO BAXKHO JJIS:
- IPOBEJICHUA NapaUICIbHBIX KIMHUYECKUX UCTIBITAHUM,

- U3YUYCHHUS TIPOTPECCUPOBaHUs 3a00IeBaHu,

- YCKOPEHUSI pa3pabOTKU METOJIOB JICUEHUS.

C noxnagom o cnekrpe WAGR BeicTynnia MEIUIIMHCKUN KOHCYJIBTAHT

Mexnynaponnout Acconmann WAGR Keniu Tpayr.

AHUPUANS YACTO SBJISIETCS MPEABECTHUKOM 00Jiee MIUPOKOTo U
CJI05KHOTO uarHo3a — crektpa BAI'P, koTopblil COpsisKeH co
3HAYUTEIIbHBIM PUCKOM PA3BUTHUA ONyX0Ju BuiibMca, aHoMauu
MOYETIOJI0OBON CUCTEMbI, YMCTBEHHOM OTCTAJIOCTHU U Psifa IPYTUX
po0JIeM CO 3I0POBbEM, Pa3BUTHEM U MOBeAeHUEM. ONTHUMAaJIbHbIC
pPE3yJIbTATHI JICUEHUS 3aBUCST OT MPOAKTUBHOU U CKOOPAUHUPOBAHHOM
CTpaTeruu, BHIXOAAIIEH alleKo 32 paMKu 0()TaIbMOJIOTHH.
CBoOEBpeMEHHAs TEHETUYECKAsl TMarHOCTUKA MOXKET IMOMOYb B
MMOCTPOEHUU MEXKIUCUUIITIMHAPHOTO IUIAHA JICYEHUS NAIMEHTA HA BCIO
KU3Hb. L{eb reHeTHYeCcKoil TMarHOCTUKU COCTOUT B TOM, UTOOBI
MPENOCTaBUTh BpayaM U UCCIIEIOBATENSAM UHCTPYMEHTBI JIJIs1

IMPOIrHO3UPOBAHUA OCJIO)KHGHI/Ifl, KOOpAWHAIOWHU ITOMOIIU MCIKIY



cricuaJiMCTaMl U BHCAPCHUA OCHOBHBIX ITPOTOKOJIOB Ha6JIIO,Z[eHI/IH JJIA

YIydqHICHUA COCTOAHUA 3 JOPOBbA U KAUCCTBA KU3HHU.

C nocTepHBIM J0KJaJ10M B (popme oHaH « AMIIaHTaALMS
KepaTonpore3a ped0eHKy ¢ Bpo:kaeHHo anupuaueid PAX6 u
MOJIHBIM IOMYTHEHUEM POrOBMIbD» BHICTYIIUIIA 3aBEIYIOIIAS TE€TCKUM
o TaIbMOJIOTHYSCKUM OTAcAcHUEeM LleHTpanbHON KIMHUYECKOM
OOJILHUIIEI yIIpaBjieHus aenamu npesugenta Poccuu kmu [osisikoBa

Exarepuna IOpneBHa.

JIOKTOp OTMETHIIA, YTO MOJTHOE BACKYJISIPU3UPOBAHHOE IOMYTHEHHUE
porosuilsl npu PAX6 accounnpoBaHHON aHUPUIAWH NIPEACTABISAECT
HaHOOJIBIIIYIO CIIOKHOCTH JJISI XUPYPTUUECKOW peaduIuTaInu,
MOCKOJIBKY TPaAUILIMOHHAS CKBO3HAsl KEPATOIIACTHKA B TAKUX CITydasix
HerpdextuHa. Keparonpores degopoa-3yena (pazpadboTka
POCCHUICKHX YUYEHBIX) C YHUKAJIBHOUN MOIEPKUBAONIEH FOOKON 1
JBYXATATHOW TEXHUKON UMIIJIAHTAIIUA MOXKET 00ECTIEYUTh
CTaOWIIBHOCTH B YCIOBUSIX CEPbE3HOTO AehUIINTA JIUMOATbHBIX
CTBOJIOBBIX KJIETOK.

[lenb pabOTHI 3aKiT0YaIach B OLEHKE A3(DPEKTUBHOCTU U OE€30MaCHOCTHU
JIBYXATATHOW UMIUIAHTAIIMK KEPATONPOTEe3a y peOCHKA ¢ TEPMUHAIBHON

craaueit AAK.

B xo1e Xxupyprudeckoro JIeHeHHUE 8-JIETHEMY MaJIbUUKy C TEHETUYECKU
NOATBEP)KIACHHOU MyTanuei PAX6, TOTalbHbIM TOMYyTHEHHEM

POroBuubl, OCTABINMMCs CBETOBOCIIPUATUCM C HETOYHOH HpOCKHHCfI 41



TOTAJIbBHOM BaCKYJISIPU3UPOBAHHOMW, HA TIEPBOM 3TaIE XUPYPTUUECKOTO
JedyeHus Obljia UMIUTAaHTUPOBAHA TO1ICPKUBAOIIAs
(KkopHEOCKJIepalIbHAas ) YaCTh KEPATOIMPOTE3a, MOKPHITasi TOHKUM
MOJYyIPO3PAYHBIM POrOBUYHBIM JJOCKYTOM. Uepes 1MIeCTh MECAIEB Ha
BTOPOM JTarie Obljia MPOBEICHA ONTUYECKas TpEMaHalus U yCTaHOBKa
onTU4eckoro nuiuHapa. Ha o0oux sTamnax npoBoausiach

HHTPAOIICpAallHOHHAas Cy6KOH’BIOHKTI/IBaﬂBHa$I HNHBCKIINA 6€BaI_[I/I3YMa6a.

[TocneonepallMOHHBIN EPUO ITPOIIET O€3 OCIOKHEHUH, O€3 MPU3HAKOB
AKCTPY3UHU, MHPULIHUPOBAHUS WK 00pa30BaHUs PETPONPOTEIHOM
MeMOpanbl. beuta 1OCTUTHYTA MOJIHAS OMOJIOTrHYECKasi MHTErpanus

NOAAEP>KUBAIOIIEH FOOKH.

C noctepHbIM A0KIa0M «BpoxkaeHHAS AaHUPUINUSA:
OPraHU3alMOHHbIE MO OKA3aHUS MTOMOIIM U MOKA3aTeJIH
Ka4yecTBa »KU3HW» B PopMe OHJIANH BBHICTyIHIIA TaKXKE JTOKTOP M3

Kazaxcrana Mapgyra OreyabeBa.

JIOKTOp OTMETUIIa, YTO BPOXKAEHHASI aHUPHUIUS — 3TO PEIAKOE
BpOXJEHHOE 3a00sieBanue, BcTpevaronieecs y 1 uz 40 000—-100 000
YEJIOBEK M COMIPOBOXKAAIOIIEECS THKEIBIMU TTIa3HBIMU U CUCTEMHBIMU
OCJIO)KHEHUSIMU. [TaliueHThI Ha BCIO KU3Hb OCTAIOTCS CIIA0OBUISAIIUMH,
MOJIyYaloT Pa3pO3HEHHYI0 MEIUIIMHCKYIO MIOMOIIb U CTATKUBAIOTCS CO

CHMKCHHCM KauCCTBaA KU3HU.

HGHBIO HCCIICAOBAaHUA OBLIO OLOCHHUTHb OPraHU3aIIMOHHBIC MOACIIN

OKa3aHu MG,Z[HI.IPIHCKOIE nmomMomu, CTpaTCru BEACHUS MMAllMCHTOB U



MOKAa3aTeIM KauyeCcTBA KU3HU MIPU BPOXKICHHOU aHUPUJIUU C TOUKU
3peHust OOIIECTBEHHOTO 3/IpaBOOXpaHeHUs. B pamkax ncciemoBaHus
OBLI TIpOBEICH 0030pHbBIN aHanu3 naHHbIX PubMed, Scopus u Google
Scholar (3a mepuoa ¢ 2015 o 2025 roj) 1mo MeToA0JI0THH APKCH H
O’Mbiu u JBI. B 0630p Boniu 14 rcciaenoBaHuii, HOCBSIIEHHBIX
OpraHU3aIMOHHBIM MOJIEIISIM, BEJACHUIO IMAIIUEHTOB U MTOKa3aTeIsIM
KadecTBa KM3HU. BBIJIO YCTaHOBJICHO, YTO HHTETPUPOBAHHEIE,
MEXTUCITATIIIMHAPHBIE U IIEHTPATM30BaHHBIC MOJIETN OKa3aHUs
METUITMHCKON TTOMOIIHU SBIISIIOTCS Hanbosee 3 PpekTuBHBIMU. L[eHTpHI
110 U3YYCHUIO PEIKHUX 3a00JI€BaHHUH YITyqIIal0T MOHUTOPHHT,
KOOPJAMHAIMIO U peabuInTaIni0. MeXXIyHapOoJHOE COTPYTHHYECTBO H
TEJIEMETUITMHA PACHIUPSIOT TOCTYH K SKCIIEPTHBIM 3HAHUSIM.
OpraHu3anyy 1o 3aliTe MpaB NAIMeHTOB 00SCIICYNBAOT HABHUTAIIHIO,
OKa3bIBAIOT MICUXOJIOTHYCECKYIO M COIIMAIBHYIO TIOIJICPXKKY, a TAaKKe
OPHUEHTHPYIOT MMAIIMEHTOB Ha MTOMOIIh B PaMKaX CEMEHHON MEIUITUHBI.
[TpoGenbl B cucTeMax HalpaBlICHHsI TAIUEHTOB U MPOPUIAKTHICCKOM
CKpUHUHTE Ha TJIaykomy, anupuanio u cuaapoM WAGR ykaseiBaroT Ha
HEO0OXO0MMOCTh CTPYKTYPHPOBAHHBIX MOAX00B. Takum oOpazoM, 1Jis
3¢ (HEKTUBHOTO JICUCHHS aHUPUINH HEOOXOIUM TIEPEXO] OT
W30JIMPOBAHHOTO KIIMHMYECKOTO MOAX0/1a K KOMIUICKCHBIM MepaM,
OPHUEHTHPOBAHHBIM Ha OOIIECTBEHHOE 3/IpaBooxpaHeHue. [oxxn3HeHHas
MHOTOINPO(UIIbHAS TOMOIIb, OPUCHTUPOBAHHAS Ha IMMAIMCHTA,
MOJIJIEpKKA PeeCTPOB, IIEHTPOB MIEPEAOBOTO OIBITA U MTU(PPOBHIX
WHCTPYMEHTOB UMEET pellaroniee 3HaUeHUe ISl YIydIIeHUsI
KIIMHUYECKUX Pe3yJIbTaTOB, KAYECTBA KU3HU U TOIICPIKKH JIUII,

OCYLIECTBIAIONINX YXO/I.



Moozoii nokrop JopoTtesi Mopaanosa u3 Bonrapuu (r.BapHa)
BBICTYIIHJIA C IOCTEPHBIM JOKJIAJ0M Ha TeMy « BpoxkaeHHas aHupuaus y
pebeHKa B BO3pacTe OJIHOrO rojia: KIMHUYECKUE MPOSBICHUS U
MOJIEKYJIAPHOE MOATBEPKIACHUEY. JJOKTOP onmmcaia KIMHNYEeCKUH
CJIy4aii: eBOYKa B BO3pACTE OJIHOrO r'0j1a, POAUBIIASACS MOCIE BTOPOI
OCJIO)KHEHHOM OEPEMEHHOCTH, U3HAYAILHO HAOJII01AJIaCh IO TOBOY
peTUHONAaTUU HeloHOIEeHHbIX. [locmenyroniee KOMIUIEKCHOE
0(pTaTbMOJIOTHYECKOE 00CIIEIOBAHUE BBISIBUIIO JBYCTOPOHHIOIO
BPOXKJECHHYIO aHUPUIUIO C IEpUPEPUIECKON pyITUMEHTAPHON TKAHBIO
paay KK U IByCTOPOHHIOIO MEPEIHIOI0 MOJISIpHYIO KaTapakTy. Ha
MOMEHT 00CJIe/IOBaHUs HE ObLJIO BBISIBICHO CUCTEMHBIX MPU3HAKOB,
YKa3bIBAIOIIMUX HA CHHAPOMAIbHYI0 aHupuAnt0. CeMeiHbIi aHaMHEe3
MOKa3aJl, YTO Y OTLA JIEBOUYKU ObUIO CEPhE3HOE HAPYIICHUE 3PEHUS: Y
oTIa ObLIa TepMUHAJIbHAS CTa iU 3a00JI€BaHUS TJ1a3,
COMPOBOXAABINAsACS (YHKIIMOHATLHON CIAEMOTON; Y 0a0yIKu u
JEAYIIKH TI0 OTIIOBCKOM JIMHUY OBLIN HAPYILICHUS 3PEHUS, HE
3a()UKCUPOBAHHBIC IOKYMEHTAIBHO. Y MaTepu ObLIa OJTHOCTOPOHHSS
BpPOXJICHHAS KaTapakTa, IEreHepalus CTEKJIOBUIHOTO TEIa, CEHCOPHBIN
HUCTArM U KOHTpajlaTepalibHasi SHyKJIealus B MiajeHuectBe. Ctapiiuii

OpaT WM cecTpa He CTpajaiyd 3TUMHU 3a00JICBAaHUSIMH.

VY npobanja ObUI0 MPOBEACHO CEKBEHUPOBAHUE CIIETYIONIETO
nokoJienust (NGS) ¢ mocieayromnmM 1eneHanpaBIeHHbIM
cekBeHHpoBaHueM 1o CoHrepy y o0oux poauteneil. UneHTuaHbIM

reTEepPO3UTOTHBIN MaTOTeHHBIN BapuaHTt, ¢.771G>A, p.(Trp257Ter), B



reHe PAX6 Obu1 naeHTu(pUIMpPOBaH y MAIMEHTKU U €€ 0TI, B TO BpEMSI
KaK y MaTepy MaTOT€HHBIN BapUaHT HE ObLT OOHAPYKEH, UTO

ComIacyeTrcs ¢ ayrToCOMHO-JOMHUHAHTHBIM HACJICAOBAHUCM.

JIOKTOp OTMETHIIa BaKHOCTh KOMIUIEKCHOI'O KIIMHUYECKOI0 U
MOJIEKYJISIPHOI'O UCCJIEIOBAaHUs, TaK KaK JaHHBIC UCCIIEIOBAHU HE
TOJIBKO MO3BOJISAOT NOATBEPAUTH TUATHO3, HO TPAMOTHO OCYIECTBIISATh
WHJIUBUYaTbHBIN JOJITOCPOUYHBIN 0)TaTbMOJIOTHYECKU MOHUTOPHUHT

JUISL OTCIICKUBAHUS TPOTPECCUPYIOIINX IIa3HBIX OCI0KHECHUMU.

JIMH, 3aBenayromias kadeapoit ohTaabMOIOTHH MEAUITUHCKOTO
dakynprera YHuBepcuteTa AHkapsl, Xyoan Atuiia (Typrus)
BBICTYNHIIA C ToKIagoM «HeynoBjeTBopeHHbIE MOTPEOHOCTH

MNalueHTOB C aanmmeﬁ B NIOBCEJIHEBHOU KJIMHUYECKOH IMPAKTHKE.

JIoKTOp OTMETHUIIA, YTO U3-3a PEAKOCTH 3a00JeBaHusl OOJIBIIMHCTBO

0 TaNbMOJIOrOB 32 BCIO CBOIO Kapbepy CTAIKUBAIOTCS JIUIIb C OJHUM-
JIBYMSI CIIy4assMUA BPOXKJIECHHON aHUPUAUU B JIYUIIIEM Clly4yae. ITO
MPUBOAUT K TOMY, YTO MHOTHE MAIMEHTHI U UX CEMbU HE MOJTYYAOT
HE00X0AMMOI ToMOoITU. B KITMHUYECKON MPAaKTUKE aHUPUIUS YaCTO
paccMaTpuBAETCA KaK COBOKYIMHOCTh OTJICJIbHBIX TJIA3HBIX OCJIOKHEHUM
(TakMX Kak rjiaykoma uiau katapakta). OqHako i MalueHTOB
«HEYJIOBJIETBOPEHHBIE TOTPEOHOCTU» YACTO CBSI3AHBI C «IIPOOETAMM)
MHOTHX JIOKTOPOB B METO/IaX JICUEHUS, B YACTHOCTU C OTCYTCTBUEM
KOMILJIEKCHOTO TTOJIX0/1a, CTAHAAPTU3UPOBAHHBIX MPOTOKOJIOB U

CepBC3HOﬁ COHI/IaJIBHO-BMOHHOHaHBHOﬁ Har py3KOﬁ, Ha KOTOPYIO 4aCTO



HC o6pa1uaI0T BHHUMAaHUS IIPU KIIMHUYCCKHUX UCCIICAOBAHUAX.
COCpCI[OTO‘IeHHOCTB Ha O(i)TaﬂLMOJIOFI/I‘ICCKI/IX CUMIITOMAx u
IMPOABJICHUAX MOXCT IPUBCCTHU K TOMY, 4TO 6YI[YT YIIYOICHBI U3 BUY
CHUCTCMHEIC 3360H€B3HI/I${, TAKHC KaK HCBPOJOI'MYCCKHUC HpOGHGMBI I
HC3HAYUTCIIbHBIC HAPYHICHUSA CJIyXd, d TAKIKC METa0O0INUECKHE

3360J’I€B3HI/I${, HaIIpUMCpP I{I/Ia6eT B PAHHCM BO3pPaACTC NI OXKUPCHUC.

Hoxman noktopa Sabrina Vaccaro u3 Mtanuu takxke ObLI MOCBSIICH
MHOTOYPOBHEBOMY MOJAXOAY B JIeYEHHH MANUEHTOB ¢ BPOKIE€HHOM
aHMPHU/MeEll C 11e)IbI0 TTOBBIIICHUS HE TOJIKO Ka4eCTBa OKa3aHUs UM
MEIUITMHCKOM ITOMOIIIM, HO Ka4eCTBA KU3HHU JIAHHBIX MAIlMEHTOB B

OcJIOM.

Taxxxe noktop Cabprna Bakkapo BeICTynuiIa U ¢ APYTrUuM JAOKIAT0M
noknagoM «Kak oeHuTh Ka4uecTBO KU3HU — B3IJs11 U3 EBponbi».
B noknane Ob11 IpeACTaBICH €BPONEHCKII B3TJIAL HA OIEHKY KauecTBa
KU3HH TPU BPOXKIECHHON aHUPUINN, OCHOBAaHHBIN Ha paboTe pabouei
rpynisl 1o knuHndeckuM pekomenganusimM ANIRIDIA-NET B
COTPYAHUYECTBE C MEXKTYHAPOIHON OpPraHU3alNEN K AHUPHUINS
EBponay. OueHka ka4ecTBa )KU3HU IPU aHUPUINH TOJDKHA OXBATHIBATH
HE TOJIBKO OCTPOTY 3PEHHMSI, HO U TAKUE aCIEKThI, KAK CBETOOOSI3Hb,
TucKoM@opT B ria3zax, IOTPeOHOCTH YeJIOBEKA B CPEICTBAX
peadbunuTanuy, BIUsSHUE 3a00JIeBaHUSI Ha CIIOCOOHOCTh K 00YUYEHUIO,

CaMOCTOATCIIBHOCTb U COIUAJIBHYIO AKTUBHOCTD.



Ipodeccop Iurep Herinana (CILIHA) BoicTynmi ¢ nokiaagom «Kak
OLICHUTH KauecTBO xku3HU — B3rasaa u3 CLIA». /loktop otmeTn,
YTO KaK 0()TATIbMOJIOTUYECKHUE, TAK U CUCTEMHBIE MTPOSIBIICHUS
BPOKJICHHOM aHUPUJUH MOTYT BIIASTh HA KA4€CTBO XU3HU. [lokazarenn
KoK, cBs3annsbie co 3penuem (VRQoL), B odTaibmonioruu B NepBYyIO
ouepelib 3aBUCAT OT OCTPOTHI 3PEHUSI, NOJIS 3pEHUS U (PYHKIMOHAIBHBIX
OTPAaHUYEHUM B OBCEAHEBHOM JIEITEIbHOCTH, TAKUX KAaK BOXKJICHUE U
yrenue. K gpyrum ¢akropaM OTHOCATCS ICUXOJIOTHYECKHUE TTPOOIIEMbI
(mempeccus, cTpax CIENnoThl), 00JIb B TJIa3aX U 3aBUCUMOCTb OT JPYTHUX
JIOACH. Y JIOAEH C aHUPUIUEH YaCTO YXYILIAETCS 3pEHUE, U ITOT
MPOIECC MOXKET NpOorpeccupoBaTh. KauecTBO xKHU3HU OOBIYHO
OLICHUBAETCS C MOMOILIBIO OIPOCHUKOB, 3ANIOJIHAEMbIX CAMUMH
nauueHtamu (Patient-Reported Outcome Measures, PROM), Ha ocHOBe
BAUIMAMPOBAHHBIX MHCTPYMEHTOB U3MepeHus. MccinenoBanus,
MPOBENICHHBIC cpenu Jtojel ¢ anupuauen B CIIA, noka3zanu CHUKEHUE

MOKa3aTejIed KadyeCcTBa KU3HMU.



