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HacnencrBennbie fuctTpodum ceTyaTky — He MPUTOBOP!
JIHHOBan MM B MUP CBETA U KPACOK

Hacnedcmeennvie oucmpoguu cemuamxu (HIJC) npedcmasnsiom coboti wWupoxuii cnekmp eHomunu4ecku u 2eHermuvecku
2emepozerHvlx 3a0071e6aHUll, Bbi3bl6aemblx Mymauamu ceviue 300 2eH08, NPUBOOTULUMU K NIpOZPeccUpytoueli nomepe
dyHKuuU Pomopeuenmopos, komopas conposoxoaemcs nomepeti speruss. HIIC mozym nopasxcamo éce omoenvt cemuamxu,

MObKO MAKYTSPHYH0 0071ACb UM KOMOUHUPOBAHHO 6030€licB06ab HA OP2aH 3peHUst’.

B Poccuu nacuumuisaemcst 6onee 1300 navuenmos ¢ yemaroenerrvim ouazrozom HJIC. OoHako cmamucmuka
3a0071€6aeMOCIIU MO OblMb Bbliue, NOCKONIbKY NOCHAHOBKA OKOHUAMENbHO20 OUAZHO3A 6 KNIUHUYECKOL NpaKmuke
MOJHEm 3aHUMAMb HecKOMbKo siem. Panree pacnosnasanue namonoeuu u 00ced08aHue COKpauiarom epems
YCmaHoeneHus 0uazno3a u Hauana neverus. 00 IMom, a makie 0 Mermooax OUACHOCUKY, UHHOBAUUOHHBIX MEM00ax
2eHHOTI mepanuuy u Mapupymusauuu nayuenmos pacckasanu yuacmuuxu XVI Poccutickozo 0614eHauioHAambH020
ogpmanvmonozuyeckozo gopyma (POOD)’.
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Ycnexu v noTeHWUan reHHoii Tepanuu

€HHasA Tepamnus — METOJ] JIeYeHN
rmm/{ HPOQUIAKTUKY € HOMOILBIO

TOCTaBKM TeHeTUYeCKOro Mare-
puasa B opraHmsM mnaruenra. Paspa6o-
TaHHaA B 1970-X IT. KOHIIEIINS TAHHOTO
BUJIa TepPANMy JJOKa3ana BO3MOXXHOCTb
HepeHoca TeHeTNYeCKO MHPOPMAIWIL.
brio Takxke cemaHo HpefonoXKe-
HII€, YTO TIPY afjallTaliMy TeHOMa Ye-
JIOBEKA CTaHET BO3MOYKHOM KOPPEKIVIA
HaC/Ie[CTBEHHbIX 3a00/IeBaHNII C IIOMO-
1[I0 ITPABU/IBHOJ KON T€Ha, 3aMeH -
IoLIel MyTHPOBABIIYIO.
Kakx ormerun IlaBen Jropesmu
MAKAPEBMY, K.M.H., 3aBefyIomuit
naboparopueii TeHHO-KIIeTOYHOI Te-
pamyy VIHCTUTyTa pereHepaTMBHOI
MeIVLIVIHbI YHUBEPCUTETCKON K/IVHU-
K1 MOCKOBCKOTO TOCYIapCTBEHHOTO
yuusepcurera um. M.B. JlomonoCOBa,
Ye/TOBEYECKIIL TEHOM COZIEPXKUT TI07I-
HYI0 «OMOIMOTEKY depTexKeil» Bcex
0e/IKOB HAlllero opraHmsma. [eHHast
Tepanusa OTHOCUTCS K MISMEHEHMIO €TO
6eTKOBOJ YacTy, KOTOpasi COCTABILAET
1,5-2% Bcero reHoma’.

ITonmomka y cucTeMHble COOM B KOLW-
PyroLyX GeIKy TeHax COCOOHbI M-
BOJIUTb K PasBUTHIO HAC/IENCTBEHHBIX
3a60/eBaHmit. B JaHHOM CITy4ae reHHast
Tepamnusi — eVHCTBEHHBII BUJ| 3THO-
TPOIIHOI TEPAIN, TO €CThb JIEIEHNS
HPUUVHBL, @ He MOCTIeICTBIIA, BbI3BaH-
HBIX MyTaluelt (Harpumep, pepMeHTO-
3aMelIaIoIast Teparnis).

3a nmocnegume 20 €T MOMMMO T'€H-
HOJI Tepamuy OHKOMOTMYIECKUX 3a-
6oreBaHMIl MOABUIOCH MHOXXECTBO
HAC/Ie[ICTBEHHbIX MOHOTEHHBIX 3260-
JIEBAHMIL, IIsI KOTOPBIX MO0 paspa-
6oTaH, MO0 HAXOFUTCS B IPOLiEC-
ce pa3pabOTKM 3TOT TUH JIeYEHU.
Odranpmonorns — He UCKIIOUEHHE.
Taxum 06pasoM, 9TO HampasjeHMEe
3aHAJIO OYeHb BECOMOE MeCTO Cpefy
TaKux 3aboneBanmit 6naropaps 6onee
yeM 4000 poBeeHHBIX N3bICKAHMUMI
B JaHHOIT obmacTu. PesynpraTom uc-
CTIeIOBAHUIT CTasIa pa3paboTKa BbICO-
k03¢ (G eKTUBHBIX ITpeIapaToB’.
TeHHast Tepamusi 3aK/IIOYAETCs Kak
BO BBEJICHUV BMPYCHOTO VU HEBU-

PyCHOro BeKTOpa B OpraHM3M de-
JIOB€Ka, TaK U B BbIIEJIEHUN KIETOK
Y3 TOW WA MHOWM TKAHU U CO3TaHUN
3[l0pOBOJI KOIIMM I'€Ha B OTJe/IbHOM
cocyfie BHe OpraHM3Ma 4eloBeKa.
Il mepeHoca TeHETUYECKON MH-
¢dbopmanuyu Kak BHyTpU OpraHM3Ma
4Ye/I0BEKa, TaK ¥ BHE MCIOIb3YIOTCA
NIpUpPOJHbIE MEXaHU3MbI — BEKTOPBDL.
B renHoit Tepanuu NpUMEHSIOTCA
HEBMPYCHbIE ¥ BUPYCHBIE BEKTOPBDI.
BexTop - HOCuUTenb, OCyIIECTB-
NAOIIUIA JOCTaBKY HYK/IEMHOBBIX
KMUCIOT B KineTku. Ha rexymmit
MOMEHT B TepalMyU UCIOIb3YIOT-
cs BUpYCHBIe (afleHOBUPYCHI, peT-
pOBMPYCHI, IEHTUBUPYCHI, BUPYC
IIPOCTOrO repIieca 4eyloBeka, 6axy-
JIOBMPYCBI), HEBUPYCHbIE BEKTOPBI
(mmasmupnas JHK, HesamueHHas
PHK), BciomMoraTeibHble MOJIEKY/IbI
7 KOMIIZIEKCHI (JIMIIOCOMBI, 6enKo-
Bble KOMIIJIEKCHI, TUIIMIHbIE KOMII-
JIEKCBI, OpTaHMYeCKIe IIOMNMePbI),
a Tak>Ke BCIIOMOTAaTe/IbHbIe METOJIbI
(MexaHM4Yeckme, GUINIECKUE U XU-
Mudeckue)>©,

TenHas Tepanus npuMeHsAeTcsA U IpU
HJC. B HacTosllee BpeMs B MuUpe

! Odranbmonorus. HarnmonansHoe pykosopctso / mog pe. C.9. Aserncosa, E.A. Eroposa, J1.K. Momerosoit, B.B. Hepoesa, X.II. Taxunsn.

M.: T9OTAP-Menna, 2008.

2 Hacnepcrennble 6onesnn. HarmonanbHoe pykosoactso / mop pe. H.II. Boukosa, E.K. Iuntepa, B.I1. ITyspipesa. M.: T9OTAP-Menna, 2013.

* Piovesan A., Antonaros E, Vitale L., et al. Human protein-coding genes and gene feature statistics in 2019. BMC Res. Notes. 2019; 12 (1): 315.
* Dunbar C.E., High K.A., Joung J.K,, et al. Gene therapy comes of age. Science. 2018; 359 (6372): eaan4672.
* Lukashev A.N., Zamyatnin A.A.Jr. Viral vectors for gene therapy: current state and clinical perspectives. Biochemistry (Mosc.). 2016; 81 (7): 700-708.

¢ Alnasser S.M. Review on mechanistic strategy of gene therapy in the treatment of disease. Gene. 2021; 769: 145246.
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HIPOBOJUTCS CBBILIEe 35 KIMHUYE-
CKUX UCC/IeNOBaHMIT .

ITocko/IbKy BHeIpeHe FeHeTUIeCKOI
nHpOpMaUK BO3MOXXHO B 60/bIIIOE
KOMMYeCTBO TKaHeil OpraHmsMa,
MMEIOTCSI HMepCHeKTUBbI NMpPUMEHe-
HYIS1 TEHHOJI Tepanuy U Ipy IaToso-
TUAX B IepeiHeM cerMeHTe I7Ta3a’.
BupycHas reHHas Tepamus B OT/IU-
4Yye OT HeBUPYCHOI MOKa MOXeT
OpUMEHATHCA OJHOKPATHO, IIO-
CKOJIbKY Jajnee BbIpabaTbiBaeTCs
uMmyHureT. Viccnenosanmii, mop-
TBEPXK/AI0IMX BO3MOXXHOCTD IO-
BTOPHOTO IIPMMEHEHMsI TaKOI Tepa-
M, HEJOCTATOYHO.

MeauuuHckui o

XVI Poccuiicknit o61eHanmoHa IbHbIN

odTanpMonornyeckuii popym

3aperncTpupoBaHHBIIL IPeapaT BO-
peTUreH HemapBOBEK IIPEICTaB/IsAET
coboii Bextop, Hecymmit JHK ¢ Hop-
ManbHBIM reHoM RPE65. C momorisio
CyOpeTHHANbHOI MHDBEKLVN OH BBO-
IOUTCA B I/1a3HOE SA0I0KO, IIOCIIE YETO
IPOUCXOAST TPAHCAYKLMS U IKC-
npeccus HopManbHoro reHa RPE65.
Herenepanus octanaBnuBaercs’ .
ITo cmoBaM 3KCIIepTa, TeHHAsA Tepamys
He MOXKeT 3aCTaBUTh 3aHOBO COpMI-
POBATbCS T€ CTPYKTYPBL, KOTOPBIE YKe
riorn6/m. CkasaHHOE OTHOCUTCS KO MHO-
TVIM HOFOOHBIM JieTeHepaTBHBIM 3260-
nesanysM. [Tocre HeoOpaTuMOIL cTamgmm
nopaxeHnst Teparmis HedpdeKTIBHA.

Ponb Bpaua aMGynaTopHoro 3B€Ha B ANarHocTuKe
HacneACTBeHHON AVICTPO(I)I/IM CeTYaTKKN

ac/efiCTBEHHbIe AUCTPOGUN
CeTYaTKM — OOLIMpHAA IPyI-
I1a TeHEeTUYECKY TeTepOTeHHbIX
3a607IeBaHMIT 3a[THETO CerMeHTa I7Iasa’.
OSru 3a607IeBaHNsT BKIIOUEHDI B IIepe-
4YeHb OpQaHHbIX (PACIPOCTPAHEHHOCTD
He 6ortee 1 Ha 10 ThIC. HaceIeHNs).
NpeHTuduumpoBaHo CBbIIIE
250 reHoB, ABNAKIMNXCA NPUYNH-
HbIM (akTopoMm passurtus HICM.
CyuiecTByeT HeCKOIbKO TUIIOB Ha-
cnenoBanus HJIC:
v/ ayTOCOMHO-JTOMUHAHTHBII;
v/ ayTOCOMHO-PeLleCCUBHbII;
v X-Cllen/IeHHBI.
OcHOBHBIMHU 32007IEBaHNSIMM, KOTO-
prie MmoxkHo oTHecTu K HIIC, cunra-
0TCSI IUTMEHTHBI PETUHUT, 60TIe3Hb
IItaprapara, BuTenanpoOpMHbIe Ma-
Kynopuctpodun (becrpopuHomaTn,
BKJIIOYas 607e3Hb becta), uuonaTun

(cuuppoms! Arepa u bappe — Bupyis),
BpPOX[ieHHBIIT amaBpo3 Jlebepa, Kom-
604YKOBasg ¥ KOJOOYKO-IIaIOUKOBas
muctpoduu’. IlatoreHes taknx 3abo-
JIeBaHMIL, KaK IPAaBUIO, ULEHTUIEH:
IIporpeccupyomas IoTeps GpyHKINi
($OTOpELENTOPOB CO CHIDKEHNEM 3pe-
HVSA BIIIOTb [0 CIETIOTHI .

OcyuecTBnsisl BefeHNue MAIVIEHTOB
¢ cuagpomansrort HIC, Bpau mon-
KeH obpamjaTb BHUMaHNE Ha BHe-
[Ia3Hble NPOSIBIEHNS U YTOYHATH
y ponuteneit B cay4ae CUHApPOMa
Bappe - Bupns, ecTb 1 y pebeHka
TaKye CUMIITOMBI, KaK HAaHWU3M, O>KI-
peHne, MOMMAAKTUINS, TUIIOTOHA-
IM3M, IOJIMKMCTO3 [TOYEK, & B CIydae
crHApoMa AfbcTpeMa OIpaIinBaTh
ponuTeneil Ha HmpegMeT Haaudns
y pebeHKa B IIPOIITIOM OXMPEHMS,
[IMTMEHTHOTO PETVHUTA, CEHCOHEB-

OpcaHHble TOKa3aHNUA MOTYT HeCTH
KaK IIPEeNMYyLIeCTBa, TaK U HETOCTATKI
Wist reHHoM Tepammu. Cpeay mpenmy-
IIECTB — IIe7IeCO0OPasHOCTb, BO3MOX-
HOCTb M37Ie4eHNs 3a60/IeBaHMs, 0COOBIIT
perymaTopHsi craryc'?, K HegocraTkam
MO)XHO OTHECTM BBICOKYIO CTOMMOCTb Te-
parm u3-3a O4eHb MAJIeHPKOT0 06beMa
BBIOOPKIL, [IPYIMEHEHVE TEPAIINI TOTBKO
B paHHeM BO3pacTe, HeoBepye MallyeH-
TOB U OTCYTCTBUE PeIEBAHTHOII XXIBOT-
HOJT MOZIeTN 7151 OLieHKM 3 eKTHBHOCTH.
B [1e/1CTBUTENBHOCT TPV MCTIOIb30BAHIN
m060T0 TIperapaTa JO/DKEH COOMIOATbCA
6anaHc aQdeKTUBHOCTH, JOCTYIHOCTH,
9TUIHOCTI ¥ 6€30MaCHOCTIL

PaJIbHOI TYTOYXOCTH, KapAMOIaTUu
U HeppomaTuu.

Ocoboe BHUMaHNE CIEfyeT YAETUTh
opdaHHBIM 3a00/IeBaHNAM, IOAAAI0-
IVIMCSA 9THOTPOIHOMY JIedeHMIo. Peub
upeT 06 ayTOCOMHO-pelecCHBHOM
M30MMPOBAHHOM IIMTMEHTHOM PeTH-
Hute 20-T0 TUIIA ¥ BPOXKIEHHOM aMaB-
pose Jle6epa 2-ro TuIra, BBI3BAHHBIMHI
OMa/IeNIbHBIMU MYTaLMAMU TeHa
RPE65 1 mo3TOMY CXOXUMU MEXAY
€060it, OTHAKO OTTMYAIOLIMMICS BO3-
pactom MaHupecTanym 3a60/1€BaHNsL.
ITurMeHTHBI PETUHUT Yallle BO3HU-
KaeT y JieTell OT TpexX JIeT U CTaplle,
B 6ONIbIIEll CTENEeHN Y MOJPOCTKOB.
Cpeny 5xano6 — HUKTANONs, Cy>KeHue
HOJIeit 3peHNs, moTepsi Hepudepude-
CKOTO IIOJIAA 3peHNs, CHIDKEHIE TeMHO-
BOJI afjanranun. B menax puarHoctu-
KU Bpay [IpOBepseT 3peHNe, I[BeTOBOe
3peHue, yTOUHAT MH(OPMALIMIO O TOM,
KaK peOGeHOK BUIUT Be4epoM U B Cy-
MepKax (BUANUT U PeOGeHOK 3Be3IBI).
JIis1 maHHOTO 3200/IeBaHNA XapaKTepHa

7 Chiu W., Lin T.-Y., Chang Y.-Ch,, et al. An Update on gene therapy for inherited retinal dystrophy: experience in Leber congenital amaurosis

clinical trials. Int. J. Mol. Sci. 2021; 22: 4534,

8 Amador C., Shah R., Ghiam S, et al. Gene therapy in the anterior eye segment. Curr. Gene Ther. 2022; 22 (2): 104-131.

° Russell S., Bennett J., Wellman J.A., et al. Efficacy and safety of voretigene neparvovec (AAV2-hRPE65v2) in patients with RPE65-mediated
inherited retinal dystrophy: a randomised, controlled, open-label, phase 3 trial. Lancet. 2017; 390 (10097): 849-860.

' CBupieTeNIbCTBO O PerncTpanum IeKapcTBeHHoro cpeacTaa Jlykcrypsa JITT-Ne(000712)-(PT-RU) // https://grls.rosminzdrav.ru/Grls_View_
v2.aspx?routingGuid=60557c41-7b20-4a5a-99e5-8624bfe6581b&t= (mara obpamenns 09.05.2022).

! Luxturna: EPAR - Product information // https://www.ema.europa.eu/en/documents/product-information/luxturna-epar-product-
information_en.pdf (gara obpamenns 03.03.2022).

12 AKTya/IbHBIE BBI3OBBI B 00/1aCTU TeHHOII Tepanuy opdaHHbIx 3aboneBanuit. [Joxman. Kondepenuns UICTUHA (Murennekryanpaas Cucrema
Temarnueckoro Viccnenosanus HAykoMeTpiyecknx JaHHBIX) // msu.ru.

1 Kmnunaeckue pekoMenpgaruy «HacencTernble guctpoduu cerdarkn» (mepep mpencrasnenyeM B HIIC M3 PO «HacnefcTBeHHbIE
auctpodum cerdarkn») // avo-portal.ru (mara obparenns 26.06.2023).

" Berger W, Kloeckener-Gruissem B., Neidhardt J. The molecular basis of human retinal and vitreoretinal diseases. Prog. Retin. Eye Res. 2010; 29 (5): 335-375.
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Tpuajia CMMITOMOB'> % IUrMeHTaLusa

CETYATKM B BUJIE «KOCTHBIX TeJIEL}», BOC-

KOBVIZfHAsI OIEHOCTD [IMICKA 3PUTETIb-

HOTO HepBa, yMeHbIIIeHe KO/IMYeCcTBa

COCYJIOB, 3MeHeHMe Kanmibpa apTepyon

(ncronuenne). OnTmdeckas KOrepeHT-

Hast tomorpadst (OKT) mossorser 06-

HAPY’>KMBATh MCTOHYEHNE HAPYXKHBIX

CErMEHTOB C YMeHbILIEHIEM TOJIIVIHbI

HapY>kKHOTO sIEPHOTO CIIOS MU TIOT-

HYIO UX IIOTepI0. 30/I0ThIM CTAHAAPTOM

B [IMATHOCTYIKE 1 OLIEHKe TIPOrPeccpo-

BaHISI MUTMEHTHOTO PETVHITA OCTAET-

51 ameKTpopeTuHOrpada'e s,

BposxpenHblit amaBpo3 Jlebepa mposis-

JIAeTCsl B M/IafleHYeCcTBe 1 Ha MepPBBIX

MeCsILax JKM3HU. 3a4acTyio POUTENN

caMyl TIPUXOJAT K Bpady IepPBUIHOIO

3BeHa C >kajmobaMi, HalpuMep, Ha To,
4TO pebeHOK He (UKCHMpYeT B3ITLAL,

He C/IeAUT 3a UTPYILIKOIL, 6OTe3HEHHO

pearupyer Ha cBeT (11, HHOOOPOT, IIpH-

CTa/IBHO CMOTPUT Ha CBET), TPET I71a3a

¥ 1aBUT Ha Hux. [Tpy aToM 3aboneBaHmm

XapaKTePHbI MUHVMa/IbHbIE U3MEHEHs

Ha [7Ia3HOM fHe. B ciyuae mporpeccn-

POBaHISI [IATOMIOTMYECKOTO MPOLecca

M3MeHEHNsI CTPYKTYp IJIa3HOTO [HA

(xopuopeTHHaIbHAs leTeHepars, Ie-

pudoBeanpras arpodusi, «<KOCTHbIE

Te/blja», IUTMEHTALNsT, CyOpeTHHaIb-

Hbl€ [SITHA, «<MPAMOPHOE» IJIA3HOE JJHO,

[UTMEHTHbIE V3MEHEHNsI Ha YPOBHe

HMUTMEHTHOTO SINUTENIMs CeTYaTKM,

6/1eMHOCTD AVCKa 3PUTEIBHOTO HEPBa)

Pa3BIMBAIOTCS M30/IMPOBAHHO WIN B CO-

JeTaHWU APYT ¢ pyrom'™ '8,

3a4acTyIo MaIVieHThl HeMHOTOC/IOBHBI,

MO3TOMY 3afiada Bpaya — HOPOOGHO

PacCIIpOCUTS MAlVieHTa WIN ero 6/1us-

KOTO, 3a[aTh YTOYHSIOLINE BOIIPOCHI

VI IOCTaBUTD Lie/Ib — 3AII0K03PUTH Ha-

CTIefICTBEHHYIO TUCTPOMUIO CETYATKIL

OcHOBHBIE MeTOfIbI 06CIefOBaHM?

I/IsL YyCTAHOBJIEHUS IIPAaBUIBHOTO

IVMATHO3a BK/IIOYAIOT B ceOs:

" KIMHUKO-MHCTPYMEHTA/IbHbIE
(koMIUIekcHOe o TaIbMOTIOTIYe-
ckoe 00cC/enoBaHMe: BU3OMETpU,
[VIATHOCTVKA HAPYLIEHNS LIBETOBO-
ro 3peHusd, mpsAMasd oQTaTbMOCKO-

mMA ¢ WCHONb30BaHMEM IIIe/IeBOM
JIAMIIBI ¥  BBICOKOIMOIITPUITHBIX
JIMH3, ONTIYeCKasd KOTepeHTHas To-
Morpaduis 3aHero cerMeHTa I7Iasa,
nonA 3peHyuA 1o lonmpaMany mmm
cTaTmyecKas KOMIIbIOTEPHAs IIepu-
MeTpiLs; 3MeKTPOPU3IONOTITIecKoe
VCCITIeTIOBaHYe: 3eKTPOPETUHOIpa-
¢us (OPT) (cmerraHHasA, WM ITa/I04-
KO-KOJIOOUKOBBII1 OTBET; BBICOKOYA-
crotHas purMmdeckass IPT Ha 30 Ii1
¢drvkep, a Takke 3pUTENbHBIE BBI3-
BaHHBIe IIOTEHI[Va/IbI — Ha BCIIBIIIKY
V1 peBEPCUBHBII ITATTEPH));
= MOJIEKY/IApHO-TeHeTnYecKue (aTar I:
anams [JHK meTtomoM BbIcoKompo-
U3BOIUTENILHOTO ~ CeKBEHVPOBAHIIA
kacromHoit manemm  Ophthalmo,
BKJTIOYAIOLIEl KOJMpYIOlye Tocie-
TOBATEMIBHOCTY TAPTeTHbIX T€HOB;
arar II: ceMelHbIiI cerperanyioHHbIN
aHA/IN3 METOJOM IIPSIMOTO CeKBEHI-
poBanys 1o CaHrepy).
Anroput™M 0QTanbMONTOTNIECKOTO
ocMoTpa pebeHKa, Y KOTOPOro 3aIo-
mospena HIIC, crepyrommit®
1) BusoMeTpusi - OINpefeeHue
OCTPOTBI 3pEeHU;
2) 0dTaIbMOCKONNS C MUAPUA30M:
v/ XapaKTepyUCTNKa HUTMEHTHOTO
ammTenuA (HaJIu4me U CTelleHb
BBIPaXEHHOCTY ITPU3HAKOB aTPo-
¢y — 067macTh, MKM);
v/ XapaKTepUCTUKM MaKynbl (Ha-
JIMYE U CTETIeHb aTPOdun);
v/ XapaKTepUCTUKI [VICKa 3PUTEND-
HOTO HepBa;
v/ Y4acTOK CETYATK! pasMepoM = 3 Jiu-
CKOBBIX y4aCTKOB CETUaTKM 6e3 aTpo-
(uyt WV IUTMEHTHOI JeTeHeparm
B IIpefIe/iax 3a/jHero noyoca (fa/Her);
3) KOMIIbIOTepHAs IepUMEeTPUA:
v/ TOTIA 3peHus (CTereHN I KOH-
KpeTHbIX cTuMy7oB [114e, Vde);
v/ OCTaJ/IbHBIE TIOJIS1 3peHNA B IIpe-
menax 30 rpagycoB ¢ukcanuy,
nsMepeHHble nsonrtepom IIl4e
MU SKBUBaeHTOM (Jja/HeT);
4) 37IeKTOPOpETUHOTPaMMa: JTATEHT-
HOCTb U aMIUIUTY]3;

5) OKT.

JlOTIIOTHUTENIBHO MOTYT OBITH IIPOBe-
JIeHbI CIefyIoLye MCCIefoBany "
= ayTodyopecneHnusa - TUIEp-,
[UIIO-, HOPMOGITIOOPECLIEHIS;
= 3nekTpookynorpapus (%, xoad-
¢dunment Appena);
= OKT-aurmo (MHAEKC TIOTHOCTH CO-
CYZiOB, IUIOIIaAb Henepdysuy, MM?,
MHJIEKC KPOBOTOKA — eAMHULIBI (Cpef-
Hee (SD), MeiaHa, MIH., MaKc.), 3pu-
TENIbHO BbI3BAaHHbIE IOTEHIIMATIBL:
TIATEHTHOCTb, MC, aMIUINTyAa, MB,
TIOPOT CBETOBOJ IyBCTBUTEIBLHOCTI
3purenbHoro noys (logl0 (xm-c/m?)).
ITo cmoBam Mapunbl CepreeBHbI
[IETPAYKOBO, n.o. pykoBonu-
Tes KIMHUKO-ITUAaTHOCTUYECKOTO
neHTpa HanuonanpHOro MeguInH-
CKOTO MCCIIe[JOBATe/IbCKOTO IeHTpa
3[0pOBbS feTell, C.H.C., Bpada-od-
Ta/7bMOJIOTa, K.M.H., O4€Hb BaXXHO,
4T06BI Bpaun 3Hamy, 4To ects HJIC,
IIs1 KOTOPBIX IIPEXyCMOTPEHO 3THO-
TponHoe nedeHue. Heobxonumo
CBOEBPEMEHHO BBIAB/IATH TAKMX IIa-
LMEHTOB U B IIOTHOM 00'beMe OKa3bl-
BaTbh M MEIVIVHCKYIO IOMOIIb.
VY Bpadeii-odTaTbMONIOrOB OCTAITCS
U HepellleHHble Bonpockl. Hampumep,
OTCYTCTBYIOT YTBEpP)K/JeHHbIe K/IVHM-
4yecKye peKOMEHAAINU U CTAaHAAPThI
OKa3aHUs MeNUIMHCKON TOMOIIN
npu nocraHoske amarHosa HJIC,
YEeTKMIT aJITOPUTM BefleHMs IIallVieH-
toB ¢ HJIC, a Tak>ke He Bcerja ecThb
YeTKOe IOHMMAaHVe IPUIIHHO-CIIe] -
CTBEHHOIT CBA3M MATOTeHe3a U KiIu-
Hudeckoro npossaenusa HIC.
JIns1 MOBBIIIEHUST OCBEMOMIIEHHOCTH
Bpaueit 06 HIIC, paciumpennsi 3HaHMIt
06 9THX 3260/IeBaHMSIX, TIOMOLIYL Bpa-
YaM B OIIPE/ie/IeHNM U1 TIOCTaHOBKe V-
arHo3a co3aH 06pa3oBaTe/IbHbII CaliT
«ITownck cBeTa», rie IOZPOOHO OmMca-
ubel HIC, cuMIITOMBI, AarHOCTHKA,
a TaKoKe MPEfICTaB/IeHa KapTa IeHTPOB
puarHoctuky HIJC B kaxxgoM peru-
one. Crenjmanuctel no HIC moryt
OCTaBUTD Ha TOM CaiiTe CBOYM KOHTAK-
TbI 1 OYAYT pafbl OTBETUTH HA BOIIPO-
CbI Bpayeli 110 3TOM TEME.

'* Puech B., Holder G.E. Inherited chorioretinal dystrophies. Springer-Verlag Berlin Heidelberg, 2014.

' TakTyKa BefleHN nanueHTta B opranpmonoruu. [pakrideckoe pykoBoacTso / mox pesi. MLA. JlockyToBa. M.: TOOTAP-Mepua, 2023.

17 3ompHuxkosa V.B., Kagpies B.B., Mapaxonos A.B. u gp. KnuHnko-reHetideckie KOppessiium Mpy HaCIe[CTBEHHBIX 3a60/IeBaHIAX
ceryarky ¢ myTauusmu B reie ABCA4 y manmenTtos poccuitckoit nomymsiumu. Odranpmornorust. 2021; 18 (4): 897-907.

'® Tsang S.H., Sharma T. Atlas of inherited retinal diseases. 2019.
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MeauuuHckui o

XVI Poccuiicknit o61eHanmoHa IbHbIN

odTanpMonornyeckuii popym

O¢TtanbmoreHeTMKa u MHHoBauum B Tepanuun HAC

avMHAast pasroBop 06 MHHOBA-

unax HIC, cregyeT mpexne

BCEro ONpemennuTbCsl C Tep-
muHoOorvelt. Iloustue «odranbpmo-
TeHeTNKa» He BBIJETIEHO B OTAENBHYIO
IUCLMIUIVHY, HO OY€BNIHO, YTO 3TO
MEXAUCLMIUIHAPHBIN KIMHUYEeCKNI
pasfiernt, HepaspBIBHO CBSI3aHHBII C Me-
IMLIMHCKOI TEHETUKO 1 0 TaIbMOTIO-
TVet VI C PasHBIX CTOPOH VM3YYarOLyit
9TUOJIOTHIO, TTATOTeHe3, AMATHOCTHKY,
JledeHte, peabunuTanuio 1 abummura-
IIMI0 C YYETOM TeHeTHYeCKOro Ipe-
IMKTOPA U M3MEHEHMIT TeHeTUIECKOTO
armapara, IpUBOIAIINX K U3MEHEHUIO
opraHoB 3penus. IlogpobHee cTout
OCTaHOBUTbHCSI Ha KITIOYEBDIX IS JaH-
HOJ1 TeMbI OIIPeeNIEHNAX.
OdTanbmoreHeTnka - HAy4YHO-
KIMHUYECKNIT pasfiennl MeJUIMHBI
Ha CTBIKe TeHeTUKM U 0(TarIbMOIO-
TMM, HANIPABJIEHHBINI Ha M3ydeHMe
SMUAEMIOJIOTIH, STUOJIOTHY, TIATOTe-
He3a, TEYEHVs U JIeI€H Vs HaCTIECT-
BEHHBIX IMIa3HBIX 60e3Hent (Hacuen-
CTBEHHOJ! 0()Ta/IbMOIIATOIOTMN).
HacrmenctBenHast odranpmMonaTono-
T¥A — IPYyIa 3a60/IeBaHMil I7Ta3HOTO
s6710Ka ¥I/YIM IPYIATOYHOTO aIlapa-
Ta OpraHa 3peHus, Kak M30/IMPOBaH-
HBIX, TaK U BXOISLIUX B CYMIITOMO-
KOMIUTEKC CHHAPOMHOII IaTOIOTH,
STUONIOIMYeCKNM (HaKTOPOM PA3BUTHS
KOTOPOTO SIBJISIETCS M3MEHEHHBIIT Te-
HeTMYeCKIiI MaTepyas, HOB/IeKIIi 3a
c060it M3MeHeHne KOHEYHOTO Oenko-
BOTO IIPOAYKTa, Y4acTBYIOLIEro B hop-
MUPOBAaHUM OJHOI WV HECKOIBKIX
CTPYKTYp OpraHa 3peHvsL.
Cerogusa B Poccuu B monHoM 06b-
eMe peann30BaH TaK Ha3bIBaeMblil
MOJTHBLIT UK OPTaTbMOT€HETUKIA,
B KOTOPBII BXOJAT TaKle pasfessl,
KaK HayKa, KJIMHIKa, 00pasoBaHie
U JledeHue. B acnexTe HayKy OCHOB-
Has 3ajiaya — [I0Ka3aTb HAYIHOMY
U KIMHUYECKOMY COOOIeCTBY aKTy-
QIIBHOCTD TPOOIEMBI HAC/TE[ICTBEH-
HOIT 0()TaTbMOIIATONIOTU .
Hecmotps Ha To uto HIC cunraiot-
st opbaHHBIMY 3200/IEBAaHVSIMIL, CTa-

TYICTVIKA TTOKa3bIBaeT, YTO peajbHas
PacIpoCTpaHEeHHOCTb HACIef[CTBEH-
HOIt oranpmoraronorny — 1 Ha 1715
0pTaTbMOIOTNYECKUX TAI[MEHTOB.
35% Bcex MalyeHToB, 00paIaoInX-
¢ K opTanbMOIOraM, UMEIOT TeHe-
TUYECKNIT IPEIUKTOP, O YeM Ba>KHO
IOMHUTD /i1 KOPPEKTHOIl Auar-
HOCTUKM ¥ IIOCTAaHOBKM) JVarHosa.
MO>XXHO BBIZENUTD SHJEMUYECKUE
30HbL. Hanpumep, pacnpocrpaHeH-
HOCTb HAC/Ie[ICTBEHHBIX I1aTOIOTHIA
CeTYaTKU CPefy MajIbIX STHUUECKUX
HapopoB (HOTaiIIbl, KapadyaeBIibl,
OCETVHBI 1 Ip.) B JiBa pasa BBILLE.
AKTyanbHBIM OCTAeTCs ¥ BOMPOC
knaccupukanuu'® HacmefCcTBeH-
HBIX 3a00/IeBaHNUIl C HOpaXeHNeM
opraHoB 3peHust. CaMbIM yEOOHBIM
IIOAXOMIOM CYMTaeTcs Kmaccuguka-
IuA o TomorpaduyeckomMy Ipu-
3HaKy. HacnepcTBeHHas MaToNIOrNs
CeTYaTKM SIBJIIETCA NUAUPYIOLeil
Ha JTaHHBII MOMEHT - OKoo 37%
BCeX HAC/IeCTBEHHBIX 3a00/IeBaHMI
opraHos 3peHus. [Ipu aToM usMeHe-
HMsI TEHEeTUYEeCKOTO allllapaTa MOTyT
OBITb AOCOMIOTHO PasHbIMIU, KaK MO-
HOTEHHBIMU, TaK I XPOMOCOMHBIMI,
Y BCe OHM NPUBOJAT K IATONOTUU
3agHero cerMeHTa. He ctout 3a6bI-
BaTb ¥ O MYTaLV MUTOXOHJPYAIb-
nout JHK. 9ra npobnema Takxe Tpe-
OyeT KOHCY/IbTAlVV TeHeTHKA.
CoracHO HaHHBIM, NOJNYYEeHHBIM
nabopaToprueii TeHeTUIeCKOI u-
IeMuonoruy MegyuKo-reHeTu4ecKo-
ro nexrpa (MI'HII) um. akageMuka
H.II. bouykoBa 3a 17 neTt muccnemoBa-
HUI B 007macTi 0 TarIbMOreHEeTHKI
B Poccun, Haubornee yacTo BcTpeda-
I0TCSI TaKye MaTOIOTMUM, KaK MakKy-
JApHas AUCTPO(U CeTYATKM Ia3a
mm 6onesns llTaprapara, IUrMeHT-
HbIJ1 peTMHUT 1 aMaBpo3 Jlebepa.
CrnenyeT 06paTiTh BHMMaHMe 1 Ha Te-
HETUYECKYI0 TeTepOreHHOCTD (Cy-
Jau1, KOrjia 3a 3a60/IeBaHIe OTBEYaoT
MYTallMy B pa3HbIX TeHax) U KIU-
Huveckoro nomumopdusma HIC.
Cpenyu poccuiicKux ManyueHTOB Hau-

6oree pacupocTpaHeHHOI GopMOIL
amaBposa Jlebepa siBisieTcst 2-it Tu,
XOTs B 3apy0eXXHOII IUTeparype 4a-
CTOTa TaKUX CIy4aeB — OKO/mo 5%.
Buranuit Bukroposuu KAIBIIIEB,
PYKOBOAUTE/b HAYYHO-KIMHIIECKO-
rO LeHTpa TeHeTUKM ITa3HBIX 60-
Je3Hell, 3aBefytomuii Kadenpoit og-
tanbMoreHeTuku VMincturyra BuJlTIO
MTIHII nm. akagemuka H.II. Bouko-
Ba, BENYIIMI HAayYHbII COTPYAHUK
nmabopaTopuM TeHeTUIEeCKO SMu-
IeMJOJIOTUY, KypaTop IO Hacef-
CTBEHHBIM I7Ia3HBIM Oone3HsM PO,
Bpa4-TeHeTHK, 0(TaNTbMONOT BbIC-
1reit KBamuuKaMOHHON KaTeropun
MTHII nm. akagemuka H.I1. bouko-
Ba, K.M.H., npodeccop PAE, orme-
THIL, YTO He CTIelyeT 3a0bIBaTh O KOJ-
60OYKOBBIX, MaTOYKO-KOIOOUKOBBIX
¥ KOJIOOYKO-IT1a/I0YKOBBIX JUCTPOPU-
AX. Beb OHM ZOCTaTOYHO YacToO MM-
MUKPUPYIOT IO, cebsl, ¥ MICTHHOTO
amaBpo3sa Jlebepa He HabmomaeTcs.
Bo BXOAAIIVMX AMAarHO3ax pery/sipHO
¢burypupyeT fUarHo3 «mago4Ko-KosI-
6oukoBas pucrpodusa». U ato mpa-
BU/IbHO, TIIOTOMY 4TO aMaBpos3 Jle-
fepa B IepBYyI0 OYepeNib IOpaKeHNe
¢doropenentoproro anmapara. Ko-
HEeYHO, Bpad, JUarHOCTMPOBABIINII
IaJIOYKO-KONOOYKOBYIO JUCTpOduIO,
3aCIyXXVBaeT YBaKeHUs, 0COOEHHO
€CIIV OH ellle U HAIlpaBWJI MallMeHTa
Ha KOHCY/IBTAIINIO K BPady-TeHETHKY.
DakTH4ecKy TaKyl KOHCY/IbTAaLlNIo
cnepyeT npoBoguTh 100% manueH-
TOB, 0COOEHHO IeTCKOTO BO3PAacTa.
Kak yxe oTMed4anoch, CyLIeCTBY-
€T HeCKOJIbKO TUIIOB HAaC/IeOBaHMs
HJIC - ayToCOMHO-JOMMHAHTHBIIL,
ayTOCOMHO-PeLleCCUBHBII U X-CLien-
NeHHBbII. [eHbl 6BV U3yYeHDI B CO-
oTBeTCTBUM ¢ popMamy 3aboreBa-
HMIA, ¥ OTIpefie/IeHbl MaKOPHbIE T€HBI,
YaCTO BCTPEYAIOLIVecs B IIOMY/LALNN
POCCUIICKMX MalMEeHTOB:
= [ecsTb MaKOPHBIX reHOB (80,5%) mrst
ayTOCOMHO-PeLeCCHBHBIX (opM 130-
JIMPOBAHHOI HAC/IE[ICTBEHHON OG-
tanbMonarotoruy ceryarku (ABCA4,
CNGB3, RPE65, GUCY2D, CNGA3,
DNAJC30, EYS, CEP290, NR2E3,
USH2A);

' Kapprmes B.B., Inmurep E.K., Kynes C.J1. u ip. SnuueMnosnorns Hacle[CTBEHHBIX 60/Ie3Hell opraHa 3peHus B momy/suusax Poccuiickoit
Denepaunn. Knnundeckas odraapmonornus. 2022; 22 (2): 69-79.
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= [1eBATH IeHOB (67,9%) Iyt ay TOCOM-
HO-foMuHAHTHBIX opm (BESTI,
OPA1l, RHO, CRBI, SNRP200,
PRPF31, PRPF8, PITPNM3, ABCA4);
= Tpu reHa (78,8%) ns X-cuenyeH-
HbBIX peneccuBHbIx ¢opm (RSI,
RPGR, GPR143).
JuarsocTuka Takux 3aboneBaHMI
TaK)Ke TPebyeT MeXAMUCHUIUINHAP-
Horo nopxona. YTo KacaeTcs Kin-
HUKO-MHCTPYMEHTA/IbHBIX METOJIOB,
OTHETbHOrO BHUMAHUS 3aCTYXU-
BAIOT MOJIEKY/ISIPHO-TEHETNIECKIE,
pacumpoBKOil U MHTepIpeTany-
ejl KOTOPBIX HOKEH 3aHUMAaTbCs
TO/IBKO Bpa4-reHeTHK. T METOMbI
BKJIIOYAIOT B cebs:
1) cexBennpoBanue NGS;
2) mpsiMoe cekBeHupoBanue no CaH-
repy;
3) MYZIBTUIIIEKCHYIO JINTa303aBUCH -
Mmyto ammmuduxanuio (MLPA);
4) pnyopecLieHTHYIO TMOPUAN3ALIIO
in situ (FISH-meTop);
5) yHKI[MOHAIBHBIN aHAMU3/Ipo-
TOTreHOMHOE MCCIIETOBAHME;
6) Macc-CIeKTPOMETPUIO.
ITepBbie IBA MMEIOT IIEPBOCTENEHHOE
3HAYEHUE,
B nacrosmee Bpemsa B Poccun Bpadam
Y [ALMeHTaM JOCTYIIEH P IPOrpaMM
mis JHK-guarHocTuku — 61omKeT-
Hble (pernoHaibHble U (efepanbHble)
U CIIeMayIbHbIe LieeBble IIPOrpaMMBbL.
B MI'HIJ um. akagemuka H.II. bou-
KOBa ObUT pa3paboTaH KOMIUIEKCHBII
AITOPUTM MEXIUCIUTIMHAPHON
muarnoctuku HIC, rae yeTko ompe-
JIeJIEHbI STAIIbI IMAarHOCTUKI Ha KaX-
[IOM YpOBHE MEUILIMHCKOI OpPTaHu-
3anum, OT aMOy/IaTOPHOTO 3BeHa JO
CTallMOHApa, U a/ITOPUTM JIeMCTBUI
B C/y4ae, KOIZja IalMeHT JOXONUT

ITameHTHI ITomuknuHMKa ‘ TeneTuk Jleue6HbIN
C IIEpPBBIMMI LIEHTP
cUMIITOMaMu/
MaIIeHThI Lentp TeneTmyeckuin
C K/IVHIYECKIM JMATHOCTUKN JMarHO3
IVAarHO30M H]IIC
HIC

Komnnexcnotii aneopumm mexcoucyunnunapHoti ouaznocmuxu HIIC

62

IO YPOBHA MeIVKO-Te€HeTUYeCKON
KOHCY/IbTalMM y Bpada-reHeTHKa
VI B MEIUKO-TEHEeTYeCKOM I[eHT-
pe (PUCYHOK). DTOT aITOPUTM TaKXKe
MOKa3bIBaeT, KaK OyfieT CTPOUThCA
IOHK-mgumarHocTMKa U Kakue MaIiu-
eHTBbI OyAyT HAIlpaB/IeHbl Ha TEHHYIO
Tepanuio B CIelaNu3MpOBaHHbIE
0(TanbMONOTMYeCKYe IIEHTPHIL.
HecMmoTps Ha To 4TO CyIecTByeT 1 as-
TOPUTM MapUIPYTH3aLMy MallMeHTa,
K/IMHMYECKasA OMAarHOCTMKA 3aHMMa-
eT B CpefiHeM JiBa-TPU IO JIO TOTO
MOMEHTA, KOTI/ja MallMieHTa HaIlpaBAT
Ha KOHCY/IbTAIIMIO K TeHEeTHKY.

IToutu Ha KaXX[JOM YpOBHE TaKOM
AMATHOCTUKU BCTPEYAIOTCA C/IOKHO-
ctu. Ha ypoBHe CMIITOMOB MMeeTCs
HeJ0CTaToO4YHass MHGOPMUPOBAH-
HOCTb IALIMEHTOB O BO3MOXXHOCTAX
JHK-nuarHocTuky u TapreTHON Te-
pamuu. YpoBeHb KIMHIYECKOI [yar-
HOCTMKM XapaKTepU3yeTCs COCpefo-
TOYEHHOCTDIO IallMeHTa Ha IpueMe
odranbMonora mepBUYHOTO 3BEHA,
cmaboit nHGOPMIPOBAHHOCTDIO Bpa-
Yell IIEPBUYHOTO 3BeHa O IMPOPUIIX
nanyeHtoB ¢ HIAC, yTo noguepku-
BaeT BaKHOCTb TIIATeIbHOTO cHopa
aHaMHe3a IIpY OCMOTpe MallVieHTOB
odTambMoOmOraMu, HeJOCTATOYHO-
CTBIO OCHallleHUsA 000pyHOBaHNEM
Yl HaBBIKOB pabOThI Ha CIIeIMannu3u-
poBaHHOM 0b6opynoBaHUM (TIpK €ro
Hanuuun). Ha ypoBHe reHeTmdeckoil
OVIATHOCTMKM OTCYTCTBYIOT Iapa-

3aKknioueHne

AUIMBI MapUIPYTU3aLMU MAlVIeHTOB
K TeHeTHKaM st Bepudukanum -
arHo3a, YTO CBA3aHO U C OpraHM3alu-
OHHBIMU IIpO6TeMaMu, U C HeOCTYTI-
HOCTBIO [TIOMOLIM B Psifie pernoHoB.
KakoBa >xe IlpakTiyeckas 3HaY/IMOCTb
o(TambMOreHe THKI U BCEX IPOBETEH-
HBIX VICCTIE[0BAHMIT? 3a pybexxoM Impo-
BOJATCA 54 MCCIefoOBaHNA B PaMKax
Pa3paboTKy HOBBIX MO/IEKY/I. OFHAKO
B K/IMHIYECKYIO IPAKTUKY Ha JAHHBII
MOMEHT BHEJIPEH TO/IBbKO OfVH TeH-
HBIi mpemnapar. B Poccun >xe 3a mo-
CTIefHIIe YeTbIpe rofja ObIIO BBLABIIEHO
40 TapreTHBHIX B3POC/IBIX ITALIMIEHTOB
" JeTell, U3 HUX IposedeHo 20 perent
3a cuet cpencts ponpa «Kpyr gobpa»
eMHCTBEHHBIM 3aperucTpUPOBaH-
HbIM B Poccun B 2022 1. mpenapaTtoM
BOpETUTeH HellapBOBeK™.

BaxxHo otmMeTuTh, 4TO B Poccuu nmosn-
HOCTBIO OTPabOTaHO MEXAUCIUIIIN-
HapHOe B3aMMOJENCTBIE MPOUIIb-
HBIX YYpeX[eHuil, QyHKIMOHUPYeET
MEXAMCUMIUIMHAPHBIN HayYHO-K/IU-
HUYECKNIT IIeHTP TeHeTUKN ITTa3HBbIX
6omesnenn B8 MI'HII uMm. akamemuka
H.II. boukoBa. Knuunuueckne peko-
menpanun no HJIC, paspaboraH-
HbIe COBMECTHO CO CHEeIMaaNCTaMu
HanmonanbHOT0 MEIMIMHCKOTO UC-
C/IelOBATENIbCKOTO IIeHTPa ITa3HBIX
6onesneit um. lenpMronpia u pspa
APYTVX CHeLan3/POBaHHBIX yupe-
JKJIEHUIA, ceiflyac HaXO#ATCA Ha pac-
CMOTpPEHUN.

pourenmit KoHTpecc POOD

U CaTe/UINTHBIN CUMIIO3MYM

«HacnepncTBeHHbBIE UCTpPO-
¢um cetyarku — He mpurosop! VuHo-
Bal[MJ B MMP CBeTa M KPAacOK» IIpofie-
MOHCTPMPOBAJIV BAXXHOCTb 00y 4IeHN
¥ TIOBBIIIEHN YPOBH:A 3HAHMIL Bpa-
4eii B 061acTy 0TarbMOTEHETHKIL,
B yactHocty HIIC, mis Toro, 4To6nt
MCITONIb30BaTh OKHO BO3MOYKHOCTENA,
CBOEBPEMEHHO YCTaHaB/IMBATDh Bep-
HBIl IUATHO3 U Ha3HAYaTh JIeYeHUe,
HallpaB/IeHHOE Ha y/IydllIeHye Kade-
CTBA >KM3HM Y COXpaHEHMUe 3pEeHU.

Ins moBblieHus KBanudukamum
CTENMaNNCTOB CYWECTBYET PAJ, BO3-
MOXXHOCTe, HaIpuMep Kypchl Ka-
denper odpransmoreneruku VIHCTH-
TyTa BBICIIETO ¥ HOIOTHUTEIbHOTO
mpodeccnoHaNbHOTO 06pa30BAHIIS
MI'HII, a Takxe caurt «Ilonck cBeTa»,
Ha KOTOpPOM pasMelrjaeTcsi nHpopma-
uusa 06 HIC, cumnromax, MeTomax
OVATHOCTUKI U JIEYEHU, a TaKXKe
KapTa IEHTPOB AMarHOCTUKU, THe
MAIVEHTDbI ¥ Bpauy MOTYT IOMY4INTD
KOHCY/bTAalNIO ¥ TIOMOIIb. @
736038/C&GMed/DIG/10.23/1

2 Menuko-reHeTndecknit ueHTp uM. akafemuka H.IT. BoukoBa // med-gen.ru (gata o6pamenns 23.10.2023).

2! @oup «Kpyr obpa» ccpinka akTBHa Ha Aaty // douaxpyrnobpa.pd (mara obpamenns 23.10.2023).
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HE NPONYCTUTE NALUEHTOB C noAao3PEHUEM

HA HACNEACTBEH

HbIE AUCTPOOUN CETYATKU (HAC)

posaume no3BOJIAET noCTaBUTb OKOHYaTE

03MOXHOCTI, B TOM Yncie no3sonsdet
OCOBHOCTN KIETOK CE

PaHHee reHeTnyeckoe TecTn

AnarHos ” OTKpbIBAET lnpoKmne B e
noTeHuwnanbHbIE meToAbl neyeHuAa oo norepwn

Mopaymaiite O HanpaB/ieHu! naynexTa .
Ha KOHCY/1bTauuio, 4TO6bl MOMOYb NPOUTA P

1 NoJyiHoOE reHeTuyeckoe TECTVIpOBaHIAe

1. Menghini M, et al. Exp Opin Orphan Drugs. 2020; 8(2-3): 67-78. 2. Jacobson SG, et al. Investig Ophthal Visual Sci. 2008; 49(10): 4573-4577. 3. Garafalo AV, et al. Prog Retin Eye Res. 2019;77: 100827.
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