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C pa3BuTHEM reHOTepanuy OTKpbLIach HOBasl apa B Jieue-
HUM HACJeNCTBEHHBIX 3a00JeBaHUii yensoBeka. K HacTosemy
BPEMEHU B MUPE BEIYTCS KIMHUYECKKME UCCIIEI0BaHUS 11eJI0TO
psiia TEHHBIX MTpenapaToB, B TOM YMCJIe MpeIHa3HAYeHHbIX TS
JIeYeHUsT HACAeICTBEHHOM MaTOJIOrMU IJ1a3 (BpOXKIEHHOTO ama-
Bpo3aJlebepa, MUTMEHTHOIO pETUHUTA, aXPOMATOIICUU, 00JIE3HU
Il raprapara, xopuoaepMuu u ap.). HekoTopsle mpemnaparsl yxxe
MOJIYYUJIU MYTeBKY B kKU3Hb. [To mHuimaTee OO0 «Accouuaryst
Bpaueii-o¢pTaaIbMOJI0roB» U ACCOLIMAlIM MEIUIIMHCKUX TeHETH -
koB 11 MapTa 2021 r. COCTOSUICS COBET 3KCIEPTOB (IpeaceaaTesn:
akanemuk PAH, n-p men. Hayk B.B. Hepoes u uwieH-kopp. PAH,

n-p men. Hayk C.W. Kyiies, MoaepaTop — npodeccop, A-p Mel.
Hayk JI.A. Katapruna, yuactHuku: 1-p Mea. HayK JI.B. KoroJesa,
KaHz. Mea. Hayk B.B. Kanpiies, n-p men. Hayk M. B. 3o1bH1KOBA,
n-p Men. Hayk B.U. Caiinamesa, A-p Mel. HayK A.2K. @ypcosa,
KaHa. Men. HayK A.P. TymacsaH, kana. men. Hayk W.E. XaueH-
Ko, a1-p mea. Hayk H.JI. llepemer, nmpocdeccop, a-p Mel. HayK
T.H. FOpbeBa, kaHa. 6uos. Hayk A.B. MapaxoHOB), ITOCBSIIIIEH-
HBII TMArHOCTUKE U MEPCIEKTUBAM JIeUeHHUsl MalMeHTOB C Ha-
CJeACTBEHHBIMU AUCTPOGDUSIMU ceTuaTKu. [Ipennaraem Baiiemy
BHUMAHMIO OLIEHKY COBPEMEHHOM CUTyalluu, OCHOBAaHHYIO Ha
pe3yabTaTtax paboThl COBETa SKCIIEPTOB.

[lepcnekTnBbl AMArHOCTUKM U TE€HHOM Tepanmu
HACAEACTBEHHbIX AMCTPOMUIN CETYATKMU, BbI3BAHHbIX
OMaAAeAbHbIMKM MyTaumamu B reHe RPE6S
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Hacnedcmeennvie oucmpoguu cemuamru (H/[C) — obwupnas epynna eenemuuecku 2emepoeeHHbiX 3a004e6aHULL CO 3HAYUMENbHbIM
Kaunuueckum noaumopguszmom. C pazgumuem eeHomepanuy OMKPbLAACh HOBAs 3PA 8 AeHeHUU HACAeOCMBEHHbIX 3a001e6aHUI YeN08eKd.
B nacmosuwee epems 6 mupe éedymcs KauHuvecKue uccae008aHus 4ea020 psoa eeHHbIX NPenapamos, 8 mom 4ucie npeoHa3HaueHHbIX
0414 1eveHuUs: HacaedCmeeHHbIX 3a001e8aHull e1a3 (8podcdeHHo20 amaesposa Jlebepa, nuemenmHo20 pemuHuma, axpomamoncuu, 601e3Hu
IlImapeapoma, xopuodepmuu u dp.). Popmamu HIC seantomces epoxcdennviit amaepos Jlebepa (BAJ) 2-e0 muna u nuemeHmHbLil pemuHum
(TIP) 20-20 muna c 6uansesvhoimu mymayusamu 6 eene RPEG6S. Dnudemuonoeuneckue ucciedosanus yKazvleaom Ha pedkocmy OaHHbIX
3a601e6aHUll, YMO 00BCHIEM BKAHOUEHUE SMUX HO30402Ull 8 Nepeyelb opghanHbix 3aboaeeanuli Munzdpasa Poccuu. Jlns HJIC, ebi36anHbix
ouanneavvimu mymayusamu 6 ecene RPE6S, paspabomana eenozamecmumenshas mepanus, Komopas NPUMeHsiemcs 0OHOKPAmHo, — 60-
pemuceen Henapeogek. B nacmosuwee epems compyonuxamu OI'BHY «MTHI» u @®I'BY «HMHUIL] I'B um. Teavmeonrvuya» Munzdopasa PO
sepuhuuUposana epynna nauyueHmos, no0xXooauas no Kpumepusm 041 nposederus eenemuyeckoil mepanuu. B 2021 e. 6 Poccuu na 6a3e
OI'BY «HMHUII I'b um. Teavmeonvya» co30an u cepmu@uyuposan cneyuaiu3upo8anHslii yeHmp eennoli mepanuu. B xode pabouux co-
BeUaHU ePYRNOTU 6e0YUUX IKCNEPMO8 8 001ACMU HACAeOCMBEHHbIX 3A001€6AHULl CeMYAMKU U MeOUUUHCKOU eeHemUKY 8bipaboman u
00006peH psid noA0NCeHUTl, CROCOOCMBYIOUUX 6HeOPeHUI0 8 KauHuuecKyo npakmuky 6 Poccuiickoi Pedepayuu eopemueena Henapgosexa
6 Kauecmee eenozamecmumenvioil mepanuu RPE65-ceszannvix HJC.

KimoueBble cioBa: aMmaBpo3 JleObepa; reHHas Teparusi; MUIMEHTHbBI PETUHUT; FeHETUKA; TeTepOreHHOCTh; RPE6S; BopeTureH
HemapBOBEK
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ITpo3paunocTs GUHAHCOBOJ JeATENLHOCTH: ABTOPHI HE MMEIOT (DPMHAHCOBOI 3aMHTEPECOBAHHOCTH B MPEACTABASHHBIX MaTepuaiax
WY METOJIax.
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Inherited retinal dystrophies (IRD) is an extensive group of genetically heterogeneous diseases with significant clinical polymorphism.
With the development of gene therapy, a new era in the treatment of hereditary human diseases has opened. To date, clinical studies of a num-
ber of gene medications are performed the world over, including those intended for the treatment of hereditary eye diseases (Leber congenital
amaurosis (LCA), retinitis pigmentosa, achromatopsia, Stargardt's disease, choroideremia, etc.). The varieties of two former conditions,
specifically LCA type 2 and retinitis pigmentosa (RP) type 20 with biallelic mutations in the RPE65 gene belong to IRD. Epidemiological
studies indicate the rarity of these diseases, which explains why IRD caused by biallelic mutations in the RPE65 gene are included into the
list of rare (orphan) diseases of the Russian Ministry of Health. For these IRDs, a gene replacement therapy has been developed: voretigen
neparvovek, which must only be applied once. Currently, the Medical Genetic Research Center and Helmholtz National Medical Research
Center of Eye Diseases have identified a group of patients who meet the criteria for genetic therapy. In 2021, a specialized gene therapy center
has been established at the Helmholtz Research Center, which was certified by the Ministry of Health. A group of leading experts in the field
of inherited retinal diseases and medical genetics developed and approved at professional workshops a number of measures that promote the
introduction into clinical practice of the voretigen neparvovek as a gene replacement therapy for the treatment of RPE65-related IRD in the
Russian Federation.
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HacnencrBennbie auctpoduu ceruarku (HAC) — 006-
LIMPHAs Tpyrra reHeTUYeCKH reTeporeHHbIX 3a00JeBaHUi ¢
IIMPOKUM KIMHUYECKUM MOJIUMOPDOUIMOM.

IurmenTHbt peTuHUT ([TP) — KIIMHUYECKU U TeHe-
TU4YecKu rereporeHHast rpynna HIC, xapakTepu3ymmmnxcs
reHepaJM30BaHHBIM MPOTPECCUPYIOLIUM MOpakeHUeM Tpe-
HMMYILIECTBEHHO MaJ0YKOBBIX (DOTOPELIETITOPOB C MOCEAYIOIIEeH
JiereHepalmeil KojadboukoBbIX (pOTOpelenTOPOB U MUTMEHTHOTO
SIUTESUS CETYATKH.

AwmaBpo3 Jlebepa — rpynma HC (ualie BpOKIEHHbBIX) C
BOBJIEUEHUEM B TMATOJOTUUYECKUIT TTPOLIeCC B MEPBYIO OUepeib
MaJJOYKOBOTO arfrmnapara cetyarku. M3BecTHo 19 reHeTHYeCKUX
dopm 6one3nHu [1]. OnHoit U3 TakKX GOPM SIBJIIETCS BPOXKICH-
Hblii amaBpo3 Jlebepa (BAJT), BbI3BaHHBIN MyTallUSIMU B TeHE
RPEG65. 3ameHeHue (poTopelienTOPHOTO arrapara 1e0lTUPYeT ¢
MOMEeHTa poxaeHus 10 4—6 neT. AMaBpo3 JIebGepa B 75% ciyyaeB
HacJIelyeTcsl ayTOCOMHO-PEIECCUBHO.

Ilo naHHBIM 3apyOeKHOI JIUuTepaTyphbl U 0a3 TaHHBIX,
pacnpoctpaneHHocTh ITP cocrabnser 1:3000—1:5000 uenoBek,
BAJT — 1:30 000—1:50 000 HoBOpOkAeHHBbIX. Ha nomo HAC, BbI-
3BaHHbIX OMAJIJICIbBHBIMU MyTaLIUSIMU B reHe RPEG6S, npuxoauTcst
5% ot Bcex popm TTP u BAJI [1, 2]. 1o gaHHBIM JTUTEPATYPHI,
0a3upyIoNIMMCS Ha UCCAEAOBAHUSIX POCCUMCKOMN MOMyIsIIIUM,
pacnipoctpaHeHHocTb 1P B cpenHeM coctaBisier 1:5000 Ha-
ceyieHus, U1 amaBpo3a Jlebepa 3TOT mokas3aTesib COCTaBIsIET

npuMepHo 1:120 000 HaceneHust [3—5]. B HacTosiiee BpeMst
copMupoBaHa Tpyria NalyMeHTOB ¢ BepudUIIMPOBaHHBIM
KJIMHUKO-TeHETUYECKUM nuarHo3oM «BAJI 2-ro Tumna», moaxo-
JSA1Aast IO KPUTEPUSIM JIJIs1 TPOBENEHMS TeHETUUECKOM Teparuu.

DNUAeMHUOJOTUYECKHUE TTOKA3aTeJM YeTKO YKa3bIBaloOT
Ha peIKOCTb 3a00JieBaHUIi, UTO 00bsicHsIeT BKItoueHue HAC
Munsnpasom Poccun (https://minzdrav.gov.ru/documents/9641-
perechen-redkih-orfannyh-zabolevaniy) B nepeueHb peakux (op-
daHHbIX) 3a00J1€BaH1 1, BHI3BAHHbBIX OMaJUIeIbHBIMU MyTaLlASIMU
BreHe RPEGS.

B Hacrosiiee Bpemsi BELIESIOT 1Be (hpeHOTUITMYeCKIE hop-
Mbl HJIC, BbI3BaHHBIX OMa/lIeIbHBIMU MyTalUusIMU TeHa RPE65:
AYTOCOMHO-PELIECCUBHBINA M30JIMPOBAHHBIA IMTUTMEHTHBIN pe-
tuHUT (UITP) 20-ro Tvna, KOTOPbIil He SIBIASIETCS CUMIITOMOM
MMOJIMOPraHHOIO MopaxkeHust yesobeka, U BAJI 2-ro tuna. UTTP
20-ro Tina MaHu(eCTUPYeT paHO, OOBIYHO B IETCKOM BO3pacTe
1o 10 ieT, oTaryaeTcst MporpecCupyoiuM TeYeHUEM U BbIPasKeH-
HBIM HapyllleHUeM 3pUTeIbHbIX DYHKIIMI. PaHHSIs1 TnarHocTuKa
BAJI noctaTouHo TpyaHa, K Heif HEMPUMEHUMbI MHOTME METO/TbI
o0cJieioBaHus, KOTopble ucronb3ytores npu HIAC. Y neteii paH-
HEro JeTCKOTOo BO3pacTa MPUXOAUTCS ITPOBOAUTH 00CIeI0BaHKE
[JIA3HOTO THA MOl HAPKO30M.

BAJI 2-ro Tuna u UITP 20-ro tTvna xapakTtepu3yoTcst Kak
MUHMMYM TpeMsI TPU3HAKAMM: TSDKEJIBIM U PAHHUM HapyIlIleHUeM
3pUTENBHBIX (DYHKIIMIA, BSAIBIMU MJIA OTCYTCTBYIOIIMMHU 3pAaYKO-
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BBIMM PeaKIMSIMU U Pe3KO CYOHOPMaAIbHO UJIK HEPETUCTPUPY-
eMoii asiekTpopeTruHorpaMmmoii (DPT'). U3MeHeHMsI ceTyaTKu He
SIBJISIIOTCSI TATOTHOMOHUYHBIM MPU3HAKOM, CcleluduyecKum
IUJIS1 OTIpE/IeSIEHHOTo NoATuna. Y JeTeil paHHero Bo3pacTa BUJ
[JIA3HOTO JTHA OOBIYHO HOPMAbHBIA, a O(PTaIbMOJIOTMYEeCKHE
M3MEHEHMsT OOBIYHO IPOSIBISIOTCS B 060jiee MO3AHEM BO3pacTe.
PaHHMMM MaTOrHOMOHWYHBIMU IPU3HAKAMU SIBJISTIOTCS HUCTAIM,
HapylIeHUEe TEMHOBOM alaliTallMy U CY>KEHUE TTOJICH 3peHUS.

B HacTosee BpeMs1 BpauaM-o(pTaabMOJI0raM JOCTYITHbI
BCE COBPEMEHHBIE METO/bl TMAaTHOCTUKU: UHCTPYMEHTAJIbHBIE,
3J1eKTPODU3UOTOTUYECKUE U MOJIEKYJISIPHO-TEHETUYECKHUE.
MeXIUCUMIUIMHAPHBIM MOAX0/ MO3BOJISIET YCTAHOBUTDH KJIU-
HUKO-T€HETUYECKMUI BapUMaHT HACJIEACTBEHHOU MaToa0ruu
CeTYaTKU U MJAHUPOBATh JIEYEHUE MALIMEHTOB C BO3MOXHBIM
MPUMEHEHWEeM reHoTeparneBTUYeCcKuX npenapaton. Kommiekc-
HBI MOAXO0J B IMAarHOCTUMKe W BeaeHUM mauueHToB ¢ HJC,
B TOM YMCJI€ BbI3BAHHBIX OMAJUIEIbHBIMUA MYTAllMSIMU B T€HE
RPEG6S5, saBnsieTcst 3HaUMMBIM M HEOOXoAUMBIM. B HacTosIEe
BpeMsi OCHOBHBIM METOJ0M, MPEIONpPeaes oMM yCIelIHOe
Ha3HAYE€HUE KOPPEKTHOMW TapreTHOM Teparuvu, SIBJISETCS MO-
JIEKYJISIPHO-T€HEeTUYeCKasi AMAarHOCTUKA B KpaTyailime CpoKH.
Takum obpa3om, MOBBIIIEHUE JOCTYITHOCTU JTaHHBIX MCCIe-
NIOBAHUI MO3BOJUT YBEJIUYUTH BbISBISIEMOCTb MALIMEHTOB C
HJ/IC. B Hactosiee Bpemsi BOTBHY «Mennko-reHeTuueckom
Hay4yHOM LieHTpe uM. akagemuka H.I1. boukoBa» ocyiiecTBs-
€TCSl BECh CIIEKTP MOJIEKYJISIPHO-TEHETUYECKUX U KIIMHUYECKUX
HCCIeA0BaHUIA Ha €BPOIMEMCKOM ypOBHE, pa3padaThiBAIOTCsI
COBPEMEHHbBIE CUCTEMbI IUATHOCTUKU, BEIETCS MOHUTOPUHT
MalMEeHTOB C HACJAeACTBEHHBIMU 3a00JieBaHUIMU. MoJieky-
JIsipHO-TeHeTnueckas auarHoctuka HJC, BhI3BaHHBIX Oual-
JIeJIbHBIMU MyTaUUMsIMU BTreHe RPEGS, siBlisieTCs IBYX3TAITHOM.
I'eHeTnyeckasi AMarHOCTMKA MEPBOTO 3Tala BKIOYAET MOUCK
MaTOT€HHbIX MyTAallUi B FeHAaX, CBSI3aHHBIX C pacCMaTpUBaeMOM
MaToJIOTUE, METOOM BICOKOIPOU3BOAUTEIbHOIO CEKBEHHU -
poBanus (NGS). Ha BTropom aTare npoBoaUTCs OIpeaeeHre
1IMC-, TPAHCTIOJOXEHHUS Map reTepo3UroTHBIX MyTalluii Me-
TOMIOM MpPSIMOTO ceKBeHupoBaHus 1o CaHrepy. Bropoii atan
SBJeTCS 0053aTEJIbHBIM NIPU MOJOXUTEIbHOM pe3yJbTaTe
MepBOro aTamna.

Panee nnst nanumentoB ¢ BAJI/UIIP He cyniecTBoBajio
naroreHeTnueckoii repanuu. CeroaHs niast HIC, BbI3BaHHBIX
OualIeIbHBIMU MyTaLlUsIMU B TeHe RPE6S, pazpaboTaHa 3THO-
rnatoreHeTuyeckasl (reHo3aMecTUTeNIbHas) Tepamnusi, KoTopas
MPUMEHSIETCSI OAHOKPATHO, — BOPETUIeH HeMapBOBEK. DTO
JKHMBOUW HEPETUIMLIUPYIOLIUICS aIeHOACCOLIMMPOBAHHBIN BUPYC
2-T0 cepoTuIa, KOTOPbIN ObUT TeHeTUYeCKU MOAU(DUIIMPOBAH
st obecrnieyeHus aKcnpeccuu reHa RPE6S5 yenoseka. Bo-
peTUreH HemapBOBEK MPOU3BOAUTCS B (hopme CyCIeH3UU st
cyopetuHanbHoro BBeaeHus. [Ipenapat onobper B CILA u
crpaHax EC. OpmoGpeHue JekapcTBeHHOro npenapara FDA u
EMA 6a3upoBajioch Ha JaHHLIX, IOJIyY€HHBIX IIPU IMIPOBEACHUN
KJIMHUYeCcKUX uccienoBanuii. [lokazaHa Beicokast 3¢ (heKTHB-
HOCTb T€panuu, YCTAHOBJIEHHAs C MOMOIIbIO TECTa OLIEHKHU
MOOMJIbHOCTU MallMEHTA MPU Pa3HbIX YPOBHSIX OCBEILIEHHOCTHU
(MLMT) u oLieHKHU [TOpOra CBETOBOM YyBCTBUTEIbLHOCTU 3PU-
teapHoro noss (FST) [6]. C 2021 r. B Poccuu Ha 6aze HMU1L]
I'b um. TeabMronbla co3naH U cepTUGUIMPOBAH CIICLIMAIM -
3UPOBAHHBIN LIEHTP FEHHOU Tepaluu, KOTOPhIii 00ecreuynBaeT
creluagbHbIe YCJIOBUS XpaHEHUs M MOATOTOBKM Iperapara,
a TakXe MPOBOAUT OOyueHHUE BbHICOKOKBATU(UILIMPOBAHHBIX
o TabMOXUPYProB ONpeAeIEHHOMY HABBbIKY €r0 BBEJACHUS.
06 yHukanbHOCTH LleHTpa reHHoli Tepanuu Ha 6aze HM UL
I'b uM. ['enbMrosiblia CBUIETENBCTBYET TaKXKE TOT (PaKT, YTO
Tepanus MOXET BbIMOJHATHCS KaK MallMeHTaM JETCKOro BO3-
pacTta, Tak 1 B3pOCJIbIM.

B 2021 r. B Poccuu cosnan donn «Kpyr nobpa» s noj-
JEPKKU JETe C TSKEeJIbIMU KU3HEYTPOKAIOIIMMU U XPOHUYEC-
KHMMM, B TOM 4YHCe peAKUMU, 3aboseBaHusIMU. B HacTosmiee
BpeMsI peliaeTcst BOIpoc o BKI4YeHUU Hozonoruu HAC u
npernapara BOpETUTeH HEMapBOBEK B MepeyeHb 00ecrneueH s 3a
cueT cpeacTB oHaa «Kpyr nodpar.

C yyeToMm Hajiuuus GoJibloro yucia nauueHToB ¢ HAC,
KOTOpBIE BBISIBJISIFOTCS B BO3pacTe crapiie 18 jier, ueiaecoobpas-
HO obecreynBaTh JaHHYIO KOTOPTY B paMKaXx CYIIECTBYIOIIMX B
Poccuiickoit Denepaliviv TporpamMm JIbFOTHOTO JIeKApCTBEHHOTO
obecreyeHusl.

dakTopoM ycriexa B MCMOJb30BaHUM T€HHON Tepanuu
(pernapaTtoM BOPETUTeH HeTTapBOBEK) SIBJISIETCS pAHHSISI CTaaus
00Jie3HU. DTOT acMeKT aKTyaJeH B CBSI3U C TeM, UTO MO Mepe
MPOrPeCCUPOBaHUSI HACIEICTBEHHOTO 3a001€BaHUS TPOUCXOIUT
rubesib KJIETOK CeTYaTKU 3a CUeT HAKOIJIEHUS! LIUTOTOKCHYE-
CKHX MeTabOoJMTOB 3pUTEJbHOrO 1MKaa. Ha mo3aHux craausx
3a00J1eBaHUS XMU3HECTTOCOOHBIX KJIETOK CETYaTKU OCTaeTCs
KPUTUYECKHU MaJIO, TOTOMY IMMPUMEHEeHUE TeHHOM Tepanuu s
BOCCTaHOBJIEHUS (DYHKIIMU MOBPEXACHHOTO reHa 0yaeT Head-
(extuBHO. OHAKO 17151 HACAEICTBEHHBIX 3a00JIeBaHMIA ceTyar-
KU, BbI3BAHHbBIX OMaJIeJIbHBIMU MyTallUsIMU B reHe RPE6S, xa-
PaKTepHO MOCTENEHHOE, He CTPEMUTELHOE TPOrPeCcCUPOBaHUE,
4TO MpeaonpeaessieT 0JaronprsTHbI MPOrHO3 UCTIOIb30BAHUS
reHorepanuu. B 1aHHOM ciyyae mpuMeHeHUe TeHOTepareBTH-
YeCcKOro npernapata Moka3aHo JAeTSIM U B3pOCJIbIM.

Pestomupys npeactaBieHHbIe JaHHBIE TTO KIMHUYECKOM
kaptuHe HJC, BbI3BaHHBIX OMaJIJICIbHBIMU MYTALIUSIMU B TeHE
RPEG65, HeoOX0AMMO OTMETUTh, UTO Cpear O(TaaIbMOJIOrnYec-
KUX HapylieHuit HanboJsee yacto (6osee ueM B 90% ciaydaes)
OTMeYaloTCs U3MEHEeHUs nepudepruueckoil ceTyaTKu, BKIIO-
yaloluye aTpoduIo peTUHAIbHOTO MUIMEHTHOTO STUTENUs U
ocyabaeHre COCYyANCTOrO pUCyHKa ceTyatku. i MakyasapHOii
ob1acTy HanboJIee XapaKTePeH MaToJI0TMUYeCKUii (poBeasbHbII
pedaexc U aTpopudecKre U3MEHEHUs, 111 AUCKa 3PUTEIb-
HOro HepBa — 0JeaHOCTb. [1pu perucTpau CKOTOMUYECKOM
(manoukosoii) DPI' B ycoBUSIX TEMHOBOI ajanTaluuu y He-
KOTOPBIX MAllMEHTOB COXPAHSIETCs] OCTaTOYHAsI aKTUBHOCTD,
OJIHAKO y OOJILIIMHCTBA HaOaogaeTcsl ee oTcyrcTBue. [lpu
peructpainuu GpoTonuueckoii (Koaoboukopoit) OPI B ycinoBusix
CBETOBOM afianTallii MUHUMaJIbHasl aKTUBHOCTb COXPaHsIeTCs
yalie, yeM uist ckorornunueckoit OPT [7]. CpeaHuit Bo3pacT JIuiL
C OCTaTOYHOM aKTUBHOCTBIO CKOTOITMYECKOM CUCTEMBI COCTAB-
ssiet mpuMepHo 10,5 roaa, a Iuii ¢ 0CTaTOYHOM (DOTOMUYECKOM
aKTUBHOCTBIO — 9,8 rona [8, 9].

ITpu nMarHoCTHKe OlIeHKA TAHHBIX ONTUYECKON KOTePEeHT-
Hoi1 Tomorpaduu (OKT) saBasieTcs 00s13aTeJIbHOIA.

Hns oueHky 3 GEeKTUBHOCTU TEpariv BOPETUTEHOM He-
MapBOBEKOM B PYTMHHOI MPAaKTUKE MPUMEHSIOT OTpeaesieH1e
Iopora CBETOBOI YyBCTBUTEIbHOCTHU 3puTeibHOro noJjis (Full-
Field Sensitivity Threshold, FST). FST moxeT ObITh MCTIOJIb30BaH
TSI UBMEPEHHsI/OLeHKY (DYHKIIMU MAIOUKOBBIX M KOJIOOUKOBBIX
doToperienTopoB. DTO CYyObEKTUBHBIN (PU3MOJIOTMYECKUIA TECT
OLIEHKY 3pUTENbHOM (PYHKIIMM CETYATKU U ee AehUIIMTa Y Al -
€HTOB C HaCJIeICTBEHHBIMU 3a00JIeBAHUSIMU CETYaTKU. B oTiinuue
OT JIPYTUX TECTOB JIJIs1 OLIEHKU 3pUTENbHOM (DYHKIIMU, HUCTAIM
He BauseT Ha pe3yabrathl FST, npu 3ToM 3¢ GEeKTUBHOCTD €ro
He ycrynaet aHajioram [10].

PesynbpTaToM paboThI COBETa SKCIEPTOB CcTala pa3padboTKa
U IIpelcTaBaeHrue MH(MOPMAIIMOHHOTO M1ChMa 1JIs Bpadyeli-og-
TaJbMOJIOTOB U Bpayeii-reHeTUKOB O HEOOXOAMMOCTU MEXIIMC-
LIMTUIMHAPHOTO MOAX0/1a K TMarHOCTUKE U IeTaIbHOI MapIipy-
THU3AIMU ALMEHTOB C 1IeJIbI0 0003HAYeH ST TPUOPUTETHOM POJIU
MOJIEKYJISIPHO-TEHETUYECKMX UCCIEOBAHMIA TPY MJTAaHUPOBAHUM
nedenus manuenton ¢ HIC.
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SAKIIOYEHUE

Ha ocHoBaHMM MpeacTaBIeHHbBIX JAHHBIX B X0O/1€ pa00UnX
COBELIAHUI TPYINOI BeayIMX SKCIEPTOB B 00JaCTU HaACeI -
CTBEHHBIX 3a00JI€eBaHUIi CETYATKU U MEAULIMHCKOMN T€HETUKU
ObLIM BhIpaOOTaHbI U O00PEHBI CIECAYIOIINE TOJIOXEHMUS.

1. Kpurepusimu or6opa nauueHToB ¢ RPE65-cBSI3aHHBIMU
HJIC nns reHO3aMeCTUTEIbHOM Teparuu SIBJISIIOTCS

1) Bospact nanueHTa ot 3 10 65 jieT ¢ nuarHo3omM «BAJI 2-ro
tuna» uiau «TITP 20-ro Tumnas, MoaATBEPXKACHHBIM MOJEKYJISP-
HO-T€HETUYECKUMU, NUHCTPYMEHTAJIbHBIMU U 3J1eKTPOhU3UO-
JIOTUYECKUMU METOJIaMU;

2) OTCYTCTBME B aHAMHE3e MallMeHTa MPUMEHEeHUsI TeHOTe-
parneBTUYECKUX MPenaparos;

3) HaJIM4Ke XXKU3HECIIOCOOHBIX KJIETOK ceTyaTku. CornacHo
JIaHHBIM KOMITaHUM-pa3padboTurka nperapata Boperuren He-
napBoBek Spark Therapeutics, Ha XNU3HECITIOCOOHOCTh KJIETOK
CeTYaTKM YKa3bIBaeT HAJTMYME OTHOTO U3 CJAEMYIONIMX TPU3HAKOB
[6, 11—14]:

— YYacTOK CEeTYaTKu ¢ ToaiuHoi > 100 um B mpenenax
3aJHero nosoca 1mo naHHbiM OKT;

— YYacTOK CETYaTKU pa3MepoM > 3 TMCKOB 3PUTEJbHOTO
HepBa 6e3 aTpoduu UM MUIMEHTHOM AereHepaluu B Ipeaeiax
3aTHErOo MoJIIoca;

— COXpaHHBbIE YYaCTKU I0Js1 3peHust B npeaenax 30° or
TOYKM (hUKCAIIMU, BBISIBAEHHBIE C MCMOJb30BAHUEM CTUMYJA
pasmepowm I114e o [NonbaMaHy MM 3KBUBAJICHTHBIM CIIOCOOOM.

B Hacrosiiiee BpeMsi OCHOBHBIM KpUTEpUEM, MPUHSITHIM
akcnepramu CoBeTa, SBJISIeTCSl HATMYME y4acTKa CETYATKU C TOJI-
muHoi > 100 um B ipenesiax 3aaHero nostoca 1o gaHHbiM OKT.

11. I[1poaoXuTh MapTHEPCKYIO ITPOrpaMMy MOJIEKYISIPHO-
reHeTnyeckoii nuarHoctuku HIC, 6ecriiaTHyO 1UIs TAlLIMEHTOB
Y JOCTYIMHYIO BpayaM IMpY PErucTpalyy Ha caiTe MporpamMMbl
— retinagene.ru, 8-800-301-04-19-65.

111. PazpaboTaTh 1 BHEAPUTH B IPAKTUKY Bpaueil-opTaib-
MOJIOTOB M T€HETUKOB KJIMHUYecKue pekomeHaauu no HIAC,
a TaKKe METOIMYECKUe PEKOMEHIALMU 1O TeHHOM Tepanuu.

1V. PazpaboTaTh moaxoabl ajs odecrneyeHus AeTeid 10
18 1eT 1 B3pOCIBIX MALMEHTOB BO3MOXKHOCTSIMM FT€HHOM Teparuu.

V. [IpoBecTu ceprio MeXIUCUUILIMHAPHBIX 00pa30BaTe/Ib-
HbIX MEPOIIPUAITUIA.

VI. BHeapuTs MeToa oIlpeaeeHus] mopora CBETOBOM
YyBCTBUTEIbHOCTHU 3puTeiabHoro mnojs (Full-Field Sensitivity
Threshold, FST) B mpakTuKy poCCHUIICKOTO 3IpaBOOXPaHEHUS.
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