Touka 3peHus. Bocmok - 3anad. 2024;11(3): 63-68.
Point of view. East - West. 2024;11(3): 63-68.

CJIYYAU U3 NPAKTUKU
CASE REPORT

KnuHuveckul cnyqal

YAK617.735

DOI: https;//doi.org/10.25276/2410-1257-2024-3-63-68
© bapaHyukosa W.B., Kowenes N, 2024

KnuHunyeckum cnyyam npumeHeHna RPE65 reHo3aMecTuTeNIbHOM Tepanuu NauueHTy
C BPOX/AeHHbIM aMaBpo3om Jlebepa

W.B. bapaHunkoBa, .. Kowenes

Bcepocculickuli yeHmp enasHoli u npacmuyeckol xupypeuu @rb0Y «bawkupckuli eocydapcmseHHbIl MeQUYUHCKUU
yHugepcumem» MuH30pasa Poccuu, Y¢a, Poccus

PE®EPAT

BpoxaeHHbiit amaBpo3s JleGepa (BAJ1) - HacneacTBeHHas Anctpodus ceTyaTku, MaHUDECTUPYIOWas C POXKAEHUA UK PaHHe-
ro eTcKoro Bo3pacra. 3aboneBaHue XxapakTepn3yeTca OTCYTCTBMEM MW Pe3KUM YrHETEHNEM 3pUTENbHBIX BYHKLMIA C poxae-
HWA, HUCTarMoM. B cTaTbe npeacTaBneHo coCTofHNE M AMHAMUKa 3pUTeNbHbIX GyHKUMI naunenTa ¢ BAJT 2-ro Tvna, HauuHas
c Bo3pacta 1 roa v 2 MecsAua, ¢ leYeHNEeM B BUAE PeBACKYIAPU3aLMM XOPUOUAEUN 1 HEOAHOKPATHOMO peTpocKaeponaomMbu-
poBaHus obomx rnas c npuMeHeHuem Gronpenaparta «AnnonnaHT» [0 NpoBefeHUs reHozamectutenbHoi Tepanuu (M3T) B
Bo3pacrte 13 ner. [3T nocne cybpeTHanbHOro BBeAeHWs Npenapara BOpeTUreH HenapBoBeKc 6bina nposeseHa B MHTK «Mu-
Kpoxupyprus rnasa» (Mocksa). [lpuBeseHbl pe3ynbraTbl U3MepeHUs 0CTPOTbI 3pEHUA, 3NeKTPOpeTUHOrpadun N peructpa-
LMW 3pUTENbHbIX BbI3BAHHbIX MOTEHLMANO0B, @ TAKXKe XapaKTePUCTUKUN (VKCALMOHHBIX ABVKEHWIA ra3a. Yepes 6 mecAues
nocne 3T Habnoaanach NOAOKMTENbHAA AMHAMMKA, KOTOPAA BbIpaxanach B yBeJWYEHUN OCTPOTbI 3PEHUA, YTy LIEHUN Xa-
paKTepPMCTUK GUKCALMOHHbBIX ABUKEHWIA I1a3 1 NapaMeTpoB 3pUTENbHbIX BbI3BaHHbIX MOTEHLMAN0B Ha BenblwKy. O6cyxaa-
10TCA BOMPOCHI ANArHOCTUKM W TaKTUKMN BeJleHWNS NaLVNeHTOB C BPOXAEHHBIMW HAapyLLEHNAMU 3peHUA.

KnioueBble cnoBa: 8poxdeHHbIl amaspo3 Jlebepa, neyeHue, ducnepauposaHHbIl Guomamepuan «AnnonnaHmy, eeH RPE6S,
2eHo3aMecmumesibHAsA Mepanus, 8opemuaeH HeNapsoseK, 0CMPOMA 3peHUs, 3pUmesbHble 8bI38AHHbIE NOMEHYUAbI, /1eK-
mpopemuHo2paus, PUKCAYUOHHbIe 0BUXKEHUSA 2/1a3a
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Case report
A clinical case of the use of RPE65 gene replacement therapy
in a patient with Leber’'s amaurosis

L.V. Baranchikova, D.l. Koshelev
Russian Center for Eye and Plastic Surgery, Ufa, Russia

ABSTRACT

Leber congenital amaurosis (LCA) is a hereditary retinal dystrophy that manifests itself from birth or early childhood. The dis-
ease is characterized by the absence or sharp depression of visual functions from birth, nystagmus.

The article presents the state and dynamics of visual functions of a patient with LCA type 2, starting from the age of 1 year
and 2 months, with freatment in the form of choroidal revascularization and repeated retroscleroplasty of both eyes using
the biological drug «Alloplant» before gene replacement therapy (HRT) at the age of 13. Gene replacement therapy after sub-
refinal administration of the drug voretigene neparvovex was carried out at the Eye Microsurgery MNTK (Moscow). The re-
sults of measuring visual acuity, electroretinography and recording of visual evoked potentials, as well as characteristics of
fixation eye movements are presented. 6 months after HRT, positive dynamics were observed, which was expressed in an in-
crease in visual acuity, improvement in the characteristics of fixation eye movements and parameters of visual evoked poten-
tials for a flash. Issues of diagnosis and management tactics for patients with congenital visual impairments are discussed.
Key words: Leber congenital amaurosis, treatment, dispersed biomaterial «Alloplant», RPE65 gene, gene replacement thera-
py. voretigene neparvovec, visual acuity, visual evoked potentials, electroretinography, fixation eye movements
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BBEJEHWE

BpokaeHHBIA aMaBpO3 (YXYALIEHUE 3PDEHUA U €TO YTPa-
Ta 6€3 BUJUMBIX IPUYNH, OT I'PEY. «MAyPOC» — «TEMHBIIT»)
Jle6epa (BAJI) OTHOCHTCSI K HACJICACTBEHHBIM AUCTPOdU-
aMm ceryatku (HJC), ManudecTupyonmum ¢ poxaeHus Win
PaHHETO JETCKOI'O BO3pacTa. Briepsble 3a601€BaHNUE ObUIO
onucano Teogopom Jlebepom B 1869 1. Beneacrsue myrta-
LIMH I'€HA KIETOK CETYATKH, OTBEYAIONUX 34 IPOU3BOICTBO
POIONICUHA, OHU HAYUHAIOT OTMHUPATH, IIPU 3TOM yXy/IIe-
HHUE 3PUTEJIBHBIX (DYHKIIMIT (PUKCUPYETCA HA (POHE HEU3ME-
HEHHOTO 3PUTEIBHOIO HEPBA. MEIOTCA PA3TUYHBIE TUIIBI
HaCJIEJCTBEHHOT'O aMaBPO3d, YTO 3ABUCUT OT HAPYLIEHUI B
CTPYKTYPE T'€HOB, HO HAMOOJIEE YACTO AUATHOCTUPYEMBIM
SIBJISIETCS THII 2, OOYCIIOBJICHHBIN MyTAI[Uel reHa RPEGS Ha
IIEPBOM XPOMOCOME.

[l BAJI XapakTepHBI PAHHUE HAPYIICHUA 3PCHUS, HU-
CTArM, BAJIAS PEAKIIUA 3PAYKa HA CBET WJIM OTCYTCTBHE Ta-
KOBOH, OIYX/IAIOMUH B3IV, 4 TAKKE TSLKENAs TUCHYHK-
1y GOTOPELENTOPOB, IPUYEM IIPHU JAHHOM 320071€BAHUU
B MATOJIOTMYECKUH NMPOLIECC B MIEPBYIO OYEPE]b BOBJIEKA-
€TCSI MAJIOYKOBBIH AIIIapaT CETYATKU. [Ipu OPTATBMOCKO-
MU KAPTHUHA IJIA3HOTO JHA MOXET ObITh HUYEM HE IPU-
MEUaTe/bHa, OCOOEHHO Ha PAHHUX CTA/IUAX, WM MOXHO
Ha6I10/1aTh JIETKUE NPU3HAKU NATOJOIUH, TAKAE KAK MO-
HOTOHHOCTb 3PUTENIBHOIO HEPBA, KPAMYATOCTb CETUYATKU
U Cy’KEHHE COCYJOB. [T03K€ BO3ZMOKHO MOABIEHUE OTIIO-
JKEHMI MUTMEHTA B BUJE «KOCTHBIX TENEL» Ha epudepun
ceTyaTKu. BAJI MOKET OBITh N30JIMPOBAHHBIM 3200TIEBAHU-
€M I'J1a3 WX 9aCThIO CUHAPOMA, TAKOT'O KaK CMHpOM CeHm-
opa-JlokeHa, ’Ky6epa u p. B HacTosmMil MOMEHT CIIeIUa-
JIMCTAM U3BECTHBI CBbiLIe 80 MyTalui 3TOro reqa. I1o nan-
HBIM JIMTEPATYPBI PACIPOCTPAHEHHOCTb BAJI cocTaBisger
1 Ha 33 000—-80 000 HOBOPOXAECHHBIX, T.€. JAHHOE 320071€¢-
BAHUE ABJSCTCA YACTOU NPUYUHOU HACIEACTBEHHOU Clle-
TOTHI B fieTCTBE [1-3].

Jleuenune BAJI ocTaeTcst CJI0:KHOI 3a/1a4ei /11 Bpada-od-
TAJIbMOJIOTA B CBA3U C OTCYTCTBHEM /IO TOCIEJHETO BDEMEHU
[ATOI€HETUYECKOM Tepanuu. CUTyalns M3MEHMIACh B 2016
I, KOIJJa TTOSBUJINCH NIEPBBIE TIPEIBAPUTENBHBIC PE3YIIBTA-
TBI IPUMEHEHUS F'eHOo3aMecTuTenbHoI Tepanuu (I'3T) npu
HACJIE[ICTBEHHBIX JUCTPODUAX CETUATKH, BLI3BAHHBIX OHaJI-
JICIBHBIMU MYTAIIMSAME B reHe RPEGS, Hanipumep, BAJL 2-1o
trna (BAJI2). UsBecTHO, uTO 6€10K RPEGS pacrionoxkeH B
KJIETKAX MUTMEHTHOTO 3MUTEINS CETYATKH U KPUTHUECKU
BA’KEH JUISI HOPMAJIBHOTO (DYHKITMOHUPOBAHUSA 3PUTEIBHO-
ro nukia [4]. B 2017-2018 rr. nossuics oj00peHHbIit FDA
u EMA npernapar BOPETUI'€H HEMTAPBOBEK, B YACTHOCTH, pe-
KOMEH/IOBAHHBIN 14 Jiedenus BAJI2 [5].

JlanHbI nipenapaT (TOproBoe HaspaHUe «JIykcTypHa»)
3aPErUCTPUPOBAH B [OCYAAPCTBEHHOM PEECTPE JIEKAP-
CTBEHHBIX cpeacTs Poccmiickoint Pepepanun 20.04.2022
(JIIT-Ne(000712)-(PI-RU). B 2021 1. B Poccniickon depe-
pauuu co3gaH 6iarorBopuTenpbHbeln Gonpa «Kpyr nqobpa»
JUTSL TIO/IJIEPSKKU JIETEH C JKU3HEYI'POKAIOIMUMU U XPOHUYE-
CKUMH 3200JIEBAHUSIMHU, B TOM YHCJIE PEAKUMU (Op(aHHBI-
Mu). B mrone 2021 1. HO30JI0THS «HACIEACTBEHHAS TUCTPO-
(U CETUATKH, CBA3AHHASA C OMAUICTIBHBIMUA MyTAlIUSIMU B
rere RPEGS» i Tiperiapat BOPETUIEH HETAPBOBEK BKIIOYCHDI
B [IEPEYEHD MEJUIIMHCKOTO OOECIIEUEHHUs 32 CUET CPEJICTB
JaHHOTO (poH/A. B HacTosIIEE BpeMs OITyOINKOBAHBI ITEP-

U.B. Bapanuurxosa, /].1. Kowenes

BBIE PE3Y/IBTATHI IPUMEHEHUA JAHHOTO TPENapaTa y maru-
enToB B Poccuiickoit ®egepanyu [6-8).

LLENb

[IpeacTaBuTh pEeAKUN KIMHUYECKUN Cy4ald MMalueHTa
¢ BAJI2, koTopomy 6bU1a IPOBEJIEHO PETPOCKIEPOIIIOMOU-
posanue (PCII) ¢ uCIIoNb30BAHUEM IIPENAPATA «AJUIOIIAHT>
u nocneayomas I'3T npenapatoM BOPETUTEH HENTAPBOBEK.

MATEPUAJl U METO/bI

[Tox HabMIOAEHUEM HAXOJWICS MauueHT E., KOTOphIH
BIICPBBIC MOCTYIMI BO BCepoCCHMCKUI LIEHTD TTIA3HOM U
mactTudecko xupypruu (BUITIX) B 2010 1. B BO3pacre 1
TOJ1 2 MECAIIEB C XKATOOAMU POJJUTENEN HA OTCYTCTBHUE Y pe-
6GEHKA IIPEJMETHOIO 3DCHUSL.

M3 KOMIUIEKCHOTO O(TaJIbMOJIOIMYECKOIO 00CIej0Ba-
HMS NAIUEHTY B pa3Hble CPOKU HAOIIOAEHUA TPOBOJUINCD
Buzomerpus no Tadnunam H.C. Opnosoit u AJl. CuslLiesa,
GMOMMKPOCKOIHNA, NPAMAA OPTATbMOCKONHSA C UCIIOIb30-
BaHHeM eneBort maMnel Xcel-250 Reichert (CHIA) u BBICO-
KOJMONTPUNHBIX JIUH3 (78, 90 aurp/l), OnTHYECKasA Kore-
penTHas Tomorpadus (OKT) 3agHero cermeHTa r71a3a ¢ mo-
mompio npudopa CIRRUS HD OCT 5000 (Carl Zeiss, Iepma-
HUA) U U3MEPEHUE TTOJICH 3peHUs 110 TonpaMany. DJIEKTPO-
(pusnoNOrNIECKrEe NCCIEA0BAHNA BKIIOYAIHA PETUCTPALUIO
o61Ien 3MeKTPOPpeTHHOTrPaMMbl (DPIY) M 3PUTENBLHBIX BbI-
3BAHHBIX NOTEHIMANIOB (3BIT) Ha BCIBIMIKY M MMAXMATHBIA
obpamaeMblil TaATTEPH HA 3MeKTpoHerpoMuorpade «Hei-
po-MBII-4» («Heripocodt», Poccus).

PE3YJIbTATbI U OBCYXXAEHUE

V3 aHamMHe32: PeOCHOK OT I1EPBOI GEPEMEHHOCTH, AKY-
HIEPCKUH AHAMHE3 HE OTAIOIIEH, HEOHATAIBHBIA IIEPUO/,
6e3 0cob6eHHOCTEN. POIUTENN KIMHUYECKU 3/J0POBBIL, POJI-
HBIX 6PATBEB U CECTEP HA MOMEHT OOpPaIeHUA HE ObUIO (Ha
HAIIl B3IJISIT, YMECTHO 3[ICCh OY/IET CKA3aTh, YTO Yepe3 6 JIeT B
CEMBE POJIUIICS BTOPOI PEOEHOK — IEBOYKA, Y KOTOPOU TaK-
JK€ JUATHOCTUPOBAH BAJT). COMATUYECKUN CTATYC: THII TE-
JIOCJIO’KEHHSA HOPMOCTEHUYECKUH. TIpy OCMOTpE OPraHoB
OIOPHO-/IBUT'ATEIBHOM CUCTEMBI, CUCTEMBI KPOBOOOpaIlie-
HUsI, HEBPOJIOTHUUECKON U MOYEIOJOBON CUCTEM MATOJIO-
IMYECKUX U3MEHEHUI HE BBIABIECHO. CIyX B HOpME. BCKo-
pe IOCIe POKACHUA MAIBYUKA POJAUTENN OOPATHUIA BHUMA-
HHE HA OTCYTCTBUE Y HET'O IIPEJIMETHOI'O 3PEHUS M YCHIICHHE
HENPOU3BOJBHBIX JIBJKEHUI 11a3. [I0 MECTy JKUTEIbCTBA
(MaragaHckast 061aCTh) peb6EHKY ObUI BBICTABJIEH JIMAIHO3
— aTpOo(us 3pUTEIBHOI'O HEPBA, HUCTATM HESICHOTO I'€HE34.

[Ipy NEPBUYHOM OCMOTPE BPadOM-OPTAIBMOIOIOM
B BIITIX 6BIIO YCTAHOBJIEHO, UTO PEOEHOK HE CIEIUT 34
[IPE/IMETOM IJ1A3aMHU 1 JINIIb KPATKOBPEMEHHO (PUKCHPYET
HMCTOYHUK CBETA HA OYEHD OJIM3KOM paccTOsIHUM. IIpr ocMo-
Tpe obpaian Ha ce6s1 BHUMAHNUE TOPU3OHTAIBLHBINA CPEJIHE-
pa3mMamucTeii HUCcTarm. O6a ri1a3a 6bUIH CIOKONHBIMH, T1€-
PERHUI OTPE3OK — 6€3 OCOOEHHOCTEN, ONITUYECKUE CPEJIbI
NpOo3pavHble. [TTa3HOE AHO: IUCKU 3PUTEIBHOTO HEPBA IPHU
O(PTaIBMOCKOIINH BBITIS/ICTHN TIO/TYEPKHYTO MOHOTOHHBIMHU
PO30BATOIO LIBETA C YETKUMU KOHTYPAMHU, COCY/IbI CETYAT-
KM OBUIM HE3HAYUTEIBHO CY)KEHBI, MAJIOKPOBHBI, MAKYJISP-
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Has 30Ha craaxena. OHAKO B 11EJIOM CETYATKA Obl1a 6€3 sAB-
HOW, BUITUMOMU MATOJIOTUH.

V pebenka 6bulta BBIABIEHA I'MIIEPMETPOINA BBICOKOHU
CTENEHNU C ACTUTMATU3MOM. I yTOYHEHUsA CTENIEHU Ha-
PYIIECHUA 3PUTEIBHBIX (PYHKIIUH, PeOCHKY OblIa HA3HAYE-
Ha ¥ IIpoBejieHa peructpanys 3BI1 HA BCIBIIEYHBIN CTU-
MyJ1. B pesynsrare ucciaeoBanus ObUId 3aPETUCTPHUPOBAHEBI
ycronuusble 3Bl 3HAYMTEIbHO CHUKEHHOM AMIUIATY/IbL, KO-
TOpas cocTasisia 5—10% OTHOCUTENIBHO BO3PACTHOU HOP-
MbL. OCHOBHOI KOMIUIEKC OTBETA XAPAKTEPU3OBAJICA yBE-
JIMYEHHON JTATEHTHOCTBIO HAa 30—50 MC M CIVIA’KEHHOCTBIO
MO3JHUX KOMIIOHEHTOB. DTO YKA3bIBAJIO HA 3HAYNUTEIBHOE
Hapyuenue (PyHKIMI 3PUTENBHOTO aHATN3ATOPA U CYIIle-
CTBEHHYIO 3a/I€EPKKY (DOPMUPOBAHUA KOPKOBBIX ACCOIUA-
TUBHBIX CBA3E€U 3PUTENBLHON KOPBL BhIABIEHHbBIE AMIUIATY/]-
HO-BPEMEHHBIE TapaMeTprl 3BIT Ha BCIBIIKY C OIHOM CTO-
POHBI COOTBETCTBOBAIN YPOBHIO 3PUTEIBHOTO MOBEJCHUS
pebeHKa, a C IPYION — yKa3bIBaIM HA IOTEHIINAIBHYIO BO3-
MOKHOCTD PA3BUTHA 3PUTEAbHBIX (DYHKITNI, TAK KaK U3 (PO-
HOBOH aKTUBHOCTHU MO3I'd BBIIE/IAICA YCTOMYUBBIN OTBET HA
CBETOBYIO CTUMYJIALIUIO.

VYUTBIBASA HECOOTBETCTBUE IIO CYMECTBY OTCYTCTBYIO-
IMUX BUJUMBIX U3MEHCHUI 3PUTEIBHOTO HEPBA U CETYAT-
KM 3HAYUTEIbHOMY HAPYUIEHUIO 3PUTEIbHBIX (DYHKITUM, B
TOM YHCJIE 10 JTAHHBIM 3JIEKTPOPU3NOIOTHIECKOTO 06CIe-
JIOBaHUsA, peOEHKY ObUI BBICTABJIEH JUArHO3 BAJL.

[MpruHUMAas BO BHUMAHHE HAJIMYUE YCTOMYHUBOI'O KOPKO-
BOT'O OTBETA, OBUIO NPUHATO PEMEHUE O CTUMY/IALINH (PYHK-
IIMOHAJIBHOM AKTUBHOCTH CETYATKU C IIOMOIIBIO MAJIONH-
BA3MBHOI'O OIIEPATUBHOIO BMemareabcTsa — PCIT pucnep-
IMPOBAHHBIM OHOMATEPUAJIOM «AJIJIOIIAHT> HA 064 I1a3a.
Kpome Toro, poaurenam O6bUI0O pEKOMEH/IOBAHO HE 00Opa-
IATBCA C PEGEHKOM KaK C IOJHOCTBIO CJIENBIM, 4 UCIIOJIb-
30BATb BO3MOKHOCTH JIJI1 PA3BUTUA NPEATIOIOKUTEILHO
HUMEIOIIETOCA y PeO6EHKA 3pCHMUS.

Yepes 2—-3 mecsia moce rnepsoix oneparui PCIT ¢ 6uo-
MaTEPUAIOM «AJIJIOIIAHT> POJUTETN OTMETUIIN IOABICHUE
Yy MaJIbYMKA IPEJMETHOT'O 3PEHUA HA OYEHD OJU3KOM paC-
CTOAHUHU (HA PACCTOAHUU NpUMepPHO 10-15 cM), 9TO OT-
Pa’KaJIOCh B CIIOCOOHOCTU PEOEHKA HE TOJBKO CJIEIUTD 34
UTPYIIKAMHU, HO U TAHYTBCSA PYYKAMH K HUM. YUHUTHIBASA I10-
JIOKUTENIBHYIO IMHAMUKY 3PUTEIbHBIX (DYHKIIUI, OBLIO IPU-
HATO PEIIEHHUE IIPOAO/LKUTD YKa3aHHOE JIeYeHUE. B nocie-
JYIOIIEM MAIJUEHT B TEUEHME NIEPBLIX 2 JIET 4 pa3a B roj, Ipo-
xoaui sieuenue B BUTTIX, rae emy Kakaple 3 MecsIa po-
Boaunuch onepanuu PCIT ¢ npumenenneM 6uomarepuana
«AJJIOTUTAHT», 3ATEM YHCIO PETPOCKICPONIOMOUPOBAHUMI
OBUIO YMEHBIIICHO JIO 2 Pa3 B TO/I.

B 4 rona ocrpora 3penust no Tadnuie H.C. OpioBoit y
rmauuenTa cocrasiana 0,03 na npaspii 11a3 v 0,07 Ha JIEBBIA.
B Bo3pacre 4 sieT (Ha IPaBOM I1a3y) M 5 JIET (Ha JIEBOM IJIa-
3y) MAIMEHTY NOCIENOBATENBHO ObIIM IPOBEAEHDI ONEPa-
LIMN 110 PEBACKYIAPUZANUNA XOPHUOUACHU CIICIIMATIBHO Pa3-
PaboTaHHBIM 6MOMATEPUAIOM «AJUIOTUIAHT» (CTIOCOOCTBYET
YIYYIIEHUIO KDOBOOOPAIIEHHS, AKTUBU3UPYS AHTUOTECHES U
CTUMYJIUPYS PEBACKYIAPUIUPYIOMUN 3(PPEKT IPU XUPYP-
IMYECKOM JIEYEHUHM COCYJUCTBIX U AUCTPOPUIECKUX 3260-
JIEBAHUM CETYATKHM) HA 064 171a3a [9]. IIpu 9TOM yXKe CIIyCTs
[IOJITO/IA TIAITUEHT MIPOIOJIKIII PEIY/SIPHO KAXKAbIE 6 MeCs-
11€B [1OJIy4aTh ONEpaTUBHOE TeueHue B Bujie PCII c 6uomare-
pUAIOM «AJUIOIIAHT>. [TOC/IE PEBACKYIAPU3UPYIONUX OIIE-

panuii 1 Ha poHe peryasipHo nposoauMbix PCII, octpora
3pEHM Y2KE Yepe3 ol ITOBLICKHIIACH 4O 0,1 HA IIPABLIN V143 U
0,2 na nesbiri o Tabaune H.C. OpnoBoit, B uTore K 12-setHe-
My BO3PACTHOMY IIPOMEKYTKY OCTPOTA 3pEHNA Ha 004 IJ1a-
3a ¢ Koppekinuet focturna 0,4 o Taénaure I.A. Cusiiesa.

B 2020 r. mariueHTy 651710 TPOBEAEHO KOMITIEKCHOE UC-
CJIEIOBAHUE 3PUTENbHBIX (PYHKIIUHI C perucrpanueit 3BII
Ha BCIBIIIKY U OOPANIAEMBIH MIAXMATHBIN NATTEPH, 4 TAKXKE
OPT. BbuM 3apETUCTPUPOBAHDI (DUKCAIIMOHHBIE JIBUIKEHUSA
rinasa. Knunuyeckas pedpakiuusa — THIEPMETPONUA CPEN-
HEU CTEIICHHU, CJIOKHBIM T'MIIEPMETPOIMYCCKUN ACTUTMA-
T13M: OD — sph +3,2 5amrp cyl. +3,0 arrrp ax 98° u OS — sph
+3,0 aorp cyl. +2,0 arrrp ax 96°. Ocrpora 3peHus 63 Kop-
pexunu cocrasisia 0,2 u 0,1 HA IPABBII U JIEBBIX 17143 CO-
OTBETCTBEHHO, 4 MAKCUMAJIbHASA KODPUTHPOBAHHAA OCTPO-
Ta 3penus — 0,3 u 0,4 no Tabnuue JI.A. Cusuesa. [lepeane-3a-
guun pasmep (I130) npasoro rinasa cocrasasan 20,35 MM 1
J1eBOro — 20,22 MM. 3HAYEHHME TTOPOTA ANEKTPUIECKOM YyB-
CTBUTEIBHOCTU OIPEAEIUTD HE YAAIOCH — MAIJUEHT HE 00-
HaPYKUBAJ ANEKTPOPOCPEH IPU MAKCUMAJIBHBIX 3HAYEHU -
X TOKA IpUbopa.

[Ipn perucTpanyy BEI3BAHHOM 3JIEKTPUYECKOM AKTHB-
HOCTHU ceTyaTKu OPT oTcyrcrBoBana, 3BI1 Ha o6pamniaeMbIin
IIAXMATHBIN MATTEPH HE BBIJICISIINCH U3 (POHOBOU AKTHUB-
HOCTH MO3ra, 3BI1 Ha BCIBIMIKY OBIIM PE3KO CHUKEHBDI 110
AMIUIMTY/IE U XaPAKTEPUZOBAINCH YBETUYEHHOM JIATEHTHO-
CTBIO OCHOBHBIX KOMIIOHEHTOB OTBETA (puc. 1 a).

Jannaa 371eKTpOPU3NONIOTUYECKAA KAPTUHA COOTBET-
CTBOBAJIA KJIMHHUKO-AUATHOCTUYECKON XAPAKTEPUCTUKE
BAJI[10, 11]. HeBo3MOKHOCTD BblJieneHns 3BIT Ha o6parma-
€MBII1 TaTTEPH, HECMOTPs HA JOCTATOYHO BBICOKYIO OCTPO-
Ty 3pEHUSA, BEPOATHO, OIIPEAENATACh OTHOCUTENIBHO HECTA-
OMIBHOU (PUKCALIMEN U HUCTATMONIOAOOHBIMU JBHKCHUS -
MU 171432 (puc. 1 6). U3BECTHO, 4TO Y NALUEHTOB C HUCTAT-
MOM CJIOKHO BbiiessaeTca 3BIT Ha maTTepH U it OObEKTUB-
HOI'O MOHUTOPUHTA LEHTPATBHOI'O 3PEHU JIYYIIE UCTIOIb-
30BaTh PETUCTPALIUIO (PUKCAIMOHHBIX JIBUPKEHUH 171433, TEC-
HO CBA3AHHBIX C OCTPOTOM 3peHus [12]. Cieayer CKas3aTh,
YTO HEOAHOKPATHBIE ITONBITKHU BBITOIHUATD y pebeHka OKT
C IOCTATOYHBIM KA4€CTBOM M IIEPUMETPHUIO, K COKAIEHHUIO,
HE YBEHYJIUCH YCIIEXOM BCJIEACTBHUE HECTAOWIBHON (DUK-
CaIy ¥ HUCTArMa.

B 2022 r. npu reHeTHYECKOM 06C/IE/IOBAHUN Y pebeHKA
6bLTA BBISIBIICHA OUAJUICIbHASI MYTAIHS B TeHE RPEGS, U JTaH-
HbIE TAEeHTA E. 6bUIM OTIIPABIIEHBI B IPOTPAMMY 1O OTHO-
py nauueHTos Ha [3T.

Becnon 2023 r. manmenT 6bUT mpoonepupoBaH B PTAY
«HMHUIL] MHTK «Mukpoxupyprus riaza» um. akaza. C.H. @e-
JopoBa» Mun3szapasa Poccuu B Mockse. IIposesieHo cybpe-
TUHAJBbHOE BBEJECHUE I'€HHOI'O MPENApaTa BOPETUTEH HE-
IIAPBOBEK C NIPE/IBAPUTEILHON MUKPOUHBA3UBHOM BUTPIK-
ToMHEN 25Ga M MEMOPAHONIMIMHIOM. B pannem nocneone-
PallMOHHOM IIEPHOJIE y ManueHTa E. Habmo1amace BpeMeH-
Has BHYTPHIVIA3HAA I'MIIEPTEH3MUs, KOTOPAs ObliIa KYIIUPO-
BaHA MEIUKAMEHTO3HO. /labHeree HabI0/IeHHE MTallueHT
IIPOXOJHUJI IIO MECTY KUTENLCTBA U B BLTTIX B Vpe.

B centsabpe 2023 r, T.e. 4yepe3 NPUMEPHO MOITOJA MO-
cne nposeaenusa 3T ocTpora 3pennsa 6€3 KOPPEKIINH Y Ta-
ueHTa cocTasnsana 0,3, a MAKCUMaIbHAsI KOPPUTUPOBAH-
Has ocTpora 3penus (pedpakiusa: OD — sph +3,75 anrp cyl.
+2,0 grrrp ax 96° u OS — sph +3,75 anrp cyl. +1,5 arrp ax 93°)

TOYKA 3PEHNA. BOCTOK - 3AMAJ - POINT OF VIEW. EAST - WEST- Ne 3 - 2024 65



CNYYAWU U3 MPAKTUKU

CASE REPORT U.B. Bapanuurxosa, /].1. Kowenes

200 250 300 350 400

100

150 450 500 |

50 mMc S mxB

me
LNt . . .
NPaEeLIA 5 MC

p2. ATy -

neseIn 5 MC
1ry '

Puc. 1. Naument E, 11 net ¢ BAJ1 2-ro Tvna nocne peBackynspusauun xoprongen (6 net Hasag), HaxoaAWNicA Ha perynapHoM neveHuu nytem PCIT auc-
neprupoBaHHbIM Gromatepuanom «Annonnam. a - 3Bl Ha BenbiwKy. BBepxy ykasaHbl BpeMeHHas WKana (Mc), B BepxHeM npaBoM yray - MacwTab amniu-
TYAHO-BpeMeHHbIX napameTpos 3BI1, cnpaBa 0T KpMBbIX = CTOPOHA W YAaCTOTa CTUMYNALMN, ANUTENbHOCTb BCMbIWKW; 6 — UKCALIMOHHbBIE ABUXEHUA NPaBOro
rnasa. Beepxy noka3saH pa3Gpoc nonoxeHuii rmasa u Macwitad, B LIeHTpe pUCyHKa yKazaH NPOLLeHT NONOXeHW ra3a B npedenax 4 LeHTpanbHbIX rpajsycos.
BHu3y npuBeaeH npodunb ABWKEHWI ra3a 1 BpeMeHHas WKana (c).

Fig. 1. Patient E,, 11 years old with Leber congenital amaurosis type 2 after choroidal revascularisation (6 years ago) and under regular treatment by retroscle-
rofilling with dispersed biomaterial «Alloplant». a - flash of visual evoked potentials of The time scale (ms) is indicated at the top, the scale of amplitude-tem-
poral parameters of visual evoked potentials is in the upper right corner, the side and frequency of stimulation, flash duration are to the right of the curves; b
- fixation movements of the right eye. The scatter of eye positions and scale are shown at the top, the percentage of eye positions within 4 central degrees is
shown in the center of the figure. The botfom shows the profile of eye movements and the time scale (s).
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Pue. 2. Tot xe nauueHT B 13 net, yepes 6 mecaues nocne nposesenns I3T. a - 3BIN Ha BcnbIwKy. BBepxy ykasaHbl BpeMeHHas LWKana (Mc), B BepxHeM npa-
BOM yrfly - MaclwTab aMnanTyaHo-BpeMeHHbIX napameTpoB 3BI, cnpaBa 0T KpKBbIX - CTOPOHA U YACTOTa CTUMYAALMW, ATUTENBHOCTb BCMbIWKY; 6 - BnKca-
LMOHHbIE IBMXXeHUA NpaBoro rna3sa. Beepxy nokasax pa3bpoc nonoxeHuii rasa v MaclwTab, B LEHTPe PUCYHKa yKa3aH NPOLLeHT NONOXeHUI rasa B npeae-
nax 4 LeHTpanbHbIX rpasycoB, BHU3Y NpuBejeH Npodunb ABWKEHWI rNa3a v BpeMeHHas WKana (c).

Fig. 2. Same patient (13 year old), 6 months after hormone replacement therapy. a - flash of visual evoked potentials. The time scale (ms) is indicated at the
top, the scale of the amplitude-temporal parameters of visual evoked potentials is in the upper right corner, the side and frequency of stimulation and flash
duration are fo the right of the curves; b - fixation movements of the right eye. The scatter of eye positions and scale are shown at the top, the percentage of
eye positions within 4 central degrees is shown in the centre of the figure, the profile of eye movements and the time scale (sec) are at the bottom.

6b11a paBHa 0,5 HA 062 171232, AHAIN3 (PUKCALIMOHHBIX JIBU-
JKEHMI 17143 TAKKE BBIABUI ITOJIOKHUTEIBHYIO JTUHAMUKY, KO-
TOPAs BBIPAXKAIACH B ITOBBIIIEHUH CTAOUIBHOCTH (PUKCAITUN
Y YMEHBIICHUU AMIUINTY bl (PUKCAIIMOHHBIX MUKPOCAKKA/l
(puc. 2 6). Kpome 1010, B Ipoduie (pUKCAIMOHHBIX IBUKE-
HUI 171232 TIOSBUWJIMCH PUTMUYECKUE MUKPO/IBUKEHUS, KO-
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TOPBIE MOKHO PACCMATPUBATD KAK CBUAETENBCTBO YIIydlIe-
HHA CKOOPJUHUPOBAHHOM PabOThI CEHCOPHBIX U ITIA30/1BU-
raTeJbHBIX MEXAaHU3MOB [12]. Takum 06pa3oM, oJydeHHbIE
HAMH B 3TOM HUCCJIC/IOBAHUH JIAHHBIE, COBIA/IAIOT C PE3YJIb-
TATAMM JUHAMUKU 3PUTEIbHBIX (PYHKIUI Y JETEH C yJIydIie-
HHEM IToKazarenei pukcarnyu nocne I'3T [7].
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VayuiieHue (pUKCaIuy MO3BOJINIO HAM C HAZIEXK/I0U Ha
IIOJIOKUTEIBHBIM PE3YIBTAT €IIE Pa3 OCYIIECTBUTD IIPOBE-
nenne OKT ¢ 4oCTaTOYHBIM KaueCTBOM. OZJTHAKO, HECMOTPS
HA MTOJIOKUTENIBHYIO IMHAMUKY OCTPOTHI 3pDEHUA U (PUKCA-
LIMOHHBIX JBMKECHNH 171233, 3BT Ha 06palaeMpli NATTEPH,
KAaK U PAHBIIE HE BBICJIUIMCh U3 (POHOBOM AKTHUBHOCTU MO3-
ra. Bo3MOXHO, YTO CMUHXPOHHU3AIIU KOPKOBOI'O OTBETA ME-
rasa oo1as HECTAaOWIbHOCTD ABUKEHUH 171434 B IIPOLIECCE
perucrpanuu 3BIL

A BoT 3BII Ha BCIIBIIKY IEMOHCTPUPOBAJIN ITOJIOKATEIb-
HYIO JUHAMHUKY AMIUTUTYJHO-BPEMEHHBIX TAPAMETPOB OC-
HOBHBIX KOMIIOHEHTOB OTBETA (puc. 2 a). [Ipu cpaBHEHUN
pe3ynsratos peructpaiuy 3BI1 Ha BCIIBIIIKY, 06paIiato Ha
ce6s1 BHUMAHUE COKPAIEHUE JIATEHTHOCTH KOMIIOHEHTOB
OCHOBHOTI'O KOMIIJIEKCA OTBETA HAa 10—20 MC, a TAKKE yBEIN-
YEHUE AKTUBHOCTH ACCOIIMATUBHBIX KOPKOBBIX OOJIACTEN,
4TO OTPAXKANIOCH B YBEJIMYCHUHN AMIUIMTYZBI IIO3JHUX KOM-
MMOHEHTOB 3BIT. MEXXOKYIAPHOE B3AMMOECUCTBUE OCYIIECT-
BJISIJIOCH IPU JIOMUHHUPOBAHUM AKTUBHOCTH IIPABOTO IJIa-
34, UTO COIVIACYETCS C JAHHBIMU, ITOJIy4YEHHBIMU B PE3Y/IBT4-
T€ PErUCTPALMU (PUKCALMOHHBIX ABMKEHUN I71a3a. YTO Ka-
caetcsa obmert OPT, To OHA, Kak U /10 JieueHus, 6bl1a Hepe-
TUCTPUPYEMOT.

[TonpITKA M3MEPEHUA CBETOBOW YYyBCTBUTEJIBHOCTH
LIEHTPAIBHOTO I0JIS 3DEHHUS HE YBEHYAIACh YCIIEXOM M3-3a
OOJIBIIOTO KOJMYECTBA JIOKHOIIOJIOKUTEIBHBIX U JIOKHOOT-
PHULIATENBHBIX OMIMOOK. TeM He MeHee CyO'bEKTUBHO pebe-
HOK OTMeYaJs yJIy4dIIeHHuEe CyMepEeYHOoro 3penus nocnue I'3T,
4TO MOJATBEPKAAIOCh U3MEHEHUEM MTOBEACHUSA IIPU HEJO-
CTATOYHOI OCBEIECHHOCTH.

VauTeiBas HE6OIBINION Cpok ntocse I'3T, 1e1aTh OKOHYA-
TEJIbHBIC BBIBOJIBI O CTENEHU 3(P(PEKTUBHOCTHU MPOBEJICH-
HOM onepauuu eme pano. OJHAKO, yYUTBIBAs BBIIIEIPHUBE-
JIEHHYIO TIOJIOKUTEIBHYIO IMHAMUKY YKA3aHHBIX IIOKA34Te-
JIEN, MOKHO OXKMAATH JAJBHEHUIICTO YAYUYIICHUSA 3PUTEIb-
HBIX (DYHKIUIL.

XoyeTcs TakKe OTMETUTh, YTO MOSIBJICHUE U PA3BUTHE
I'3T BHOCHUT CYIIECTBEHHBIE KOPPEKTUBBI B TAKTUKY BE/ICHUS
JIETEN C BPOKIECHHBIMU HAPYIIEHUAMU 3pEHUSA. B mepsyo
odepeib ITO KACAETCA BOIIPOCA KAYECTBEHHON pAHHEN 11a-
THOCTHUKH 3PUTEIBHBIX HAPYIICHUH Y IETEH 10 TOAA. B X0z1€e
TAKOHN JIMAarHOCTHUKH, GE3YCIOBHO, HEOOXOAUMO aKTUBHOE
HCIIOJIb30BAHUE AIEKTPOPU3NOIOTUYECKHUX METO/IOB HC-
CJIEJJOBAHUS, MO3BOJISIIONUX OLIEHUTh CTENEHb U YPOBEHD
HapYIIEHUA 3PUTENbHBIX (PyHKUMIL. Kpome Toro, npu no-
JIO3PEHUHU HA HACIEACTBEHHYIO TUCTPOPUIO CETYATKH, HE-
O06XO/IUM I'€HETUYCCKUI aHAIN3, TO3BOJIAIONUHI YTOUHUTD
KIMHUKO-TEHETHUYECKYIO (POpMY 32607€BAHUS. YUUTHIBAS
OypHOE Pa3BUTHE KOPKOBBIX (PYHKIIUII B 3TOM BO3PACTE,
IIPOCTOM KOHCTATALIUU (PAKTA BPOKJEHHOTO 3PUTEIBHOIO
HAPYUIEHUS HEJJOCTATOYHO, TAK KAK HA OITMCBIBAEMOM BBIIIIE
IIPUMEPE MBI BUJIUM, YTO, HECMOTPS HA 3HAYUTEIBHOE YI-
HETEHHUE 3PUTENBHBIX (DYHKIINH, CYIIECTBYET BO3MOKHOCTD
CTUMYJIUPOBATDL UX PA3BUTHE.

3AKNNIOYEHUE

Takum 06pa3oM, MOJYYEHHBIE HAMU JAHHBIE YKA3bI-
BAIOT HE TOJIbKO HA TOJIOKUTEIBHYIO JUHAMUKY 3PUTEb-
HBIX (PYHKUIMI nanueHTa nocie I'3T, HO U ABIAIOTCA IpU-
MEPOM YAAYHOT'O €€ COYETAHUS C IPUMEHEHHEM OGUOMATE-

puana «ANomIanT». VAUTBIBASI BO3PACT NAIUEHTA, HEOOIb-
IIOM CPOK MOCJIE ONEPALIUU U HEJJOCTATOUYHOE BPEMS IS
IIOJIHOTO COTJIACOBAHMS PA3JIHUYHBIX CTPYKTYP, IPUHUMA-
IOIUX YYACTUE B OOECIIEYEHNUH 3PUTEIBHOTO MPOIIECCA Ha
HOBOM (PYHKIIMOHAJIBHOM YPOBHE, MOKHO OXHUJATb JaTb-
HEHNIIEN MOMOKUTETbHON JUHAMUKHN 3PUTEIBHBIX (DYHKITH.
Jl1s1 peanu3anyiu NOoTEHITUAIbHBIX BO3MOKHOCTEH pebeHKa
C BPOXK/JJEHHOM MTATOJIOTHEN 3PUTEIBHON CUCTEMBI, HEOHXO-
JUM KOMIIJIEKCHBIA MOJXOJ], BKIIOYAIOMINUN paboTy CELU-
A7TMCTOB PA3HBIX NPOMUIEIT: O(PTATBMOIOTOB, FTEHETUKOB,
(pU3UOIOTOB U ICUXOJIOTOB.
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