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Anzopumbm 3a guazHocmuka Ha boaecm Ha
Stargardt u cone-rod gucmpodguu
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Peslome

Llea: [1a npegcmaBum ar2opumom, BkalouBaly, 3agbAboueHU
KAUHUYHU, eAekmpOdU3SUOAORUYHU U 2EBHEMUYHU U3CAegBaHus,
bAazogapeHue Ha kodmo e nocmaBeHa npaBuAHa guazHo3a Ha
nauueHmu ¢ boaecm Ha Stargardt u cone-rod gucmpoduu.

Mamepuaa u memogu: pegcmaBave gBama nauueHmu, Ha
koumo ca u3BbpuweHu NbAeH 0GMAAMOAOZUYEH NPe2Aeg, ONMUYHA
koxepeHmHa momozpadua, ¢yHgycoBa aBmodayopecueHuua u/
UAU AyopecueuHoBa aHeuozpadus, komnlombpHa nepumempus u
GyAdUAg U MyamudokaaHa eanekmpopemuHozpadus, ypes koumo e
nocmaBeHa kauHuyHama guazHosa, nomBbpgeHa U 2eHEMUYHO.

Pesyamamu: Yacm om cumnmomamukama Ha nauueHmume
¢ cone-rod gucmpodusd, kakmo u Hakou om KAUHUYHUME
uscaegBaHuA buxa MO2AU NOZPEWHO ga Ce uHMepnpemupam kamo
boaecm Ha Stargardt, Ho cAeg 3agbAGOYEHU eAekmpodu3UOAO2UYHU
uscaegBaHua,  koumo  nokasBam  HamareHa  gudysHa
enekmpogusuoro2uyHa akmuBHocm Ha koHycuemama u 8 no-manka
CMeNeH Ha npbyuuume, Ce Hanaza peBusua Ha nbpBoHayaAHama
KAUHUYHA gua2H03a, NOMBbpgeHa No-KbCHO U 2EHEMUYHO.

3aknloueHue: 3agvbAbOYEHOMO  KAuHUYHO, eaekmpodu-
3UONO2UYHO U 2EHEMUYHO U3CAegBaHe Ha nauueHmume C Hac-
AegCMBEeHU pemuHaAHU gucmpoduu € om CobUWecmBeHO 3HaYeHuUe
3a npaBuAHama guagHo3a u u3bopa Ha mepaneBmuyHo noBegeHue.
MpegcmaBeHusm aA2o0pumbM € NOAe3eH 3a QgudepeHuuaAHo-
QUAZHOCMUYHOMO paszpaHuyaBaHe Ha pasauyHume BugoBe
HacAegcmBeHU pemuHaAHu gucmpoduu, koemo B Hakou cayvau e
MH020 MpygHO U u3uckBa gudepeHuupaH nogxog.

KalouoBu gymu: HacregcmBeHu gucmpoduu Ha pemuHama,
boaecm Ha Stargardt, cone-rod gucmpodus, eaekmpodusuonozus,
2eHemuka
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Abstract

Objective: To present an algorithm, including in-depth clinical,
electrophysiological and genetic studies, thanks to which a correct
diagnosis of patients with Stargardt disease and cone-rod dystrophy
was established.

Material and methods: We present two patients who underwent
a full ophthalmological examination, optical coherence tomography,
fundus autofluorescence and/or fluorescein angiography, visual field
testing and fullfield and multifocal electroretinography and the clinical
diagnosis was established, confirmed and genetically.

Results: Some of the symptoms of the patient with cone-
rod dystrophy, as well as some of the clinical studies could
be misinterpreted as Stargardt disease, but after in-depth
electrophysiological ~ studies demonstrated reduced  diffuse
electrophysiological activity of cones and to a lesser extent of rods,
a revision of the initial clinical diagnosis was required, confirmed
later genetically.

Conclusion: In-depth clinical, electrophysiological and genetic
testing of patients with hereditary retinal dystrophies is essential
for the correct diagnosis and choice of therapeutic approach. The
presented algorithm is useful for differential diagnosis between the
different types of hereditary retinal dystrophies, which is very difficult
in some cases and requires a differentiated approach.
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BuBegeHue

HacaegcmBeHume  pemunanHu  gucmpoguu  (HPO) ca
KAUHUYHO U 2BHEMUYHO XemepozeHHa 2pyna 3aboaaBaHus,
koAamo ce xapakmepusupa CbC 3acf2aHe Ha pasAuYHU CAOeBe Ha
pemuHama, Hali-uecmo koMnAekCbm pemuHeH nu2MeHMeH enumea
(PME) — d®omopeuenmopu u Bogam g0 3HAYUMEAHO 3acA2aHe
Ha 3pumeAHama ¢yHkuua kamo HapywaBam aHamomusma u
¢yHkuusma Ha pemunama [1-2].

Cone-rod gucmpoduume (KPL) ca xemepozeHHa 2pyna
HacAegcmBeHu 3aboAABaHuA, npu  koumo ce HabalogaBa
gudysHo 3acAzame Ha koHycuemama, a Ha no-kbCeH eman u
npbyuuume. Mpomuyam ¢ HamarAaBaHe Ha UEHMPAAHOMO 3PEHUE,
3acAeaHe Ha UBEMHOMO 3pEHUE, HaAUYUE HA UEHMPaAHU U
napaueHmpaAHu ckomomu U HamaAeHa amnAumyga 8 Hayaaomo
Ha (omonuyHuA, a no-kbCHO U Ha ckomonuyHus omeoBop npu
Gyrduag enekmpopemunozpadusa (GOEPT), kamo ckomonuyHuam
omz0oBop ocmaBa no-coxpaHeH. Mpu HAakou nauueHmu ¢ KPO
MO02am ga ce HabAlogaBam u cvbgoBu u nuaMeHMHU npomMeHu B
OmMgeAHU nepudepHu yyacmbuu Ha pemuHama, xapakmepHu 3a
rod-cone gucmpoguume (PKH). B me3u cAayyau e mpygHo ga ce
onpegeAu kauHuvHoO gaau moBa e KP uau PK gucmpodus. Bogew,
(Gakmop ca HayaAHUME CUMNMOMU Ha nauueHma, Haxogkama npu
dyHgockonus, kakmo u kol omzoBop e no-coxpaxen npu EPT [2-3].

bonecmma Ha Stargardt e Hal-yecmo cpewaHama
loBeHunHa MakyaHa gucmpoduAa U 4Yecma npuyuHa 3a 3acyba
Ha UeHmpaAHomo 3peHue BoB Bv3pacmma go 50 2oguHu. 3a
HacregcmBeHume Makyaonamuu e xapakmepHo AokaAusupasHomo
3acA2aHe Ha koHycuemama B8 obaacmma Ha makyaama.
3pumeAHama ocmpoma o06ukHoBeHo ocmaBa B pamkume Ha
HAkoAko gecemu. Kaacuueckusm deHomun Ha Goaecmma Ha
Stargardt ce xapakmepu3upa ¢ ampogus Ha poBeama, 3a0bukoreHa
om guckpemHu, XxoAameHukaBu, okpbaaeHu nemHa Ha HUBOMO Ha
PME, ¢ Hayano owe B loHowecka Bov3pacm. Ako nemHama ca

pasnpbCHamu NO UAAOMO OYHO GbHO, CbCMOAHUEMO Ce Hapuya
fundus flavimaculatus [1-2]. Mo2am ga ce HabAlogaBam ugHmpaAHu
nepuMempuyHu gedekmu. Ha ¢yHgycaBmodayopecueuus (DAD)
ce ycmaHoBaBam xapakmepHu NpoMeHU: nepunanuAapHa ampogus
Ha PIE, xunoaBmodayopecueHuus Bb8 doBesma u pegyBawu
Ce paguepHu uBuuu Ha xunep- U XunoaBmodAayopecueHuus
C nepudepeH xog. KAuHUYHama gua2HO3a Ha boaecmma Ha
Stargardt moxke ga 6bge nomBupgeHa ¢ omkpuBaHemo Ha m.
Hap. ,XOpUOUQHO MbAYaHUE“ Ha QAyopecueuHoBa aHauozpadus
(DA). B makyaama ce HabalogaBam yyacmouu Ha Xuno- u
xunepdayopecueHuua. G npozpecuama Ha 3aboadBanemo B
PME ce HampynBa AunodycuuHonogobeH mamepuan [4-6]. Ha
EPI gomonuyHuam omeoBop & HOPMaAeH UAU CYDHOPMAAEH,
ckomonuyHuam 06ukHoBeHO € HopmaneH. [ludepeHuuanHama
guaz2Ho3a e C pasAudHuUme cone- u cone-rod gucmpoguu [4, 7-9].

Mamepuaa u memogu

Mauuenm 1: XKeHa Ha 26 20guHU, Ha koAamo e u3BbpuieH
NoAeH 0QMaAMOAO2UYEH npeaneg, dyHgockonua, GOEPT u MOEPT,
komnlombpha nepumempus (KI), uscaregBaHe Ha uBemHo 3peHue u
3pumeAHa ocmpoma, onmuyHa koxepeHmHa momozpadus (OCT) u
(DA, upes koumo ce nocmaBu kAuHUYHamMa guazHo3a, nomBbpgeHa
U 2EHEMUYHO.

Pesynmamu: AHaMHECMUYHO — nNOCMeNeHHa 3az2yba Ha
3peHue, 3abeaasaHa om 0koAo 2 20guHu, Gomodobus, HapyweHo
uBemHo 3peHue. He ca O u3BecmHu pogcmBeHuUuu C NOYobHU
onaakBaHua. BCVA =0.5 H.k. OuHu goHa — Aeko no-6aegu nanuau,
YMEPEeHO CMECHEHU pPemuHaAHU CbgoBe U egUHUYHU NU2MEHMHU
cmpynBaHusa nepudepHo B8 gBeme oyu u B8 6Au3ocm go gucka Ha
3pumenHus HepB (O3H) 8 gacHo oko ([0), kakmo u XkoAmeHukaBa
ouBemka Ha makyrama gBycmpanHo. Ha (DA — 2eHepaausupaHo
usmuoHABaHe Ha PIIE nepudepHO U XuneppAyopecugHuua 8 ueHmbpa
Ha Makyrama 8 gBeme ouu (Quaypa 1).

(uaypa 1. LBemna domozpadua u QA Ha nopBus nauuesm
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(uzypa 2. OCT Ha nopBua nauuesm

(uaypa 3. KM — 30° u 10° spumento noae

Ha OCT ce HabnlogaBa abHopmeH (0BeonapeH koHmyp
C pemuHaAHO u3mbHABaHe B omgeAHu MakyAHu yvacmbuu 8
gBeme 0yu CbC 3acAzaHe NpeguMHo Ha pomopeuenmopHusa u PIE
croeBe ((Duaypa 2). LleHmpaAHu u napaugHmpaaHu ckomomu ce
ycmatoBaBam Ha KI npu 30° u 10° 3pumeato noae ((Puaypa 3).

Ha ¢dEPT, koamo peaucmpupa pa3geAHO 2eHepaAusupaHus
omeoBop Ha npbyuuume u Ha koHycuemama, ce ycmaHoBsaBa
CUAHO HamaAeH pomonuyeH omeoBop ¢ abHopMHa koHpuaypauus
U HamMaAeHa aMnNAUMYyga U NPOAOH2UPaHA AAMEeHMHOCM go noymu
Hepeaucmpupawa ce BoAHa B AABo oko (AO). CkomonuyHusm
0mz20B0op e CbWO NamoAo2uYeH, Bbnpeku Ye e no-CbxpaHeH om
domonuutus (Quaypa 4).

Ha MOEPI, koamo no3BoadBa ga ce pesucmpupam
AokaausupaHu yBpegu, ce ycmaHoBaBa no-Hucka ¢yHKuUuOHaAHa
akmuBHocm Ha koHycuemama B8 makyaama Ha gBeme ouyu, no-
mexko 8 [10, Ho 8 AQ ce HabalogaBa ueHmpaneH nuk Ha 3anaseHa
AokanHa konycuyeBa akmuBHocm B ueHmvbpa Ha Makyaama.

YcmanoBaBam ce npomeHu u nepudepHo, koemo kopecnoHgupa
¢ npomeHume BbB @omonuyHuA u ckomonuyHua omz208op npu
OOEPT (Quaypa 5).

Mauuenm 2: Ha momue Ha 10-2oguwHa Bo3pacm bsAxa
u3BbpweHu NoAeH odmaamoroauuen npeareg, QAD, OCT, dHEPT
u MOQEPT, 6nazogapeHue Ha koumo 6e nocmaBeHa kauHuuHa
guazHo3a, nomBbpgeHa U 2eHeMUYHO.

Pesynmamu: AHAaMHECMUYHO — NOCMENEHHO HaMaAeHue
Ha 3peHuemo om o0koAo 20guHa. Pogumeaume He CbobuiaBam
3a pamuAHa aHamHesa. Hama onaakBaHua om domodobus, uma
HopmaAnHo uBemHo 3peHue. BCVA=0,15 ¢ -2.0 g c¢ Ha [0,
BCVA=0,3 ¢ - 2,5 g c Ha AO. DyHgyc — pasmecmeH nuameHm 8
ueHmpaaHama Makyaa, Ha (DAQ - xunoaBmodayopecugHuus BvB
(doBeama, Ha (DA — XOpuUOUgHO MbAYaHUE U XunepdAyopecueHuus 8
obAacmma Ha ugHmpaaHama makyaa (Quaypa 6).

Ha OCT ce Busyaausupa ampogua Ha GOmOopeuenmopHUA U
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(uzypa 5. MOEPT Ha nbpBus nayueHm

PIE caoeBe u HampynBaHe Ha xuneppedaekmuBHa mamepus 8 06-
Aacmma Ha makyaama (Quaypa 7)

Ha  OOEPI, kosmo  u3mepBa  2eHepaAusupaHama
akmuBHoCcm Ha npbyuuu U KoHycuema ce gemoHcmpupa, ue
HAMA Qu(y3HO 3acAzaHe Ha koHycyemama, mbl kamo mexHusm
enekmpocgusuorozuueH  (EQ) omeoBop e gocma  CbXpaHeH,
Manko no-HuckoamnAumygeH om mosu Ha npbyuuume, kodmo e
HopmaaeH, kamo no-3aceaHam e 6 10 ((Puaypa 8).

Ho Ha MQEPT, koamo Hu gaBa Bb3amokHocm 32 oueHka Ha
AokaAusupaHu makyAHu yBpegu, ce gemoHcmpupa no-Huckama
koHycueBa akmuBHocm B obaacmma Ha ueHmpaaHama makyaa 8
gBeme oyu. B mo3u cayyad Ha GOEPT ce ycmaHoBABa, ye HAma
gudysHo 3acAzaHe Ha koHycuemama, xapakmepHo 3a KP[, a Ha
MOEPI ce gemoHcmpupa no-Huckama koHycyeBa akmuBHocm
8 obracmma Ha ugHmpaaHama makyaa 8 gBeme ouu, koemo e
xapakmepHo 3a HacAaegcmBeHume Makyaonamuu u 2u omauvaBa
om KPI, npu koumo ce HabalogaBa 2eHepaausupaHa yBpega Ha
domopeuenmopume 8 pemuxama (Puaypa 9).

ObcvkgaHe

Mpu nopBusa nauueHm EQ uscaegBaHus ycmaHoBaBam
2eHepaausupaHo mexkko 3acA2aHe Ha koHycueBama dyHkuus,
HO U HamareHa @yHkuuoHanHa akmuBHocm Ha npbyuuume
npu ckomonuyHa cmumyrauus — U gBeme HemunuyHu 32
HacAegecmBeHume MakyAHU gucmpoduu, KoM koumo npuHagaeXu u
borecmma Ha Stargardt, a xapakmephu 3a KPL [4,7,9].

Mpu MQEPI ce ycmaHoBaBa HamaneHa akmuBHocm Ha
koHycyema u npbyuuu, xapakmepHa 3a HacaegcmBeHume KPL,
koemo au pa3auyaBa om makyanonamuume, npu koumo ce HabalogaBa
AokaausupaHa yBpega Ha koHycuemama 6 ueHmpaAHama pemuHa
[4,6,8-9].

IMpu Bmopus nauueHm Ha GOEPT ce ycmanoBaABa 3anaseHa
26HepaAusupaHa akmuBHocm Ha npbyuuume U MHO20 CAabo
npomeHeHa Ha koHycuemama, a Ha MOEPI ce ycmaHoBaBa
3HAYUMEAHO  AOKaAU3UpPaHO  3acAeaHe Ha  ¢yHkuuAama Ha
konycuemama B8 makyaume Ha gBeme o4u, koemo € munuyHo 3a
boaecmma Ha Stargardt [4,6-7].
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(uaypa 7. OCT na Bmopus nauueHm
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(uaypa 9. mPEPT Ha Bmopusa nauuesm
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E(D uscaegBaHus, koumo ce cyumam 3a ,3AameH cmaHgapm*
8 guazHocmukama Ha HP[], ca MH020 uH®opmamuBHu, mbi kamo
ype3 npaBuAaHusa nogbop Ha nogxogawomo EQ uscaegBae moxke
ga ce HanpaBu gudepeHuuarHa guazHo3a MeXgy pasAudHUMe
BugoBe HPO [4].

MocmaBaHemo Ha npaBuAHama  QuagHo3a €  om
uskatouumenna BakHocm, mbl kamo uma 20AAMO 3HauyeHue npu
mepaneBmuyHomo noBegeHue — Npu nauueHmume ¢ 6oaecm Ha
Stargardt Bum. A mpAabBa ga ce u3ba2Ba, mol kamo yckopaBa
HampynBaHemo Ha AunodycuuH BvbB ¢oBeama. MpaBuaHama
guazHo3a UMa 3HaueHue U 3a npuAazaHemo Ha HoBume, Bce owle
ekcnepumeHmanHu mepanuu npu mesu 3aboasBaHua [1,10-11].

Aazopumbm 3a guazHocmuka Ha HPL

* [ToAeH 0OGMAAMOAORUYEH NpeaAeq
* 113cAegBane Ha uBemHo 3peHue
* DAD, DA

* OCT

e KN

* OOEPT, MOEPT

* [eHemuyHo u3cregBaHe

3aknloueHue

Yacm om cumnmomamukama Ha nopBus nauueHm, kakmo u
HAkou om KAUHUYHUME u3cAegBaHuA buxa MO2AU NO2PEWHO ga ce
uHmepnpemupam kamo 6oaecm Ha Stargardt, Ho caeg 3agbABOYEHO
E( uscaegBane, koemo nokasBa HamaeHa gudysta EQ akmuBHocm
Ha koHycuemama u 8 no-manka CmeneH Ha npbyuuume, Ce Hanaza
peBusua Ha KkAUHUYHAMA guazHo3a, nomBbpgeHa no-kbcHo U
2EHEMUYHO. 3agbABOYEHOMO KAUHUYHO, eAekmpodu3UuOAO2UYHO U
2eHemUuYHO u3caegBane Ha nauuenmume ¢ HPJl e om cowecmBeHo
3HayeHue 3a npaBuAHama guazHo3a U u3bopa Ha mepaneBmuyHo
noBegeHue.

MpegcmaBeHuam ar20pumbM € NOAE3EH 3a gUhEPeHUUAAHO-
guazgHocmuy4yHOMO paszpaHuvaBade Ha pasauyHume BugoBe HPL,
koemo B HAKou CAyvau e MHO20 MpygHO U u3uckBa gudepeHuupaH
nogxog.
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