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AHHOTALMA

Atpodms rupate ABNSETCA peKUM FreHETUHECKMM MeTabosinyeckuM 3ab0s1eBaHNEM € ayTOCOMHO-PELIECCUBHBIM TUMOM Ha-
Ccnef0BaHus, NMPOSBASIOLLMMCS NPOrpeccUpyIoLLEN XOpPUOPETUHANBHOW aTpodmren C XapaKTepHbIMU NPOSIBNEHUAMU Ha FNa3HOM
LHE W CHYXKEHWUEM 3pUTeNbHbIX GyHKUMIA. [TporHo3 3aboneBaHMs BO MHOTOM 3aBUCUT OT Pa3BUTUS U MPOrPECCUPOBAHUSA OCIIOXK-
HeHWU (MaKyNAPHBIX U3MEHEHMIA, KaTapaKTbl U [ip.), @ TAKKE OT COMYTCTBYIOLLEN HEBPOJIOrMYECKOI 1 COMaTUYECKOM NaToNIoruN.

Llesw. MNpepcTaBuUTb ONMUCaHKUE TPEX KIMHUYECKUX Cy4aeB aTpodmm rvpare.

Mamepuan u memodel. 06cnenoBaHo Tpu pebeHKa ¢ aTpodueit rupate B Bospacte 4, 10 u 15 net. Bcem naumeHTam npo-
BOAMNOCH KOMMNIEKCHOE 0dTanbMosorieckoe 0bcnef0BaHue € MCNOJIb30BaHUEM COBPEMEHHBIX METOA0B AUArHOCTUKM, BU3Y-
anu3auuu, aneKTpodm3noNornieckue UcciefoBaHus.

Pesynsmamei. Hanbonee BbipaxeHHble M3MEHEHWUS! HA TN1a3HOM JHE C BOB/EYEHWEM B MaToNOMMYECKUA Npouecc Ma-
KYNIAPHOM 30HbI HabntoaatoTea y naumeHToB bonee cTapluero Bo3pacta. OfHaKo y pebeHKa 4 neT npu OTCYTCTBUM BUAMMBIX
U3MEHEHMIA B MaKyJie YIKe UMETCA BbipaXKeHHble BYHKLMOHANbHBIE HAPYLIEHUS CETYATKM, BbISBAISIEMblE NpU perucTpaumm
3M1eKTPOPETMHOrPaMMBI, CBULETENLCTBYIOLLME 0 Bofee paHHel MaHUbecTaLmM naTonoruyeckoro npouecca. Y naumeHTos 6o-
nee crapLuero Bo3pacra (10 n 15 net) atpodus rupate codeTtanach ¢ pOBEOLLM3NCOM U OPHUTUHEMMEN.

InddepeHumnanbHbii amarHo3 atpodum rupate HeobX0AMMO NPOBOAUTL C MUOMMEN BbICOKOW CTEMEHM C Y4acTKaMu Juc-
Tpodumm no TNy «bynbIXHON MOCTOBOW» Ha NepUdepum rNasHoro Ha, HaNOMUHAKLLME 04ark XOPUOPETUHANBHBIX U3MEHEHU
npu atpodum ruparte.

3arnoyenue. TaumeHTbl ¢ aTpodmeit rupaTe HYXAAITCA B MEXAMUCLMNIIMHAPHOM NOAXOAE C NPUBJIEYEHUEM HE TOJbKO
0(TanbMOsI0roB, HO U NeANaTPOB, MEANLIMHCKUX FTEHETUKOB M APYrvX CNIELManuCToB Npy ConyTCTBYloLLelt natonorun. Heobxo-
AMMO fanbHeliLee u3yyeHne JaHHOro 3aboneBaHus ¢ Lenblo pa3paboTKy reHHOM M KNETOYHOM Tepaniy.

KnioueBble cnoBa: atpodusa rupate; rupaTHas aTpodus XOpUOMZEM W CETYATKW; OPHUTMHAMMHOTpaHcdepasa;
3NIeKTPOPETUHOrpatus; ONTUYECKas KorepeHTHas ToMorpagus.
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Girate atrophy: clinical and functional features

Ludmila V. Kogoleva, Inna V. Zolnikova, Nina Sh. Kokoeva, Julia A. Bobrovskaya,
Sergey V. Milash

Helmholtz National Medical Research Center of Eye Diseases, Moscow, Russian Federation

ABSTRACT

Gyrate atrophy is a rare genetic metabolic disease with an autosomal recessive inheritance that causes progressive
chorioretinal atrophy, fundus manifestations, and decreased visual function. The prognosis of the disease largely depends on
the development and progression of complications (macular changes and cataracts) as well as concomitant neurological and
somatic pathology.

AIM: To describe three clinical cases of hypertension.

MATERIAL AND METHODS: We examined three children with gyrate atrophy at 4, 10, and 15 years old. All patients underwent
a comprehensive ophthalmological examination, including modern diagnostics, visualization, and electrophysiological studies.

RESULTS: Although older patients have more pronounced changes in the fundus with involvement of the macular zone in
the pathological process, a 4-year-old child has pronounced functional retinal disorders detected during electroretinogram
registration, indicating an earlier manifestation of the pathological process. Gyrate atrophy was combined with foveoschisis
and ornithinemia in older patients (10 and 15 years old).

The differential diagnosis of gyrate atrophy should be carried out with high myopia with areas of dystrophy of the “cobblestone
pavement” type on the periphery of the fundus, resembling foci of chorioretinal changes in hypertension.

CONCLUSION: Patients with gyrate atrophy require an interdisciplinary approach that includes not only ophthalmologists
but also pediatricians, medical geneticists, and other specialists with comorbidities.

Keywords: choroid and retinal atrophy, electroretinography, gyrate atrophy, hereditary retinal dystrophy, optical coherence
tomography, ornithine aminotransferase
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KJIHNHECKIE CITYHAM

BBEJEHUE

HacnepcteeHHble auctpodmm cetyatkm (HAC) — 3to 06-
LUMpHas rpynna reHeTUYeCKW reTeporeHHbIX 3aboneBaHuy,
OT/IMYAIOLLAACH BbIPAXEHHBIM KJIMHUYECKUM NOIMMOpOU3-
MOM U COMPOBOX/AKLLAACA NPOTPECCUPYIOLLIMM CHUMEHNEM
3peHus. B HacToswee Bpems u3BecTHo 6onee 280 reHHbIX
myTaumin, npusoasawmx K HAC [1]. HecMoTps Ha To, yto HAC
OTHOCATCA K peaKuM, opdaHHbIM 3abonieBaHuAM, X MeauKo-
couManbHas 3HauMMoCTb BECbMa BE/MKA, TaK Kak 3Tu 3abo-
NIeBaHMs NPUBOASAT K WHBAJIMAHOCTW MO 3PEHWI0 C paHHEero
AETCKOr0 WM loHoLLecKoro Bo3pacTa. OfiHoi 13 BULOB XopH-
opetuHanbHoi HIC aBnsetcs atpodus rupate (AI).

Atpodms rupate (OMIM 258870) sBnseTca peakuMm re-
HeTMYecKUM MeTabonnyeckuM 3aboneBaHMEM C ayTOCOM-
HO-PEeLLeCCUBHBIM TUMOM Hacnefl0BaHWs, NPOSBASAIOLMMCS
MporpeccupyloLLeil XopuopeTUHanbHon atpodueit. Bnepsble
3abonesaHue 6bino onucaHo E. Jacobsohn B 1888 ropy
KaK aTUMW4HOoe NposBEHUE MUITMEHTHOTO peTuHuTa [2].
C. Culter u E. Fuch Bnepsbie onucanm Al Kak caMocTosTeNb-
HYI0 HO30/10rM4eCKyto eanHuuy [3].

3abonesaemocTb npu Al coctasnset okono 1:1 500 000
XMBOpPOXAEHUIA [4], npu 3TOM caMas BbiCOKas 3aboneBae-
MOCTb 06HapyeHa B OuHnaHaum [5].

B HacToswee Bpemsa npu Al BbisiBneHo bonee 60 myTa-
LiA B reHe opHUTUHaMMHOTpaHchepassl (OAT), KoTopble npu-
BOAAT K JaHHoMy 3aboneBanuio [5]. B pesynbTate MyTaumu
reHa, KoTopbli pacnonaraetcs Ha xpomocome 10926, npouc-
XOAUT LedUUMT UK OTCYTCTBME NUPUAOKCANb 3aBUCMMOr0
MuTOXoHapuancHoro depMenta OAT. Kak cneacteue, npo-
ucxoout 10-20-KpaTHoe yBenMYEHWE KOHLEHTPALMM aMu-
HOKMUCNOTbI OPHUTMHA B NNa3Me, @ TaKXKE ero HakomneHue
B MOYe, CMMHHOMO3rOBOW XMAKOCTU W BOASHUCTON Bnare
naumeHToB ¢ Al

Mybnukauum B OTEYECTBEHHOW JIUTEpATYpe OMMCLIBAKT
HabnoaeHus aTpoduu rvpate, B TOM YUCHIE C XapaKTepHBIMH
A1 POCCMICKON MOMynauMu MyTaumamu [6].

MoBpexpeHue M aTpodus PeTUHANBHOTO MUIMEHTHOMO
anutenua (PM3) npuBoasT K aTpoduu XOpPUOKaNUNINApoB C
(opMMpOBaHMEM XOPUOPETMHANBHBIX LereHepaTUBHbIX $o-
KYCOB Ha cpefHel nepudepun Ha NepBoi LeKaLe HM3HM,
KOTOpble PacnpoCTPaHSIOTCA K LieHTPY N0 HanpaBfieHuIo
K Makyne. Ha Mogenu Al Ha MbllLax NOATBEPKAEHO rUCTO-
NIOTMYECKU, YTO ABNAETCA MEepBOM MuLleHblo mpu Al [o-
BpexaeHne (HOTOPELLENTOpPOB HOCUT BTOPWYHBLIA XapaKTep
W ABNIAETCA CNEACTBUEM TOKCUMYECKOTO BSIUSIHUA OPHUTMHA
W HapyLUeHUs reMaTopeTMHanbHoro bapbepa. Boicokui ypo-
BEHb 3IKCMPECCUM FeHa OpPHUTMHAMUHOTpaHCdepasbl B NUr-
MEHTHBIA 3nuTenui cetyatkm (M13C) u bonee HU3KKIA YpoBEHDL
3Kcnpeccun B oTopeLienTopax obbAcHaeT, noyeMy Pl13 mo-
XKeT 6bITb 0COHEHHO YYBCTBUTESIEH K HAKOMMNEHUIO OPHUTMHA
B cnyyae aeduumra OAT [5, 7].

CucTeMHble nposBrieHns Al co CTOpOHbI LiEHTpanbHOM
HEpPBHOI CUCTEMBI, TaKWE KaK YMCTBEHHas OTCTaNoCTb U 3MK-
nencwvs, BMECTe C COMYTCTBYIOLLMMW NMOPAKEHUSMU MbILLL,
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MOryT BO3HWMKaTb M3-3a BTOPMYHOro Aedmumta pochokrpea-
TMHa, BO3HUKAIOLLEr0 B pe3ysibTaTe MHIMbMpoBaHMS CMHTE3a
KpeaTuHa u3-3a runepopHutuHemum [7, 8]. CocTosHue Tak-
e MOKeT BbITb CBA3AHO C Ype3MepHOM 3KCKPeLMEN JIN3NHA
W LIUCTUHA C MOYOM NMPU CHUKEHUM YPOBHSA NIM3MHA, TNyTaMu-
Ha, rNyTaMUHOBOM KUC/OTbI, aMMWaKa W KpeaTuHa B Nia3me.

Mpu rMcTONOrMYECKOM WUCCNEAO0BaHUM B ceTyaTke bl
BbIAIBNIEHbI 0YaroBble y4acTKU aTpodun oTopeLenTopoB
C rMnepnasueid Npuexallero NUrMeHTHoro anuTenus. Pes-
KW Nepexon, OT MOYTU HOPMaJbHOWM CETHaTKM K 30HE MOYTH
nonHon atpodum cetyatku, PM3 m cocymucToit 0605104KM
“Men MecTo B cpefiHen nepudepum cetyatku. lpu uccne-
[0BaHUM METOJ,0M 3JIEKTPOHHOW MUKPOCKOMUU BbISIB/EHBI
aHOManuu B MUTOXOHZPUSAX 3HLOTENNSA POroBuLbl U becnur-
MEHTHOr0 3NUTenus LunuapHoro tena [9].

MaHudecTaums 3aboneBaHus NpoOMCXOAMT Ha MepBOM
LECATUNETUN U NPOSABNAETCA HapyLleHWEM TEMHOBOIO
M CYMEpEeYHOro 3peHus, CYIKEHWEM TMoneil 3peHns u3-3a
nporpeccupyioLieit nepudepuyHecKon XopUopeTUHANBHOM
AereHepauumu, CONPOBOXAAIOLLEECH TMNepOPHUTUHEMUEN.
JlanbHeliee nporpeccupoBaHne KO BTOPOMY LeCATUNETUI
MPUBOSUT K MPOrPECCUPYIOLLEMY CHUXEHMIO LIEHTpaNbHOM
OCTPOTbI 3pEHMS, BO3HUKAIOLLIEE U3-3a Pa3BUTUSA MaKYNAPHBIX
M3MEeHEeHWI 1 3aaHeln cybKancynapHoi KatapakTbl. lporpec-
CUpYIOLLAn NoTeps Nosien 3peHUst U LiEHTPanbHON OCTPOThI
NPUBOAUT K 3HAUUTENBHOMY CHUIKEHWIO 3pEHMSA U CrienoTe
B 4—6 pecatunetum xmshu. lpn odranbMockonum nepude-
puyecKas XopuopeTUHanbHas [ereHepaums BU3yanusupyer-
C B BUAE OUCKPETHbIX (heCcTOHYaTbIX y4acTKOB XOPUOPETU-
HasbHOW aTpoduu, KOTOPbIE NOCTENEHHO CIMBAKTCA U UMELOT
MUrMEHTUPOBaHHbIE KPasi C BUAMMBIMU NMOL HAMM KPYMHbIMU
XopuonaaneHbiMu cocyaamm [3]. MakynapHble n3MeHeHus,
cBA3aHHble ¢ Al, BK/IIOYAKOT KUCTO3HBIA MaKyNAPHLIA OTEK,
(oBeoLIM3NC, INUPETUHANBHYI0 MEMOpaHY U XOpMOPETUHANb-
Hyt0 aTpodmio.

B03MOXKHBIMM OCNIOXHEHWUAMU MOTYT BbITb MaKyNSPHBIN
pa3pbIB, XOp1oMZanbHas HEOBACKyNIApU3aums, reModranbM,
4TO NPUBOAMT K eLLE bosee 3HAUNTENIBHOMY CHUKEHUIO 3pe-
Hua [3].

TepaneBTUYECKOE NEYEHWE B HacTosLLee BpeMs Haue-
NEHO Ha HEeCKONbKO 3TanoB OpPHUTMHOBOrO NyTW. B ocHOB-
HOM 3T0 JIeYeHME CBA3aHO C MUTAHMEM, T.e. MOXM3HEHHbIM
OrpaHWYeHMeM B pauuoHe NpupofHoro 6enika, B coveTaHum
C Opyr¥MuW TepaneBTUYECKUMM MepaMmy, BKItoyas fobasne-
HWe NUPULOKCMHA, NM3MHA U KpeaTuHa. (1o AaHHbIM pasnuy-
HbIX MCCMe[l0BaHMI, PEKOMEHA0BaHHOE OrpaHuyeHue benka
B NULLEBOM pauuoHe cocTaensano 0,2-1,0 r/kr B oeHb.

Mupuaokeus (BuTammH B1) sensetca kodaktopom OAT,
€ro MPUMEHSIOT C LieNbI0 CTUMYNALWM 0CTaTOuHOW (epMeH-
TaTMBHOM aKTMBHOCTW. CpefiHAs peKoMeHAyeMas [o03a Co-
ctaBnsiet 405 mr/peHb (ananaso 100-1000 mr/peHb) [3].

N3-3a oTcyTCTBMA MCCNe[OBaHWUA C BbICOKOW A0Kasa-
TeNbHOCTbIO W TPYAHOCTbH0 B HabmiogeHun JaHHbIX 60MbHbIX
Ha CErOAHSALLIHMIA MOMEHT OTCYTCTBYIOT KJIMHUYECKME PEKO-
MEeHZaLWM Mo TepaneBTUYECKOMY JIEYEHUIO U AMEeTOTepanmm.
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Mol NpeacTaBnseM onucaHue TPEX KIMHWUYECKMX Chy-
yaeB Al y peTei, npoxoauBLumMx obcnefioBaHMe B AETCKOM
KOHCYNbTaTUBHO-NONMKIAMHMYECKOM oTaenedun HMUL|
rnasHolx 6onesHen wM. lenbMronbua (manee LleHTp)
B 2020-2022 rr.

KnuHuuyeckuin cnyyan N2 1

[lesouka, 10 net. Pogunack 0T HopMasbHOM BepeMeHHo-
CTH, NepBbIX CPOYHLIX pogoB. CoMaTuyecku 3nopoBa. C paH-
Hero feTcTBa MPeAbABAsNA anobbl Ha HapyLLeHWe 3peHus
B TeMHoTe. OdTanbMoN0roM No MecTy KUTENbCTBA BbiSBEHDI
Ha rnasHoM JiHe aTpoduyeckue CiMBHbIE o4aru. beina 3ano-
Ao03peHa AT, 1 1eBOYKa HampaBneHa Ha aHanM3 KpoBK Ha op-
HWUTMH. YpoBeHb OPHUTMHA B Myla3Me cocTaBun 541,52 MkM/n
(npu HopMe 22-405 MKM/n).

MonyyeHsbl cnefytoLme pesynbTaTbl 0 TanbMONOrMYECKO-
ro obcneposaHms B LieHTpe. MakcManbHo KoppuUrpoBaHHas
octpoTa 3penusa 0[0=0,3; 0S=0,3. Cdepuueckmii 3xBuUBaneHT
pedpakumm O[: sph -4,75 gntp; 0S: sph -5,5antp. MNepea-
HWI OTAEN U ONTUYEeCKKue cpelpl 0bonx rnas 6e3 natonorum.
Mpu obTanbMoOCKONKUM B MaKynsipHoW obnactu B obomx rna-
3ax pedieKcbl OTCYTCTBOBaNM, OMPEAENANCA MaKynspHbIi

Vol 18 (2) 2023
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oTéK. Ha cpegHeit u KpaiiHen nepudepun oBHapyMeHb
MHOTOYUCIIEHHbIE XOPUOPETUHASBbHBIE aTPOMUECKME oYaru
Benoro LBeTa, C YETKUMMW rpaHuLaMM, pasHOKanubepHble,
4acTo ciMBaloLLMecs Mexay coboit. B obnacti oyaros Bu3y-
anM3npoBanChb COCyabl xopuonaen (puc. 1).

C nomowpbto OKT BbISBNEHO 3HauMTeNbHOE YBenWye-
HWe TOMLWMHbI ceT4aTku B Makyne: 0[] — 678 mkm, OC —
651 MKM, 4YTO SIBUNOCb CBMAETENBLCTBOM MHOMECTBEHHbIX
KMCT B MaKynsipHon obnactu (dposeowwmsuc). Ha OKT-ckaHax
XOpOLLO BMUAHO, 4TO 06pa3oBaHMe KWUCT M PeTMHOLLM3MCA
MPOMCXOANT BO BHYTPEHHEM M HapYXHOM SILEPHOM CJIOAX
(puc. 2).

lpoBeaeHne KOMMLIOTEPHON NEPUMETPUM Ha 0BoMX rna-
3ax MOKa3aio CHUMKeHWe 0OLLeit CBETOBOM YyBCTBUTENLHO-
CTU, MHOMECTBEHHble AedeKTbl Nosei 3peHns, Koppenupy-
owme ¢ aTpoPUYECKUMU U3MEHEHUAMU Ha FNa3HOM [He.
Mpu pernctpaums obLuen (CMeLLaHHO) 3NEKTPOPETUHOTPaM-
Mbl (3PT) BblsBNEHbI NPU3HAKU BbLIPAXKEHHOIO YTHETEHMS
(QYHKUMIA NepudepryecKnx 0TAENI0B CETHATKU U YMEPEHHOTO
YrHETEHUS! LIeHTpasbHbIX 0TAENO0B. [JaHHble CBMAETENbCTBY-
10T O NPEUMYLLECTBEHHOM HapyLIeHUM (YHKLIMIA Nano4KOBOM
cucTeMsl (Tabn.1).

Tracing HD ( 120/120 ) Ultra Fine Retinal Intensity +5

Puc. 1. 3oHbl XopuopeTuHanbHon atpoduu Puc. 2. MakynapHble KUCTbI U PETUHOLUM3UC MO AaHHBIM OMTUYECKOH KOrepeHTHO! TOMO-

Ha r11asHoM AHe. rpadmu.

Fig. 1. Zones of chorioretinal atrophy.

Tabnuua 1. Mokasarenu anekTpopeTuHorpamMMbl (3PT). Cryuaii N 1
Table 1. Electroretinogram (ERG) values. Case N 1

Fig. 2. Macular cysts and retinoschisis according to optical coherence tomography.

Mpas.biii rnas JleBbiit rnas Hopma

06was 3PT Right eye Left eye Normal

Summary ERG Amnnutyaa, MkB | JlateHTHocTb, Mc | AMnnuTyga, MKB | JlateHTHoCTb, MC | AMPAMTYAQ, MKB | JlaTeHTHOCTb, MC
Amplitude, pvV Latency, ms Amplitude, pv Latency, ms Amplitude, pV Latency, ms

BonHa «a» 6 24 4 22 =150 <26
Wave «a»
hoHa (© 2 63 2 57 5250 <hb

ave «B»
Put™m. 3P
30Ty
Rhythm ERG b7 B 3-4 - >10 -
30 Hz
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Puc. 3. CnuBHble xopuopeTuHanbHble oyarn Puc. 4. KUCTOBWAHBIN MaKynspHbIi OTEK W 0TCYTCTBUE C/os GoTopeLienTopos B nepudepu-

Ha I'IepMdJepMVl rNasHoro AHa. YeCKux otaenax.

Fig. 3. Confluent chorioretinal lesions on Fig. 4. Cystic macular edema and the absence of a layer of photoreceptors in the peripheral

the periphery of the fundus. regions.

Tabnuua 2. Nokasatenu anekTpopeTuHorpammel (3PT). Cnyuaii N2 2
Table 2. Electroretinogram indicators (ERG) values. Case N° 2

MpaBbiv rnas JleBbiVi rnas Hopma
06was 3PT Right eye Left eye Normal
Summary ERG Amnnutypa, MkB | JlateHTHOCTb, MC | AMnnuTyAQ, MKB | JlateHTHOCTb, MC | AMnAMTYAa, MKB | JlaTeHTHOCTB, MC
Amplitude, pv Latency, ms Amplitude, pv Latency, ms Amplitude, pv Latency, ms
poHa @ i 21 5 17 >150MKB <26 Mc
ave «a»
\E;V"”“a «®> 50 50 3% 48 >250 MKB <b mc
ave «B»
Put™m. 3PT
30y 5 MkB 6 MKB
Rhythm ERG >30 M8
30 Hz

AMnauTyna cTaHaapTU3MPOBaHHOM BbICOKOHACTOTHOM pUT-
mmyeckoi APl Ha 30 'y TakoKe Oblna CHUMEHA, YTO CBUAETENb-
CTBOBAJIO O CHIKEHNUM PYHKLMM KONBOYKOBOI CUCTEMBI.

Knunnueckuin cnyyan N2 2

Monopoii yenoBek, 15 net, ot 3-i 6epeMeHHOCTH, Npo-
TEKaBLIEN C Mpe3KNnaMrcueid, ABYX OMNepaTMBHLIX POJOB
B aHaMHe3e Matepu. Habniopaetcsa y TpaBmatonora-opTo-
nepa ¢ auarHo3oM bonesHb [lepTeca, B HacTosLLiee BpeMs
nmeet Bec 40 Kr, pocT 159 cM. BnepBsble CHUXEHME 3peHus
3aMeTun B 6 NeT, bbina BbiIBNEHA MUOMUA CpeaHel CTeneHN
C acTUrMaT3MoM, HasHayeHa 04KoBas Koppekums. 06patun-
cs B LleHTp ¢ »anobamm Ha CHUKEHWE OCTPOThI 3peHNS, Ha-
PYLLEHUSA 3pEHUA B CYMEPKaX.

MonyyeHbl cnefytoLLme pesynbTaTbl 0TanbMONOrMYECKO-
ro obcneposaHms B LieHTpe. MakcManbHo KoppuUrpoBaHHas
octpota 3penusa 0[=0,2; 0S=0,15. Cdepnueckuii 3KB1BaneHT
pedpakumm 0l: sph -5,5 antp, OS sph -6,5 antp. MNepeaHuii
OTAEN W onTUYeckue cpefbl 0boux rnasax bes natonorum.
Mpu odTanbMoCcKONUK Ha cpeiHeln nepudepum rasHoro AHa
BbISIB/IEHbI C/IMBHbIE aTPOPUYECKUE XOPUOPETUHANBHbIE 0Ya-
M C YETKUMM rPaHULLAMU U MUTMEHTOM (puc. 3).

DOl https://doiorg/1017816/rpoj352493

Mo paHHbiM OKT, BbISBEH KUCTOBUAHBIA MaKynspHbIN
OTEK W 0TCyTCTBME CNost HOTOpELLenTopoB B NepUdepuyeckux
oTaenax Hempoanutenus (puc. 4).

Mpu KoMnbloTepHo# NepuMeTpuM Ha 060MX rnasax Bbl-
fBneHbl aedeKTbl noneii 3penusa B npepenax 30 rpagycos,
CHUXKEeHWe 0bLLeN CBETOBOM YyBCTBUTENBHOCTH, pacLLMpeHMe
Cnenoro NsTHa cnpaea.

PesynbTatel 3P noka3anu Bblpa)KEHHOE YrHeTeHue
(YHKLMU HApYXHbIX CNOEB CETYATKM, KaK Maslo4KOBOM, TaK
1 KonboukoBom cucTeM (Tabn. 2).

Mpu aHanuse KpoBWM Ha OPHUTUH YPOBEHb OPHUTMHA
B M/1a3Me KpoBu cocTaBu 313 MKMoJIb/N, YTO BbILE HOPMb
(18,51-79,68 Mkmonb/n).

Knunuyeckun cnyyan N2 3

Manbuuk, 4 ropa, oT 2- 6epeMeHHOCTH, NpOTEKaBLUENH
6e3 nartonoruu, BTOpbIX camocTosTeNbHbIX pogos. CoMatu-
YeCKM aHaMHe3 He OTAroweéH. 0bpatunuck ¢ anobamm
B LleHTp Ha CHWXeHWe 3peHus BOanb.

MonyyeHbl cnepylowue pesynbTathl odTanbMoNorMye-
cKoro obcnepoBanusa B LieHTpe. MakcuManbHo Koppuru-
poBaHHas ocTpota 3penus: 0[=0,2; 0S=0,3. Pedpakums
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Puc. 5. XopnopeTuHanbHble o4arv Ha nepu- Puc. 6. CrnaxeHHOCTb GOBEONAPHOrO KOHTYpa 1 OTCYTCTBUE CNos GOTOpELLEnTOpOB.

epum rnasHoro AHa. Fig. 6. The smoothness of the foveolar contour and the absence of a layer
Fig. 5. Chorioretinal lesions on the periphery of photoreceptors.
of the fundus.

Tabnuua 3. MNokasatenu anektpopetuHorpammbl (3PT). Cnyyaii N2 3
Table 3. Electroretinogram indicators (ERG) values. Case N2 3

JleBbiit rnas
Left eye

Mpas.biii rnas
Right eye

HopmMa

O6was 3PT Normal

Summary ERG

Amnnutyaa, MkB

JlaTeHTHOCTb, MC

Amnnutyaa, MkB

JlaTeHTHOCTB, MC

Amnautyaa, MkB

JlaTeHTHOCTb, MC

Amplitude, pV Latency, ms Amplitude, pV Latency, ms Amplitude, pV Latency, ms
BonHa «a» 27 19 2 8 150 N
Wave «a»
BonHa «B»
Wave «B» 4538) 47 44 (39) 47 >250 <b6
Putm. 3PT
30y
Rhythm ERG 16 15 >10 _
30 Hz
B ycnosusx unknonnermn: 0[] sph +2,0 antp, 0S cyl +1,0 ax OBCVH(JJ,EHME

100°. Mpun odTanbMOCKONMM Ha rNasHOM [He B MaKyfe Bbl-
SIBNIeHa CrNaXKeHHOCTb PeqIeKCOoB, Ha cpefHei nepudepumn
CETYaTKW BUIHbI CTIMBHBIE XOPUOPETUHANbHbIE 0Yark benoro
LiBETA C YETKMMU FPaHMLLIAMU U TUTMEHTOM, C «MPOCBEYMBa-
loLLMMUCA» cocyaaMm xopuonaem (puc. 5).

Mo paHHbIM OKT, y ManbyuKka oTMevaeTcs CriaeH-
HOCTb (POBEOJIAPHOIO KOHTYPA, YMEHbLLEHWE TOMLLMHBI CET-
YaTKU B MaKyJie, a TaKKe OTCYTCTBUE C/10s pOTOPeLLenTOpPoB
(puc. 6).

Mpu peructpaummn 3PT BLISBNEHO 3HAYUTENTBHOE CHUMKE-
HWe QYHKLMU HapYXHOW 1 BHYTPEHHMX CETYATKW KaK nanod-
KOBOW, TaK M KoNbo4KoBoM cucTeM (Tabn. 3).

KomnbloTepHyto nepumetpuio (KM) B cnyyae N2 3
He ynanocb MpOBECTW M3-3a M/aJeHYecKoro Bo3pacTa
naumeHTa. Mpn BUOXMMUYECKOM aHanu3e B Nia3Me KpoBU
BbISIBJIEH YPOBEHb OPHUTMHA, MPUOAMIKAIOWMNCA K HUXK-
Hel rpaHuue Hopmbl 30,5 MKkMonb/n (npu Hopme 39,00-
61,00 Mkmonb/n).

Bce nauueHTbl HanpaBnieHbl Ha MeJMKO-TeHeTUYeCKoe
obcnefoBaHve C LENbI0 FeHeTUHECKOW BepudUKaLummn aua-
rHo3a. B HacTosiLee BpeMs pe3ynbTarhl eLLE He MOMTyYeHbI.
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Atpodusa rupare (Al) xopounen u cetyatkm (GAGR) ssns-
eTCS PeKMM ayTOCOMHO-PELIECCMBHBIM 3aboneBaHWeM rnas.
Y naumeHTOB 0TMeYaeTcs NPOrpeccupyroLLas noTeps 3peHus,
HaYMHaloLLasCa ¢ BNIM30PYKOCTM M HUKTANoNuu B NepByto Ae-
Kafy Xu13Hu, KoTopas nporpeccupyet K 50 rogam o nosnHou
cnenotbl. PaspaboTaHbl Mogenu in vitro, KoTopble MOryT UC-
nosb3oBaTbecA 518 6onee riybokoro NoHMMaHMs natoreHesa
aToro 3abonesaHus.

B 0630pe nuTepatypbl, 0xBaTbiBatoLeM 33 uccnenoBa-
Hua (n=107 naumeHTOB), CBA3aHHbIE C TepaneBTUYECKUMH
BMeLUaTenbcTBamMu y naumentoB ¢ GACR, B 6onblumnHCcTBE
CBOEM MNpeLCTaBNANM KIMHUYecKue cyyam (n=27) unm ce-
puu cnyyaeB (n=4). PaHAOMM3MPOBaHHLIX KOHTPOMPYEMbIX
UCTIBITAHWI UK KPYMHBIX KOFOPTHBIX UCCNefoBaHM 0bHa-
PY€EHO He bbin10. NpuMeHseMble METObI JIEYEHWSA BKITOYa-
NN oveTbl C orpaHnyeHneM benka, LobaBKM NUPMOOKCUHA,
KpeaTWHa WM MpejLecTBEHHUKOB KpeaTuHa, L-nnsuHa
u fobaBku nponuHa. [IMeTbl ¢ orpaHnyeHneM Benka cHu-
Xanu ypoBeHb OPHWUTMHA B AuanasoHe ot 16,0 po 91,2%.
UyBCTBUTENBHOCTb K MUPUAOKCUHY UMena MecTo npu 30%




KJIHNHECKIE CITYHAM

OnMCcaHHbIX MyTaumi. [lobaBKa IM3MHA CHUXKana YpOBEHb
OpHUTMHA Ha 21-34% [10].

PesynbTaTbl Hawwux WCCNeA0BaHWA MOATBEPKAANT,
uto Al ABnseTcs pefKuM 3abosieBaHMEM, C XapaKTepHbIMU
MPOSIBIEHUSIMU HA N1a3HOM [HE U CHUXEHWEM 3PUTESbHbIX
¢dyHKUMI. Hanbonee BblpaKeHHblE M3MEHEHMS HA MNa3HOM
LHE C BOBJIEYEHUEM B NATOIOMMYECKUN NPOLLECC MaKYNAPHOI
30Hbl, HabtoAaloTCs y NaumeHToB bonee cTapLuero Bo3pacTa.
OpHaKo y pebéHKa 4 neT npu OTCYTCTBUWN BULUMBIX U3MeHe-
HWI B MaKyne yXKe MMEHTCA BbipaXKeHHble QYHKLMOHabHbIE
HapyLUeHUs CeTYaTKK, BbisBNsieMble npu peructpaumn 3PT,
CBUAETENbCTBYIOWME 0 Bonee paHHel MaHudecTaumu naro-
flornyecKoro npouecca. B oTeyectBeHHoOM nuTepaType onucaH
cnyyan MaHudectaummn Al B MnageH4eckom Bospacte [11].

AHanu3 faHHbIX N03BONIAET ONPefenUTL OCHOBHbIE NYTK
uccnefoBaHuii. Mpexae BCero, Hay4HbIE U3bICKAHWSA LOMK-
Hbl ObITb HampaefieHbl Ha pacWUpOBKY BMOXMMUUYECKOrO
nytu OAT ans BbiSBNEHUS ApYrX BO3MOXHBIX MaTosior-
Yeckux MeTabonuToB NOMUMO OpHWUTMHA. [pyruM Hanpas-
NIeHWEM UCCNef0BaHNA SBNSETCA NpeABapUTENbHOE onpe-
LeNeHNe KOHKPETHbIX MoKasaTenei KIIMHWYeCKoro ucxona
Al'. HeobxonuMo Takxe paboTtaTb B HanpaBieHUn Co34aHNA
MEX/YHapoLHOW KOropTbl ANSl ONUCAHWUS eCTECTBEHHOMO
TeyeHWUs 3aboneBaHus. B HacTosLiee BpeMs KIMHUYECKUX
uccneposauii Al He nposopuTcs. Kak v B ciyyae apyrux
HacneACTBeHHbIX 3aboneBaHuiA CeTYaTKU FreHHas W KneTou-
Has Tepanus ABnseTcA MHoroobeLlaroLLeii TexHonormeii [12,
13].

3AKJIKYEHUE

InddepeHumnanbHblii auarHos atpodum ruparte Heobxo-
[MMO NPOBOAUTL C MUOMNMEN BbICOKOI CTEMEHU C y4acTKaMM
AMCTpoduM No Tvny «bYNbIKHOM MOCTOBOM» Ha nepudepum
[Ma3HOr0 [Ha, HamoMMHALME oyark XOPUOPETMHANbHbIX
n3MeHeHn npu atpodmm rupate. KomnnekcHoe odTanb-
Monoruyeckoe obcnefoBaHue C UCMONIb30BaHWEM COBpe-
MEHHbIX METO[I0B AMarHOCTUKM, BU3yanu3auuw, 3NEeKTpo-
(u3mronornyeckue UccneLoBaHNsA NO3BOMIST BbIABUTb PaHHMUE
HapyLEeHNs 3pUTENbHBIX QYHKLMIA, OCYLLECTBNATD KOHTPOb
3a TeyeHueM 3aboneBaHus. [aumeHTsl ¢ atpodmeii rupate
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HYXKLATCA B MEXAMCLMMINHAPHOM MOLX0AE, C NpUB/eYe-
HWEM He TONbKO 0(TaNnbMONIOroB, HO M NEeAMAaTpoB, Meau-
LIMHCKUX FeHETUKOB U1 AAPYriX CMeLManucToB NpU COYETAHHO
naTonoruu.

AOMO/IHUTE/IbHO

UcTouHuk duHaHcupoBaHus. ABTopbl 3asBnsloT 06 OTCYTCTBUM
BHELLIHEro GUHaHCVMPOBaHUS NPY NPOBELEHNW UCCIeL0BaHMS.
KoHbnuKT uHTepecoB. ABTOpbI AEKNApVPYIOT OTCYTCTBUE SABHBIX
W NoTeHUManbHbIX KOHQIMKTOB MHTEPECOB, CBA3aHHBIX C Mybnnka-
LMeN HacTosLLIEN CTaTbu.

Brnap aBTopoB. Bce aBTOpbl NOATBEPK/AAIOT COOTBETCTBME CBOEMO
aBTOPCTBa MeXIyHapoaHbIM Kputepmsm ICMJE (ce aBTopbl BHEC/U
CYLLLECTBEHHBIM BKMaf, B pa3paboTKy KOHLENLWKW, NPOBeLEHe WC-
Ce10BaHWsA U NOATOTOBKY CTaTbW, MPOYAM U 0f06pUAM QUHAMBHYIO
Bepcuio nepes nybnaukaumen). Hambonblumin BKNaa pacnpenenéH
cnenytowmmM obpasoM. J1.B. Koronesa — 3aMbicen 1 paspaboTka
[u3aiiHa uccneposanms, W.B. 3ombHMKOBa — HanmcaHWe TekcTa
CTaTby1, GUHaNbHas NOLAroTOBKa CTaTby K nybnmkaumw; H.LL. Kokoe-
Ba — cbop, aHanu3 Matepuana, t0.A. bobposckas — obcnefoBaHye
MaLMeHTOB, NPOBE/EHNE UCCNel0BaHUI, pejaKTUPOBaHWe CTaTby,
C.B. Munaw — pefaktvpoBaHve cTaTbu, NpoBefeHne Uccneaosa-
HWIA, NOArOTOBKA CTaTbM K Mevatu.
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