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Hacnedcmeennwvie ducmpoghuu cemuamxu (HZAC) éxarouarom wupokuii chekmp ceHemuuecku U (heHOMmunuuecKy 2emepoeHHbix
3a601e6aHuil, KOmMopbvle npugoodsam K npoepeccupyiouieii nomepe s3penus. C pasgumuem eeHomepanuu NOABUAACH 803MOICHOCHb AEHEHUs]
0s8yx chopm HIIC, eviz6antbvix buanesshoimu mymayusmu eena RPEG6S: smo uzonuposeannbiii nuemernmuoiii pemunum (HIIP) 20-e0 muna
u 8podicoentvlil amaepos Jlebepa (BAJI) 2-eo muna. Jlannvie H030402uu 6KA104EHbL 6 Nepeyerb oppantbix 3adoreeanuti Munzopaea Poccuu.
Daxmopom ycnexa npumenenus eennoii mepanuu HJ[C seasemcs pauuss cmaodus 604e3HU, K020a COXPAHEHA HCUZHECHOCOOHOCIb KAeMOK
cemyamku. Mexcoucyuniunapuolii nooxod é duazHoCmuKe n03604seM C80e8PEMEHHO YCMAHO8UMb KAUHUKO-2eHeMmUYeCcKUl 8apuanm
HJ/IC u nanpasums nayuenma Ha mapeemuylo mepanuro. B cmamoe npedcmaenena cxema mapupymuzayuu nayuenmoe ¢ H/[C, exaiouan
2mMansl KAUHUKO-QYHKYUOHANBHO20 OPMANbMOA0SUHECK020 00CAe008AHUS U MOACKYASPHO-2eHEMUHECK020 IMeCMUpPO8aHUs, NPUHAMAs Ha
CO8MEeCMHOM (0ghHmanbM010208 U MEOUUUHCKUX 2eHemUK08) 3acedanuu cogema sxcnepmos Cegepo-3anadnoeo gedepanvroeo okpyea PP.
s onmumuzavyuu xawecmea duaenocmuxu nayuenmoeé ¢ MIIP u BAJI ymeepacoenv: pecuonanvhvie yenmpul sxcnepmusvl HJIC na base
08yx gedepanvHoix meduyunckux yupexcdenuti Cankm-Ilemepoypea.
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Inherited retinal dystrophies (IRD) include a wide range of genetically and phenotypically heterogeneous diseases that lead to progressive
loss of vision. With the development of gene therapy, it has become possible to treat two forms of IRD caused by biallelic mutations in the
RPEG65 gene: isolated retinitis pigmentosa (IRP) type 20 and Leber’s congenital amaurosis (L CA) type 2. These nosologies are included in the
list of orphan diseases of the Russian Ministry of Health. The success factor for the use of IRD gene therapy is the early stage of the disease,
when the viability of retinal cells is preserved. An interdisciplinary approach to diagnostics makes it possible to timely establish the clinical and
genetic variant of IRD and refer the patient to targeted therapy. Therefore, at a joint meeting of the Council of Experts of the North- Western
Federal District of the Russian Federation, which included ophthalmologists and medical geneticists, a scheme for managing patients with
IRD was accepted, including the stages of clinical and functional ophthalmological examination and molecular genetic testing. In addition,
regional centers of expertise for IRD were approved in two federal medical institutions in St. Petersburg, whose task is to optimize the quality

of diagnosing patients with IRP and LCA.
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Hacnencreennsie nuctpodun cetuatku (H/C) Bkimrovaior
LIUPOKU U CIIEKTP FeHETUUECKU U (DEHOTUTTUYECKU TE€TEPOTEHHbIX
3a00JIeBaHUI, KOTOPbIE IIPUBOIAT K IIPOrPeCCUpyIOlIeil moTepe
GyHKIMU POTOPELEeTITOPOB, COMPOBOXKAAIONIEIICS ITOTepeil
3penusd [1]. HIC moryt MmanudectrupoBaTh B pa3HOM BO3pacTe,
a TakXe UMETb CXOXME TPU3HAKU U CUMIITOMBI, YTO 3aTPYAHSIET
paHHIo0 nuarHoctuky [2—3]. K passutuio HIAC npuBoast
mytauuu 6osee yeM B 300 renax. [TosiBeHue MaToreHeTUYECKU
obocHoBaHHOro cnoco6a neueHust H/1C, BeI3BaHHBIX OMaIesb-
HBIMM MyTaLIMSIMU BTeHe RPEGS, ctaBuT nepea orajabMoIoraMu
3a/1auy BbIIEJEHUSI UMEHHO 3THX (DPOPM HACJIeICTBEHHBIX MATO-
sioruii. B HacTosiiiee BpeMsl BbIAEISIOT ABe (DEHOTUMTUYECKUE
dopmbl HIIC, BeI3BaHHBIX OMAIICIbHBIMU MYTAllUSIMM B T€HE
RPE65: ayToCOMHO-PELIECCUBHBII M30JIMPOBAHHBII (HECUHIPO-
MaJibHbIN) TurMeHTHBIN petuHut (UI1P) 20-ro Tnma, KoTopslii
He SIBJISIETCSI CHMIITOMOM TOJIMOPTaHHOTO ITOPaXKEHUSI YeJIOBeKa,
U BpOXXIeHHBIN amaBpo3 Jledbepa (BAJI) 2-ro tuma.

B 2021 r. B P® co3znan ¢ponm «Kpyr mobpa» ajis moaaepkku
JIETEN C TSKEJIBIMU, XKU3HEYTPOXKAIOIIMMU U XPOHUUYECKUMU, B
TOM YHCJIe peIKUMU, 3a00neBanusaMu. B niose 2021 r. Ho3o10THs
HJIC uipenapaT BopeTUreH HellapBOBEK BKJIIOUEHBI B IIEPEYCHb
MEIULIMHCKOTO 00eCeYeHus 3a CUeT CPEeICTB JaHHOro (hoHa.
[Ipenapat nmpousBoauTcs B (popMe CYCIIEH3UU IJIsl CyOpeTH-
HajbHOTO BBeaeHus [2]. B 2021 r. B Poccun na 6aze HM UL I'b
uM. ['erpMronbua co3maH u cepTU(GUUUPOBAH CIIELIUATU3U -

POBAHHBIM IIEHTP TEHHOUW Tepamnuu, Ijie MepBbie TMalueHThI
yoKe TTOTYY MU JIeueHUe.

OpHako (aKTOpOM ycIieXa B MCITOJIb30BAHUM T€HHOU Te-
panuu (IpenapaToM BOPETUTEH HETAPBOBEK) SIBJISIETCST pAHHSIS
craaus 60Je3HU. DTOT aCTEKT aKTyaJleH B CBSI3U C T€M, UTO IO
Mepe TIPOrpeccUpoBaHsI HACIEACTBEHHOTO 3a00JeBaHMS TTPO-
HMCXOAUT TMOETh KJIETOK CETYAaTKU 3a CUeT HAKOIJIEHUS ITUTO-
TOKCUYECKUX METabOJIMTOB 3pUTeIbHOTO 1UKia. Ha mo3mHux
cTamusx 3ab0JeBaHUS XKM3HECITOCOOHBIX KIETOK CeTYaTKH
OoCTaeTcsl KpUTUYECKHU Majio, MO3TOMY NIpUMEHEHWe TeHHOM
Tepanuu Ik BOCCTAHOBJICHUS (DYHKIIMU TTOBPEXIEHHOTO TeHa
oymet HeadekTuBHO [4, 5]. MexXAUCUNIUIMHAPHBIA MOAXO,
TTO3BOJISIET CBOEBPEMEHHO YCTAHOBUTD KIIMHUKO-TEHETUIECKUI
BapuanT H/IC u HampaBuTh MameHTa Ha TApTeTHYIO TEPAIIIo.
AnropuT™M 0 TaIBMOJOIMYECKOro 00CIeI0BaHUS TTallMeHTOB,
y KoTophix npeanonaraerca HAC, nomkeH BKIOYaTh COBpe-
MeHHBbIe MHGOPMATUBHBIE MHCTPYMEHTAJbHBIE W 3JIEKTPO-
dusuonornueckue (DMU) MeTOmbI: ONTUUYECKYIO KOTEPEHTHYIO
tomorpaduio (OKT), OKT-aHruo, KUuHETUIECKYIO IEPUMETPUIO
(KIT), ayrodmoopecuenuuio (AD) ria3zHoro aHa, 3JeKTpO-
okynorpadpuio (D0I'), a Takke 00LIYyI0 U MyJIbTU(DOKATBHYIO
anekTpopetuHorpaduio (DPI). MonekynsipHo-reHeTUYeCKast
muarHoctuka HJC, BeI3BaHHBIX OMaUIeIbHBIMU MYTallUSIMU B
reHe RPE65, siBnsieTcst AByxaTanHo. [ eHeTUuecKast IMarHOCTUKA
TePBOTO 3Tara BKITIOYAeT MOKCK MaTOreHHbIX MyTalldii B TeHaX,
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CBSI3aHHBIX C pacCMaTPUMBAEMOM IaTOJOIME, METOIOM BbICO-
KompousBoauTeabHOro cekseHupoBaHusi (Next Generation
Sequencing, NGS). Ha BropoMm 3Tarie npoBOIUTCS ONpPeac/ICHUE
LIMC- ¥ TPAHCTIOJIOKEHUS ITap TeTePO3UTOTHBIX MyTallii METOIOM
npssMoro cekBeHupoBaHus no Canrepy. OHO SIBJISICTCS] BaTUIU-
pYIOLIMM U MOATBEPXKIaeT TO, YTO ObLIO OOHAPYKEHO METOIOM
NGS. Bropoii aTamn siBjisieTcst 00s13aTeIbHbIM ITPU ITOJIOXKUTEIEHOM
pe3yJIbTaTe epBOro 3Tara. TOT 3TAIl BKIIIOUACT TAKKE CeMEMHbII
cerperaliMOHHbIN aHaI13, IOMOTAIOIIMIA OIIpeIeIUTh OraLIe/b-
HOCTb Y MalIMEeHTa U MOATBEPAUTD 3T MYTAIIMU Y €70 POIUTENEH.

B cBsI3M ¢ BBIIEU3IOXKEHHBIM aKTyaau3alus padboTsl
no HJC npencrapiseTcsi BeCbMa 3HAYMMOM M HEOOXOIUMOIA.
11 mapta 2021 r. cocrosuics coBeT akcreptoB (CD) «Ilepcrek-
TUBbI reHHOH Tepanuu HIC, BbI3BaHHBIX OMalJIeIbHBIMU MyTa-
uusimu B reHe RPE65» (nmpenceaaTesin: TJaBHBII 0(DTaJIbMOJIOT
M3 P® akanemuk PAH B.B. HepoeB 1 riiaBHbIT MEAULIMHCKU I
reHeTuk M3 P® unen-kopp. PAH C.U. Kyues, moaepa-
TOp — TJIaBHBIN AeTckuii opranbMosior M3 P® npodeccop
JI.A. KatapruHa). B cooTBeTCTBUU C MPUHSTOU pe3oatonueit
CD [2] xi104eBbIMY HaIpaBICHUSIMU pabOThI, TPEOYIOILIMMU
KOHLEHTpAIMW YCUJIMI B pErMOHE, SIBJISIIOTCS:

*  HaJaXUBaHWE MEXIMCLIUILTMHAPHOTO B3aUMOIEHCTBUS
Mexy ohTaIbMOJIOraMU U TeHETUKAMM TSI OTTPeIeIEHUST aJITrO-
pUTMa 00CIeI0BaHUS MAlMEHTOB;

* BHEIPEHUE MOJIEKYISIPHO-TeHETUYECKOM TMarHOCTUKHI
B MIPAKTUKY Bpayeii-oTaabMoI0roB;

* cosnaHue (penepansbHbIX U pErMOHATbHBIX LIEHTPOB DKC-
MePTU3DI;

* pa3BUTHUE COTPYTHMUYECTBA BpaueOHOTO 1 MALIMEHTCKOTO
COOOIIIECTB;

* OpraHu3zalys MeXIMCUUITMHAPHBIX 00pa30BaTEIbHBIX
MEPONPUATUIA U1 Bpayeud.

C L1eJ1bI0 MCTIOJIHEH Y BbIILIETIePeUMCIEHHBIX TTOJIOKEHMIA, B
YaCTHOCTH, U151 OOCY:K/I€HUSI &ITOPUTMA IIPUHSITHS peLLieHU I TTPU
HC B pernone 16 okrsa6pst 2021 1. 6bUT0 OpraHM30BaHO 3aceJaHIe
MEXIMCIUIIMHApHOTO peruoHaibHoro CO CeBepo-3amnaaHoro
denepanbHoro okpyra PO (C3®0O) (npeacenaresib — IIaBHbIA
netckuii opraabmosior M3 PO B C3DO0, o. M. H. D. M. Caiinaiiiesa)
C yJacTHeM BCeX IJTaBHBIX IETCKUX O(DTATbMOJIOTOB CYyObEKTOB U
BeAyLIUX JeTcKuX opranbmosnoroB CankT-IletepOypra, MeIuIIMH-
CKMX F'€HETHKOB (helepaibHOTO M pETMOHATILHOTO YPOBHS, & TAKXKE
npeaceaaTesiss MexXpernoHaabHOM OOIIECTBEHHOM opraHu3alu
MOIEPKKU 1 TTOMOILHN MareHTaM «UTo0bl BUAETD) . OCHOBHBIMU
HanpapieHusiMU padoTsel CD C3DO cranu:

* omnpeleieHne peruoHcnenuduyecKkux ocooeHHoCTe i
pacrpenesieHust Ho30J0THYecKuX (hopM HacsieICTBEHHOM MaTo-
JIOTUM OpraHa 3peHuUsl ¥ TeHETMUECKUX BAPUAHTOB 3TOM IPYIIITbI
3a00JIeBaHMIA;

* aHaau3 (haKTUUECKOU CUTYalIMH MO BBISBICHUIO MallM-
enrtoB ¢ H/C;

* OIIEHKAa BO3MOXXHOCTEH KITMHUYECKOT0 1000CIeIOBAHUS
nanueHToB ¢ HIIC ¢ 1iesibio paHHEe [MarHoCTUKY 3a00J1¢BaH U

* OpraHu3alus MapuIpyTa naueHTa: oT KIMHUYECKOTro
K KJIMHUKO-TEeHETUUECKOMY TMarHo3y.

B pesyabraTte aHanmza (pakTUUEeCKOM CUTyallMy MO BbI-
sapieHnIo nmauueHToB ¢ HAC OblIM yCTaHOBJIEHBI TUITUYHbIC
MpooJeMbl O(PTATIbLMOJOTOB MEPBUYHOTO 3BEHA B OTHOIIEHUHU
JIMarHOCTUKHU TaHHO# Ho3osoruu B C3PO:

* HeaoCTaTOYHas MUH(MOPMUPOBAHHOCTh O(TAIbMOJIOTOB
B BOIpocax KJIMHUKU U quarHoctuku HIC;

* OTCYTCTBHME O0yYaIOIIMX HAyYHO-MPAKTUUYECKHUX MEPO-
npusituii mo reme HAC;

* HejocTaToyHoe ocHalleHue obopynoBanueM (OKT,
O®U u ap.) ¥ cneuuaInuCcTaMu, HeOOXOAMMBIMU TSI KOMIUIEKC-
Hoit nmarnoctuku HJAC;

* CJIOXXHOCTM B BepuUKallUK IMarHO3a;

* OTCYTCTBME B3aMMOJEHCTBUSI C IETCKUMU HEBPOJOTaMU
Y MEIULIMHCKMMMU TeHeTHKAMU;

* HEJOCTYITHOCTb WM HeoocTaTouHasi MHGOPMUPOBaH-
HOCTb O pecypcax MOJIEKYJISIPHO-TEHETUYECKOrO TECTUPOBAHUS
13-3a OTCYTCTBUSI Bpauyeil-reHeTMKOB U/WUIU MEIUKO-TeHETHYe-
CKHUX LIEHTPOB B 00JIbIIMHCTBE cyobekTOB C3DO;

* HM3Kas MOTUBalMS 0(DTATBLMOJOTOB U POAUTENEH Ma-
LIMEHTOB K ycTaHOBJAeHUIO nuarHo3a HJC BBUaY OTCYTCTBUS
53¢ GEeKTUBHON Teparuu.

YuuTeiBasi yKazaHHbIE CIOKHOCTH, — B MEPBYIO OUYepe/ib
B auarHoctuuyeckom mnpouecce HIAC, — cBsg3aHHbIe ¢ opra-
HHU3aluei paboThl Ha ypOBHE MEPBUYHOIO 3BeHA (OCHAILlEHUE
00opyaoBaHUEM, KaIpOBbIil pecypc u ap.) B cyobekTax C3DO,
JUTST ONTUMU3AllMM KauyeCcTBa M MOBBIIIEHUSI JOCTYITHOCTH
MEIULIMHCKONW MOMOIIY ObUIM YTBEPXKAEHBI PeTUOHAIbHbBIE
neHTpol 3kcnepTussl (PLID) HAC Ha 6a3e CII6 dununana
®OrAy HMUIL «MHTK "Mukpoxupyprus riaza" UM. aka.
C.H. ®enoposa» 1 opraabmonorudeckoit KiimHuku ®IbOY BO
«CI16 IT'TIMY», roe uMeloTcsl Bce TMarHoCTUYECKME BO3MOX-
HocTU (00OpynoBaHME 3KCIEPTHOTO Kjacca, IMOATOTOBJICH-
Hbl€ CTELMATNCThl) AJIs1 BBICOKOKAYeCTBEHHOIO 00Cen0Ba-
HUSI U KOPPEKTHOW €AMHON MHTEPNpeTaluy MOJyYeHHBIX
pe3yabTaToB. YuuThiBas (GeaepaibHblil YpOBEHb YUpexkie-
Huit, mauueHThl ¢ HAC 13 C3®O moryT ObITh HampaBlIeHbI
B pamkax OMC.

Pesynbratom aesireibHocTu PLID crana paspabotka, ogo-
OpeHue IKCIEPTOB U MpecTaBaeHUe MHGOPMAIIMOHHOTO MMChMa
(manee — IlucbMo) 1 Bpauyeid — I€TCKUX O(PTaabMOJIOTOB U
Bpaueii-reHeTuKoB cyobekToB C3MO P® 0 HeoOX0AMMOCTHU
MEXIUCIUIIIMHAPHOTO MOAX0/1a K AMAarHOCTUKE U JeTabHOM
MapuIpyTM3aluy NalueHTOB ¢ LeJblo 0003HAYeHUsI TPUOPH-
TETHOM POJIU MOJIEKY/ISIPHO-TEeHETUUECKUX MCCAeTOBAHUI TTPU
IUIaHUpoBaHUU JieueHus nauueHToB ¢ HAC. B yacTHOCTH,
ITucbMO comepKUT cenyIoNIre MOJOXEHMS.

1. Kputepuu ordbopa namueHToB 1 yyactus B | arame
MPOTPAMMBbI:

— I0JI03peHMue Ha ayTocoMHO-peneccuBHbI UITP wiun
BAJI — Hanuyve MUMHUMYM OIHOTO U3 MaXKOPHBIX CUMIITOMOB U
MUHUMYM OJTHOT'O U3 BCIIOMOTAaTeIbHBIX CUMIITOMOB AUCTPODUU:

— MadCOPHble CUMNMOMbL: HUKTATIOTIUS, XapaKTepU3YIOoIa-
SICS1 TOMCKOM MCTOYHMKA CBETA JIJIs1 TALIMEHTOB 110 3 JIET, HOUHOM
CJIeNOTOM NJIs1 MAallMeHTOB cTapiiie 3 JieT; yBeJudeHe BpeMeHU
TEMHOBOW aJanTaluu;

— CnOMO2amenbHble CUMNMOMbL: HUCTarM; HOPMaJibHOE
IJ1Ia3HOE THO MJIM HAJIMYMe XapaKTepHOTo TMepepacrpeneaeHus
MUTMEHTAa; PO30BbIii/HOPMAJbHBIN TUCK 3PUTEIBHOTO He-
pBa; HaJaM4ue IJI0CKOI/ yracaroleii/Hepeructpupyemoii DPT
(110 BO3MOKHOCTH);

— OTCYTCTBHE PaHEE YCTAHOBJIECHHOM T€HETUYECKOM TTpU-
YUHBI 3a00JIEBaHUS;

— OTCYTCTBME COITYTCTBYIOILEH COMATUYECKOM ITAaTOJIOTUN
(roTeps ciyxa, movyeyHasi HeJJoCTaTOYHOCTh, MOJTUAAKTUINS,
HapylIeHUe TICUXOMOTOPHOTO Pa3BUTHS U JIP.).

2. MapuipyTusauusi malMeHTOB JeTCKOro Bo3pacTa
(0—17 net) B C3PO PD:

— B perMoHe — THIaTeJbHOE KIMHUKO-(hYHKIIMOHAIBHOE
obcienoBaHue naureHTa ¢ nogo3perHueM Ha HJIC; KoHCynbTa-
LIMS1 Bpaya-reHeTUKa W JETCKOTO HEBPOJIOTa JUISl UCKITIOUEeHUS
CUHIIPOMAJIbHOW HACJIENCTBEHHOW MAaTOJOTMU; MEAUKO-TEHE-
TUYECKOe KOHCYJIbTUPOBAHUE CEMbU IO Pe3yjbTaTaM MOJEKY-
JISPHO-TEHETUYECKOI TMAarHOCTUKH;

— HanpasJieHMe (IJIaBHBIM AETCKUM O(TaIbMOJIOTOM) a-
ueHTa u3 peruoHa B onuH u3 PLID H/IC Ha 6a3e denepaibHbIX
MenuuHcKuX yupexaeHuit Cankr-Ilerepoypra (CI16 dunuan
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®rAyY HMUIL «<MHTK "Muxkpoxupyprusi riaza" uMm. akaji.
C.H. ®enopoa», DI'BOY BO «CI16 'TIMY>»): (pyHKIIMOHAJIb-
Hoe noob6caenoBanue (OKT, OKT-anruo, 9®U, AD u ap.)
1/WJIY KOHCYJIbTAllMsl CIIEMaIMCTOB; BKJIIOUEHHE B TPOTPaMMy
T€HETUYECKOM TMAarHOCTUKH 1LeJIEBBIX MAIMEHTOB TSI IPOXOXKIe-
HMSI MOJIEKYJISIPHO-TEHETUYEeCKOTOo 00C/IeIOBaHNsI; HAMpaBIeHe
Ha reHeTn4ecKkyto nuarHoctuky B ®I'BHY «MT'HLI».

3AK/IIOYEHUE

CyuTtaeMm, 4TO MPeICTaBICHHAsT OPraHU3alMOHHAs MOICITh
Mapipytuzanuu nanmeHTo ¢ HAC B C3PO Oynet criocobcTBO-
BaTh: ONTUMHU3ALNN TUATHOCTHIECKOTO MTPOILIECCa, MTOBBIIICHIIO
JIOCTYITHOCTH JUIsl TTAalMEHTOB MHHOBALIMOHHbBIX TEXHOJOTUI —
T€HHOM Teparnuu, CHUKEHUIO AETCKOI MHBAJTMTHOCTH IO 3pEHHUIO C
PaHHETo IETCTBA — W MOXKET OBITh UCITOJTb30BaHa B Ipyrux PO PO.
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