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AHHOTALIMA

B cTaTbe onucaH KAMHUYECKWiA CRydyail ABYCTOPOHHEN HEAKTMBHOM MaKynspHOM HeoBacKynspusauuu npu bonesnu Lltap-
rapaTa y MofoAomn XeHwmHbl. MpefcTaBneHbl AaHHble 0dTaNbMONOrMyeckoro obcneaoBaHus, a TaKKe MoJeKyNspHo-re-
HETMYECKOr0 aHann3a, paccMaTpMBaETCA BOMPOC O TaKTUKe HabntogeHus nauueHTKW. OnucaHne nofobHOro KIMHWMYECKOro
C/y4as paHee He NPUBOAMTCA B IUTEPAType, B CBA3W C YeM NpeacTaBnsieT D0/bLLIoN MHTepec.
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Inactive macular neovascularization in Stargardt’s
disease

Pavel L. Volodin, Elena K. Pedanova, Angelina D. Matyaeva, Mariya A. Poroshina

S. Fyodorov Eye Microsurgery Federal State Institution, Moscow, Russia

ABSTRACT

The article describes a case report of bilateral inactive macular neovascularization in Stargardt's disease in a young
woman. The data of the ophthalmological examination, as well as those of the molecular genetic analysis are presented,
the tactics of the patient’s care is discussed. No case report of the kind has been described in the literature previously,
and therefore this one is of great interest.
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AKTYAJIbHOCTb

bonesHb Lltaprapata — HacnepctBeHHas guctpodus
CeTYaTKY, XapaKTepU3yHoLLAACs NOCTENEHHbIM HaKOMIEHUEM
nmnodycuMHa B KNETKax MUIMEHTHOTO 3NUTENUS CETHaTKH,
NpMBOLALLAA K MporpeccupyloLleMy nopaxenuto dotope-
LLenTopHOro anmnapara v noTepe LeHTpanbHoro 3peHus [1].
OcranbMoCcKoNMYeCKW NPOSBASETCA B NEPBOA-BTOPOM LeKa-
[ W3HW MHOXECTBEHHBIMU XENTHIMUA NATHAMM, PaccesH-
HbIMU MO BCEMY 3afiHeMy nosiocy [2].

Bonesub LTaprapaTa, no MHeHWO psaa aBTOpOB, SBNIA-
eTcA OfiHOW M3 Hauboniee pacnpoCTPaHEHHBIX MaKyNSPHbIX
HacneACTBEHHbIX AMcTpoduiA U coctanseT fo 7 % Bcex
peTMHanbHbIX aucTpodui [3, 4]. 3aboneBaeMocTb [aHHON
natonorueii B cpegHeM coctaenset 1: 10000 B pasHbix no-
nynsaumax [3].

Bnepsble bonesHb onucaHa HeMeLKUM 0(TanbMON0rOM
K. Stargardt B 1909 r. kak mporpeccupytoLlas MakynspHas
OMCTpOdUSA, HacneayeMasi ayTOCOMHO-PEeLLeCCUBHO [6].

JmnonornyeckuM daxtopoM boneswwn Ltaprapara cny-
Xat MyTauuu B reHe ABCA4, HacnepyeMble Mo ayTOCOMHO-
peueccuBHomy Tuny. benok ABCR4 HeobxoavM ans nepeHoca
N-peTuHunuaeH-dochatmamunataHonamMmHa Yepes MeMbpary
AucKka dotopeLentopa B MUIMEHTHBIA 3MUTENMIA CETYATKU
(M3C). B ycnosusx oTcyTcTBUA AaHHOro Genka obpasyetcs
N-petuHunuaeH-N-petuHunataHonamud (A2E), Hakannvea-
fowmica B aunodycumHoBbIX rpaHynax. A2E He npoxogut
yepe3 MeMbpaHbl kineTok M13C 1 He paciuennseTcs AaHHbIMU
K/eTKaMu, BCNIeACTBUE YEro ero KoJu4ecTBo yBeMum1BaeTCs
B MUrMEHTHOM 3nuTenuu. MoToTOKCMYHOCTb InodycLmMHa
npMBOAMT K nocneaytowei rmbenmn knetok M3C u dotope-
uentopos [3, 7-10]. 3MeHeHWe CTPYKTYpbI CeTYaTKM B do-
Beosie 3aK/oyaeTca B notepe QoBeanbHoOM [BYCNOMHOCTY
B MPOEKLMM CTPYKTYP HapYXHbIX CErMeHTOB GOTOPELIenTopoB
(MMrMEHTHBIN 3NUTENINI CETYATKM), YKOPOUEHUM (MICTOHYEHMM)
cnos (oTopeLenTopoB, WX YNJIOTHEHUM BMIOTb A0 MOJTHOIO
MCYE3HOBEHMS UNIW OCTATO4HOrO runeppedieKTUBHOIO y3en-
Ka [11].

XpoHMYecKWe LeCTPYKTUBHbIE U3MEHEHUS, COMPOBOXAA-
towme 3aboneBaHNA CETYATKU C BOBSIEYEHNEM MUrMEHTHOO
3NUTENINA, MOTYT BTOPUYHO BbI3BaTh NOBPEXAEHWE MeMbOpa-
Hbl Bpyxa, uTo, B CBOIO Ouepefb, MOXET NpUBECTU K pas-
BUTUIO MaKynsipHoi HeoBacKynspu3aumn (MHB) [10]. MHB
npv 6one3Hu LtaprapaTta Bo3HMKAET KpaiiHe pefKo, 0HaKOo
BbICTPO NporpeccupyeT W NpUBOAMT K HeobpaTMoM noTepe
LeHTpanbHoro 3penus [1, 12]. B nutepatype Ha ceroaHsLIHMIA
[€eHb OMMCaHbl TONIBKO CNy4Yan akTueHoW MHB npu 6one3Hu
LLItaprapaTa, xapaKTepu3ylLLencs CKonneHueM cybpetu-
HanbHOW M WHTPApeTUHANBHOW JKMAKOCTW, reMopparuami,
TBEPAbIMM IKCCYaTaMu.

B naHHow paboTe onumcaH cnyyan BYCTOPOHHEN HeaKTUB-
Hol MHB y nauueHTky ¢ 6onesHbio LTaprapara.

lMaumeHTKe, obpaTuBLLENCA C KanobaMu Ha CHUKeHue
OCTpOTbI 3peHWsA NPaBoro rnasa, NpoBeAeHO 06cnefoBaHue,
BKJIHOYaloLLee BU3oMeTpuio (Tabnuua Cuuesa — [onosuHa),
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broMMKpocKonuio nepepHero oTpeska rnasa, 6MOMMKpo-
0 TanbMOCKOMNMIO C UCMOJIb30BaHNEM acepuyeCKON JINH3bI
78 D. KomnneKkc MyTunbMoanbHOM BU3yannu3aumm BKIKOYan
B ceba dotopeructpaumio Ha ¢yHayc-kamepe Clarus 500
(Zeiss, TepMaHus), ONTUYECKYID KOTEPEHTHY0 ToMorpaduio
(OKT), OKT-aHruorpaduio (OKTA) n aytodnyopecueHUumto
rnasHoro AHa (A®), BbinonHeHHble Ha npubope Spectralis
(Heidelberg Engineering, lepmanus). CnektpanbHyto OKT
NpoBOAMAM C MoMoLLblo NpoTokona Posterior Pole, cocto-
Awero u3 61 cKaHa U NIOWAAbI0 CKAHUPOBAHWA MaKynbl
30 x 25°, OKT-aHrvorpaguio — B MaKynspHoM obnactu
C nsowanbo ckaHmpoBanmsa 20 x 20°.

KNTMHUYECKUU CNYYAN

Maumentka, 22 ropa, obpatunach B OTAEN Na3epHoOM
xupyprm cetyatkm OTAY «HMUL, «<MHTK «Mukpoxupyprus
rnasa» uM. akag. C.H. ®énoposa» MuHaapasa Poccum ¢ xa-
nobamu Ha CHKEHWe OCTPOTbI 3PEHUSA NPaBOro rfasa B Te-
yeHve roga. MNpy nogpobHOM onmcaHM aHaMHe3a NauMeHTKa
OTMETWNA KypCbl KOHCEPBATUBHOIO JIEYEHWUS NATONIOMUHN CeT-
YaTKW B JeTCTBE, MeMLMHCKas [OKYMEHTaLMA He COXpaHu-
nach, AMarHo3 el He M3BeCTeH. BoiscHUnock Hanuume 3abo-
NeBaHWi CETYATKM Y CecTpbl U 6abYLIKW NaLMEHTKM, AnUarHo3
TaKXKe He U3BECTEH.

MaKcuManbHas KOppUrMpoBaHHas OoCTpoTa 3peHus
(MKO3): npasoro rnasa (0D) 0,6, nesoro rnasa (0S) 1,0;
BHyTpUrnasHoe gasnenue: 0D 15 MM pT. cT.; 0S 16 MM pT. CT.

Mpu odTanbMockonmmn 06oumx rnas BbiBNEHbI OTCYTCTBUE
MaKynsipHoro 1 oBeanbHOro pedneKkcos, [LBYCTOPOHHUE
MPOMUHMPYIOLLME CBET/IbIE 04aryt ¢ OKycaMu MUrMeHTaLum
B MaKyne, HeobbIYHON HAaX0[LKOM CTafIM MHOXKECTBEHHbIE MO-
A06HbIe 0Yary MeHbLLEro AMaMeTpa B Mpejenax CocyamncTbX
apKap, 3aMblKaloLumecs B KonbLo (puc. 1).

Mpu npoBegeHuu ayToQayopecueHUMM FNasHOro fHa
06oux rnas BM3yanu3upoBanuch HOKYCbl MOBBILIEHHOW ay-
To(nyopecLeHUMM, COOTBETCTBOBABLUME CBET/IbIM QYaraM,
06HapyeHHbIM Npy 0dTaNbMOCKONUHK, YTO CBULETENLCTBO-
BaJI0 0 HAaKOMMIEHUN B HUX IUNOdYCUMHa.

Ha ckaHax OKT peskoe MCTOHYEHWe CETUaTKU 3a CHET Ha-
PYHbIX CIOEB: pa3pyLUeHbl COYNEHEHNS BHYTPEHHUX U Ha-
PYKHbIX CErMeHTOB (hOTOpEeLLenTOpoB M HapYXHOM NOrpaHmy-
HOM MeMbpaHbl; JOKa/bHOe OTCYTCTBUE HApYXKHO0 SLEPHOr0
Crios, BCE 3T0 YKasbiBasio Ha MosHylo rubenb dhoTopeLenTo-
poB B obnactu dosea. LleHTpanbHble oyaru Bu3yanuaupoBa-
JINCb KaK OMTUYECKY MIOTHOE COLLEPIKMMOE, BEPOSTHEE BCETO
npeacTaensiolee BUTeNUGOPMHbIA MaTepuan. [pu3Haku
NaToNIOrMYeCcKOii IKCCYAALMK, TaKMe Kak UHTpa- U cybpeTu-
HanbHas XMOKOCTb, TBEPAbIE 3KCCYLAThbl, KPOBOM3NMUSAHUS,
0TCYTCTBOBaNM (puc. 2).

Mo naHHbIM OKTA B ToNLe rUneppedieKTUBHOTO Mare-
puana onpeAensycs NaTtoforMyecknin KpOBOTOK, YTO CBUAE-
TeNbCTBOBAJ0 0 MaKyNAPHOW HeoBacKynspu3aumm (puc. 3).

Pe3ynbTathl obcnenoBaHuin (cHuxkenne MKO3, npo-
MWUHMpYIOLLME CBET/IbIE OYark B MaKynspHOM 30He, oYaru
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a b

Puc. 1. QoTorpaduu rnasHoro AHa naumeHTKU. B MakynspHon
0bnacTvt 1 no xony apKaz cBeT/ble NATHA ¢ GOKycaMu NUrMeHTa-
UMW: @ — npasblil rnas; b — ne.bld rnas

Fig. 1. Fundus photograph of the patient. In the macular area and
along the arcades, there are bright spots with local pigmentation:
a — right eye; b — left eye

Puc. 2. AytodbnyopecueHUms rMasHoro [Ha nauueHTKu. B maky-
nspHOM obnact M no xony apkaa (OKycbl MOBbLILLEHHOW ayTo-
dbnyopecueHumMn (MMNodycumH) coOTBETCTBYHT CBET/ILIM MATHAM
Ha puc. 1: @ — npaBblii rNas; ¢ — neBbln rnas. OnTuyeckas Ko-
repeHTHasi ToMorpadms: B doBea n napacdoBeanbHo OMTUYECKM
NA0THOE cofepuMoe (BUTENIMGOPMHLIN MaTepuan); paspyLue-
HWe cnos ¢oTopeLenTopos: b — npaBblii rnas; d — nesblil rNas
Fig. 2. Fundus autofluorescence of the patient. In the macular area
and along the arcades, foci of increased autofluorescence (lipofuscin)
correspond to bright spots in fig. 1: a — right eye; c — left eye. OCT:
optically dense content in the fovea and parafovea (vitelliform material);
destruction of the photoreceptor layer: b — right eye; d — left eye

Puc. 3. OnTuyeckasi KorepeHTHas ToMorpadus-aHruorpadms.
B Tonwwe runeppednekTBHOro Matepuana onpeaensetcs Cetb na-
TOJIOrMHYECKOro KPOBOTOKa: a, b — npaBbIi ras; ¢, d — neBbli a3
Fig. 3. OCT-A of patient. In the depth of the hyperreflective material,
a network of pathological blood flow is determined: a, b — right eye;
c, d — left eye
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MoBbILIEHHON ayToduyopecLeHumn, rmbenb GoTopeLienTo-
poB no faHHbIM OKT, HoBoobpa3oBaHHas cocyaucTas CeTb
no paHHbiM OKTA) mosBommnu 3anofo3puTb Y NaUMEHTKY
HaCcNeACTBEHHYK MaKynsApHYK KONOOYKOBYK AMCTPOdMIO,
npeanonoxurensHo — bonesHb LLTaprapara, 0CnoKHEHHYI0
HeakTMBHOW MHB.

C uenbto BepudMKaLMM LUarHo3a naumeHTKe Obiiu npo-
BeAeHbl anekTpopeTuHorpadum (3PT) n MonekynsapHo-reHe-
TUYECKUI aHanms.

Mo maHHbIM 3PI — MaKynapHas xpomatudeckas 3Pl
Ha KpacHbIi cybHOpMarbHa, YTO CBUAETENbCTBOBANO O CHU-
KEHUM YHKLMM HapYXHbIX U CPEHUX CI0EB CETYaTKM B Ma-
KynsipHoli obnactu.

MoneKynspHo-reHeTUYeCKU aHanu3 NpoBOAMUNICA B Na-
bopatopun [HK amarHoctukn OTBHY «Meaumko-reHeTuye-
CKWM HayyHblA LeHTp uM. akag. H.M. Boukosa» (Mockga),
Mo pe3ynbTaTaM KOTOPOro Y NaLyeHTKM BbISIBNEH NaTOreHHbIA
BapWaHT HyKIe0TUAHOW MOCNef0BaTeNbHOCTU B 3K30HaX 39
u 42 reHa ABCA4, 4to nofTBEpAMIO BONbLUIYID BEPOATHOCTL
Hamvums bonesuw LLtaprapara. HecMoTps Ha To uTo pesynb-
TaT MOJEKYNAPHO-TreHeTUYECKOro UCCIe0BaHUA He BAMSET
Ha JanbHEeMLLYK TaKTUKY Be[EHWSA NauMeHTa, OH No3BONISET
YTOUYHWUTb AMAarHo3 W, KaK CNefcTBUe, OLEHUTb MPOrHO3 Ka-
4ecTBa 3puTeNbHbIX GYHKUMIA B nepcnektuee. C nomoLlbio
[aHHOT0 MeTojia NOSIBNSETCS BO3MOXHOCTb OMpefeseHns
HacneACTBEHHOW nepeAaun natonoruu notoMmcTey. Kpome
TOro, pe3ynbTaT MONEeKyNAPHO-reHeTUYECKOro aHanm3a Mo-
eT ObiTb Mcnonb3oBaH B byamywieM, Korga byaeT HangeH
cnocob reHHoi Tepanuy boneswu LTaprapara.

Mo [aHHBIM 0TEYeCTBEHHOM M MHOCTPaHHOM NUTEpaTyphI,
bonesHb LUtaprapara peako ocnoxnsercs MHB [1, 10-14].
Cnyyan HeakTuBHoM MHB, nopobHble npeacTaBneHHOMY
HaMu, ABASKOTCA eAMHWUYHBIMU U HELOCTAaTOYHO M3YYeHHbI-
M. B Bonee paHHMX MyBAMKaLmMaX omMcaHbl Cydan ieyeHus
aKkTuBHoi MHB npum 6oneshu LLTaprapaTa ¢ ucnonb3oBaHuem
hoTonmnHamuyeckoi Tepanuu [10, 13, 14]. Ha cerogHsawHmMi
[EeHb 3010TbIM CTaHLapTOM NeyeHns MHB cuntaeTcs uHTpa-
BMTpeasnbHoe BBEJEHUE UHTMOUTOPOB aHrnoreHesa. Pesynb-
TaTbl uccnepoBanus MINERVA u psap mpyrux nybnaukaumi
noaTBepAnan 3ddEKTMBHOCTL paHubuayMaba npu pemKux
dopmax MHB, uto paclumMpuno nokasaHus s ero npuMe-
HeHus npu AaHHon natonorum [1, 10, 14]. Moaxoabl K Beae-
HWU0 HeakTMBHOM MHB npu 6onesnm LUTapraparta He onpe-
peneHbl. O4HaKo BO3MOXHO MHTEpNONMPOBaTh B AAHHOM
cyyae MoAXoA K BeAEHWUI0 NauMeHToB C HeakTueHoi MHB
MpW TaKoW NaToioruu, Kak Bo3pacTHas MaKynsipHas JereHe-
pauMs U OCNOXHEHHAs MMOMUS, NMPU KOTOPOM B OTCYTCTBUE
aKTMBHOCTW aHTUAHIMOTEHHYHD Tepanuio He mpoBoaAT [15].
MaumeHTaM Ha3Ha4aeTCsi CaMOKOHTPOSb C CeTKoi Amcnepa
1 OKT-MOHUTOPMHT C Lenbio 0bHapyXeHWs nepBbIX NpU3Ha-
KOB aKTuBHocTM MHB 1 cBoeBpeMeHHOro Hayasna aHTUaHrmo-
FEHHON Tepanuu.

MauueHTKa HaxoAMTCA NOA AMHAMUYECKUM HabMofeHu-
€M B TeYeHWe 6 Mec. C MPOBESEHNEM PEryAspPHBIX 0CMOTPOB
u OKT.
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3AKJIKYEHUE

bone3Hb LTtaprapara npuMBoauT K psAAY OCNOXHEHWN,
Cpeay KOTOpbIX HEOXMAAHHOM HaxOOKOW MOXET CTaTb He-
aKTuBHas MHB, yTo BnocneacTBUM MOXKET NPUBOLUTB K 3Ha-
UMTENIBHOMY CHUMEHMIO OCTPOTbI 3peHus. B cBA3M ¢ 3TUM He-
06x0aMMo AMHaMMYecKoe HabnAeHNe MaLMEHTOB C Liefblo
PaHHEro BbIIBIEHWUS! OCNOXHEHUIA U UX NIEYEHMS.

Mpy BedeHWM TaKWX NaLMEHTOB HeobXoauM pasHOCTO-
POHHMIA KaK 0(hTanbMONOrMYeCKUiA, BKITIOYALLMIA KOMINIEKC
CTaHAApTHBIX M CNeLManu3npoBaHHbIX METOA0B, TaK U Mone-
KYNSPHO-TEHETUYECKUIA IMAarHOCTUYECKUA MOAXOL MpU AuC-
TPodUyecKux 3abosieBaHNSAX LIEHTPaNbHbIX OTAENI0B CETYATHM.

N0NONHUTENBbHAA UHOOPMALIUA

Bknap aBTopoB. Bce aBTOpbl BHEC/M CYLLECTBEHHBIA BKNAL
B pa3paboTKy KOHLeNUMK, NPoBeJeHNe UCCNEL0BaHNS U MOLTOTOBKY
CTaTby, NPOYM 1 0A06pUIM BUHAMBHYH BepCuto nepes, nybnnKaume.
Jnunbiii BKNag Kaxgoro astopa: [1.J1. BonoanH — cyLlecTBeHHbIN
B/, B KOHLENUMIO M u3aiiH paboTbl, pefaKTMpoBaHue, OKOHYa-
TenbHoe yTBepxaeHue Bepcun ctatew; EK. MepaHoBa — cyuwe-
CTBEHHbIV BKMa/, B KOHLENUMIO M AM3aliH paboTbl, peaaKTupoBaHue;
A.[l. MataeBa — cbop, aHanu3 u obpaboTka MaTepumana, HanmcaHue
TeKcTa; M.A. MopowumHa — cbop, aHanu3 u obpaboTka MaTepuana.

UcTouHuk dmHaHcmpoBaHus. ABTopbI 3asBNSOT 06 OTCYTCTBUM
BHELUHEero huHaHCMpOBaHWUA NPy NPOBEeEHUN UCCIIE0BaHMS.
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KoHdnukT wmHTepecoB. ABTopbl AeknapupylT oTCyTCTBUE
SIBHBIX W MOTEHLMANbHbIX KOH(IMKTOB MHTEPECOB, CBA3AHHbIX
¢ nybnnKaLmeli HacTosLLe CTaTbu.

WHdopMupoBaHHoe cornacue Ha nybnmkaumio. ABTopbI Nony-
YWIM MUCbMEHHOE COrflacke NaLMeHTa Ha NybAMKaLMo MeauLMH-
CKUX AaHHbIX U doTorpaduii.
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