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CvBpemenna guazHocmuka Ha
HacAegcmBeHume pemuHaAHu gucmpoduu
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Peslome

BvBegeHue: HacregcmBeHume pemuHaAHu gucmpoduu ca
Xemepo2eHHa 2pyna HacAegcmBeHu 3a60AABaHUA CbC CpaBHUMEAHO
Hucka yecmoma 6 yoBewkama nonyaauus, xapakmepusupawu ce
CbC 3acA2aHe Ha pasAUYHU CAOeBe Ha pemuHama, Had-yecmo
komnaekcom pemuHeH nu2amMeHmeH enumeA — Gomopeuenmopu u
npuyuHABawu mexko 3pumeAHo yBpeXkgaHe — 3a2y6a Ha HOWHO
3peHue, 3pUMEeAHO NoAe, UBEMHO 3PEHUE U 3pumeAHa ocmpoma B8
HayaAHUMe emanu u Bogewu go npoz2pecuBHa u mexka 3az2yba Ha
3pumeAHama QyHkuusa 4pes npomaHa 8 aHamomusama u pyHkuuama
Ha pemuHama.

Llea: [1a ce npegcmaBam cbBpemeHHUME QguagHOCMUYHU
Memogu, ocu2ypABawlu moyHa guazgHocmuka Ha HacAegcmBeHume
pemuHaAHu gucmpoduu, koemo e om CblecmBeHO 3HaueHue 3a
npaBuaeH mepaneBmuyeH nogxog.

Memogu u pesyamamu: C pasBumuemo Ha MeguuuHckama
Hayka u mexHoro2uume ce BbBekgam HoBu, Bce no-ycbBop-
WeHcmBaHu Memogu 3a paHHa guazHocmuka Ha mesu 3aboAdBaHus
— enekmpogu3auoao2uyHume uscaegBaHusa cmaBam Bce no-CAOXKHU
U uHdopmamuBHu. 3aegHo ¢ komnlombpHama nepumempus,
onmuyHama koxepeHmHa momozpagua (OCT), aHauoOCT, ¢ayo-
pecueuHoBama aHauozpagusa, ¢yHgycaBmopayopecueHuuama u
aganmuBHama onmuka no3BoaaBam MH020 moyHa monozpadcka
Aokaausauus Ha gedekma. A 3aegHo ¢ Hanpegbka B8 2eHemukama,
onmozeHemukama, MoAekyAspHama buoAo2us, Guoxumusma Ha
pemuHama U pe2eHepamuBHama MeguuuHa, me ocuaypaBam
no-gobpo pasbupaHe Ha MexaHusma Ha mesu 3aboAdBaHuAa u
yBeauyaBam mepaneBmuyHume Bb3moXkHocmu.

3aknloueHue: [o3HaBaHemo Ha CbBpemeHHUME Memogu
32 guazHocmuka Ha HacAegcmBeHume pemuHaAHU gucmpoduu
ocu2ypsaBa moyYHO guazHOCMUUUPaHe Ha OMPeAHUME HO30A02UYHU
eguHuuu, koemo e npegnocmatka 3a npaBuAHa mepanus.

KalouoBu gymu: HacaegcmBeHu pemuHaAHU gucmpoduu,
enekmpogusuoao2us, onmuyHa koxepeHmHa momozpadus, 2eHe-
muka, pegku o4HU 6oAecmMu
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Abstract

Introduction:  Hereditary retinal  dystrophies are a
heterogeneous group of diseases with a relatively low frequency
in the human population, characterized by involvement of different
retinal layers, most often the complex retinal pigment epithelium
— photoreceptors and causing severe visual impairment — loss of
night vision, visual field, color vision and visual acuity in the initial
stages and leading to progressive and severe loss of visual function
by altering the retinal anatomy and function..

Objective: To present the modern diagnostic methods that
provide accurate diagnosis of hereditary retinal dystrophies, which
is essential for a proper therapeutic approach.

Methods and results: The development of medical science
and technology has led to the introduction of new, increasingly
sophisticated methods for early diagnosis of these diseases —
the electrophysiological studies have become more complex and
informative. Together with computer automated perimetry, optical
coherence tomography (OCT), angioOCT, fluorescein angiography,
fundus autofluorescence and adaptive optics, they allow very
accurate topographical localization of the defect. And together with
the advances in genetics, optogenetics, molecular biology, retinal
biochemistry and regenerative medicine, they provide a better
understanding of the mechanism of these diseases and increase
the therapeutic opportunities.

Conclusion: The knowledge of modern methods of diagnosis
of hereditary retinal dystrophies ensures accurate diagnosis of the
different nosological groups, which is a prerequisite for a proper
therapy.
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BvBegeHue

,Pegkume 04HU Borecmu” ca 3aboAABaHUA CbC CPAaBHUMEAHO
Hucka yecmoma 8 yoBewkama nonyaauus. 3a ,pegku 6oaecmu” ce
npuemam me3u, Yuamo yecmoma e no-maaka om 1:2000 gywu
HaceAeHue. MosHamu ca okoao 900 ,pegku o4HU 6oaecmu®. Om max
Hal-20AAM gAA UMam HacAegcmBeHUMe gucmpoduu Ha pemuHama
(HAP). Cnopeg pa3au4Hu usmoyHuuu okoao 750 ca gucmpoduume
Ha pemuHama, xopougesma UAU U Ha gBeme 3aegHo, kamo
cneuuduyHuAmM 2eHeH gedgekm e ugeHmuduuupaH npu okoao 270
om max [1].

HacaegcmBeHume gucmpoguu Ha pemuHama caxemepoz2eHHa
2pyna HacregcmBeHu 3aboaABaHusA, xapakmepusupawu ce ¢
yBpeXkgaHe Ha pasAuYHU CA0eBe Ha pemuHama, Had-4yecmo
komnaekcom pemuneH uzmesmen enumen (PIE) — gomopeuenmopu
U npuyuHaABam mexkko 3pumeaHo yBpeXkgaHe — 3a2yba Ha HOWHO
3peHuUe, 3pUMEAHO NOAe, UBEMHO 3peHUe U 3pumeAHa ocmpoma
8 HauyaaHUME emanu u Bogam go npozpecuBHa u mexkka 3a2y6a
Ha 3pumeAHama (QyHKUUA Ype3 npoMAHA Ha aHamomusama u
¢yHkuuama Ha pemuHama [2].

1 moii kamo moBa ca 3a60AABaHuA CbC cpaBHUMEAHO Manka
yecmoma B yoBewkama nonyaauusa, moyHama monozpadceka
Aokanusauus Ha gedekma, kakmo U mMAXHOMO 2EHEMUYHO
guazHocmuuupaHe ce npeHedpezBawe gockopo, owe noBeye ue
He cbuwlecmByBawe HageXkgHO AeyeHue. TepanuAama Ha MHO20 Om
me3u 3aboAdBaHus e Bce owe npobaeMamuyHa, HO mbd kamo 8
N0-20AAMama CU Yacm me Ca CUAHO UHBaAugusupawu uHguBuga,
ycuAusma Ha yyeHume no cBema ca HacouyeHU koM HamupaHemo
Ha NogxogaWo AeveHue U B Bausko bogewe ce ovakBam HoBU
HagexkgHu mepanuu [1].

Knacugukayus Ha nacregcmBeHume pemuHantHu

gucmpoguu

CowecmByBam  pasauvHu  kaacupukauuu, HO  Hal-
yecmo u3noA3BaHa e aHamomuyHama, koAamo ce 6asupa Ha
NopBUYHO 3ace2Hamun cAol — pemuHa, MakyAa, PIIE, xopuouges,
cmbkaoBugHomo maAAo / pemuHa. Ho mo3u nogxog He BuHazu e
Hal-npaBuAeH, 3awomo npu Hakou gucmpoguu ca 3acesHamu
HAKOAKO CAOA UAU 06AACMU egHOBPEMEHHO [2].

[pya Bug kaacudukauua ce 6asupa Ha HaccegcmBeHocmma.
3yyeHu ca mHo20 pogocaoBud, koemo gaBa Bb3moXkHocm 3a
npoyyBaHe Ha HaYUHUME Ha yHacAegaBaHe B nokoAeHuama.

CowecmByBa u mpemu mun kaacudukauus, koamo
noyuBa Ha ¢eHomunHama oueHka, u3BopweHa cAeg KAuHUYEH
npeaaeg, erekmpo@u3uoAO2UYHU U NCUXO(U3UYHU U3cAegBaHus.
BHumameaHuam aHaau3 Ha pe3yamamume om  Bcuuku mesu
uscaegBaHus gaBa Bv3amoXkHocm 3a npuyucadaBaHe kb onpegeaeHa
HO30A02UYHA 2pyna KAUHUYHO, @ no-KbCHO nomBbpgeHa u om
MonekyasapHama 2eqemuka [2].

Hucmpoguume ¢ nbpBuyHO Qudy3HO 3acA2aHe  Ha
Gomopeuenmopume ce kaacuduuupam OmMgeAHO Oom me3u C

npeobAagaBawo ueHmpanHo (MakyAHo) 3acAzaHe, mbld kamo ce
pasauyaBam coliecmBeHo N0 CUMNMOMUME U NPO2HO3ama.

HudysHama gucmpodua Ha  ¢domopeuenmopume e
pasgereHa B 3aBucumocm om nbpBuYHO 3ace2Hamama 2pyna
(omopeuenmopu Ha cone-rod u rod-cone gucmpoguu.

CowecmByBam u 2pynu ¢ nbpBuyHO 3acA2aHe Ha
xopuougeama, kakmo u Bumpeo-pemuHaAHu gucmpoguu.

B 3aBucumocm om xoga Ha pa3Bumue Ha 3ab0AaBaHemo, me
Ce geAdm Ha CMauuoHapHU U npo2pecupatiu.

HacaegcmBeHume 3a6oAaBaHuA Ha 0komo umam gBycmpaxHo
CUMEMPUYHO 3acsAzaHe u ako Npouecom € egHOCMpaHeH, mpaocBa
ga Ce mbpcaAM gpyau NPUYUHU — UHMPAymMepuHHU uHdekuuu,
mpaBmu uAu Bb3naaumeAHu 3ab6oAaBaHuA.

CowecmByBam u3oAupaHu @opmu, koumo npomuyam
Camo C 04YHO 3acseaHe, kakmo u cuHgpoMHu gucmpoduu, koumo
ca yacm om no-wupok GoAecmeH npouec, aHzakupaw, u gpyau
MbkaHu U opaaHu [2].

CvBpemeHHuU guazHoCMUYHU Memogu

Pa3Bumuemo Ha MeguuuHckama Hayka u mexHoAo2uu goBege
g0 BbBexkgaHemo Ha HoBu, Bce no-ycbBopwercmBaHu Memogu 3a
paHHaguazHocmukaHamesu3aboAaBaHuA—eAekmpoGuU3UOAOUYHUME
(ED) uscregBaHus cmaHaxa no-CAOKHU U UHGOPMAMUBHU. 3aegHo
¢ komnlombpHama aBmomamusupada nepuMempua, ONnMuYHa
koxepeHmHa momozpadua (OCT), aHeuo-OCT, dayopecueuHoBama
aHeuozpadus  (DA)  dyHgycaBmodayopecueHuusma (PAD) u
aganmuBHama onmuka, no3BoaaBam mMHO20 moyHa monozpadcka
Aokaausauua Ha gegpekma. A 3aegHo ¢ Hanpegbka B8 2eHemukama,
onmozeHemukama, MmoaekyadapHama 6uoao2uf, Guoxumuama Ha
pemuHama U pe2eHepamuBHama MeguuuHa, me ocuzypaBam
no-gobpo pasbupaHe Ha MexaHu3Ma Ha mesu 3aboAABaHuA U
yBeauyaBam mepaneBmuyHume Bb3MoXKHOCMU.

HaauuHocmma Ha CoBpeMeHHa guazHOCMUYHA anapamypa
no3BoadBa agekBamHa ouenka Ha cmpykmypama u ¢pyHkuuama Ha
pemuHama.

OCHOBHUME QUAZHOCMUYHU Memogu 32 uscAegBaHe Ha
pemuHaAHume gucmpoduu ca:

* opmaamockonus / dpyHgobuomukpockonus
 onmuyHa koxepeHmHa momozpadus (OCT), aHzuo-0CT
* (AyopecuguHoBa aHauozpagua ((DA)
* (yHgycoBa aBmodayopecueHuus (DAD)
* enekmpogu3uoA02UYHU Memogu
1) dyaduag enekmpopemunozpadua (GOEPT)
2) MyamudokarHa eaekmpopemutozpadua (MGEPT)
3) namepHa enekmpopemunozpadus (MEPT)
4) enekmpookynozpadus (EOT)
5) 3pumenaHu eBokupaHu nomeHuuaau (3EM)
* NCUX0(u3UYHU mecmoBe
1) uscaegBaHe Ha 3pumeAHa ocmpoma
2) uscaegBane Ha koHmpacmua yyBcmBumeaHocm
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(uzypa 1. DHEPT Ha nauyueHm ¢ cone-rod gucmpodus

3) cmangapmta aBmomamusupana komnlombpHa nepu-
Mempus
4) uscaegBaHe Ha aganmauuama
5) uscaegBane Ha uBemHomo 3peHue
* 2eHemMUYHU mecmoBe, npeHamaaHa guazHocmuka

EnekmpodusuonozuyHume memogu ca  Had-BakHu
8 guazHocmukama Ha HOP. Te ca ,3namHusm cmaxgapm®,
0CO0EHO UEHeH B HayaAHUME emanu UAU Npu acuMnmOMHU
dopmu, koeamo cybekmuBHume cumnmomu omcbcmBam u
B MHO020 CAyyau npu HopmaneH QyHgyc. Te ca 0C06eHO BaxkHu
U 3a npocAegaBaHe Ha npomeHume B guHamukama, koemo
€ 0m OCHOBHO 3HayeHue 3a npo2Ho3ama Ha yBpeXkgaHemo
[3]. EQ memogu ca MH020 UHpOpMamuBHU, mbl kamo upe3
npaBuAHHUA nogbop Ha nogxogawomo EQ uscregBaHe moxke ga
ce HanpaBu gudepeHuuarHa guazHo3a Mexgy pasaudHume BugoBe
HacAegcmBeHu pemuHaaHu gucmpoduu, koemo noHakoza e MH020
MpygHo, a € om ocobeHa BakHocm npu u3bopa Ha npaBuneH
mepaneBmuyeH nogxog.

EQ memogu ca obekmuBHu Memogu 3a u3scAegBaHe
¢GyHkuuama Ha 3pumeAHus aHaausamop. KoM max cnagam
pasAuYHUME BugoBe enekmpopemuHozpadus (EPT),
enekmpookyrozpacpaguama  (EOT) u 3pumeaHume eBokupaHu
nomeHuuaau (3EM) [4].

(Oyadung EPT (PPEPT) e EQ memog 3a 06ekmuBHo
usMepBaHe Ha obwama @yHkuus Ha pemuHama, U30oAupaHama
obwa ¢yHkuua Ha koHycuemama u u3oAupaHama obwa ¢yHkuus
Ha npvyuyume. Cnopeg Hakou aBmopu mpA6Ba ga ca 3aceeHamu
(Gomopeuenmopume Ha NOHe NOAOBUHaMa PemuHa, 3a ga ce NoAyyu
pegykuua Ha amnaumygama Ha EPT npu ¢yaduag mexHukama
[5]. HopmaaHa EPI moXe ga ce noAyyu npu 3aboAaABaHuAa cbe
3HAYUMEAHO HamaneHa 3pumeAHa ocmpoma (30) npu masu
mexHuka, kakmo u obpamnomo — npu 30=1.0 u gudy3sHo 3acAzaHe
Ha pomopeuenmopume MoXe ga Ce NOAy4YU Hepeaucmpupawa ce
EPT, Hanp. npu nuzMeHmet pemunum (MP) [6]. OHEPT e ocobeHo
UHdopMamuBHa npu 2eHepaAu3uUpaHU gucmpoduu Ha pemuHama
kamo P u gpyau rod-cone gucmpoguu kamo BpogeHa amaBposa
Ha Aebep, cone-rod- uau cone-gucmpodguume ((Puaypa 1) [4].

Myamudokannama EPI (M@EPI) e cpaBHumeAaHo HoBa
mexHuka, koamo no3BoadBa AokaaHu EPI omzoBopu ga ce
3anucBam egHOBPEMEHHO OM MHO20 PE2UOHU Ha pemuHama.
OmezoBopume npu MOEPI ce cmama, ue npousxokgam om
koHycuemama, mul kamo e gokasaHo, 4e uma msAcHa Bpb3ka
B 2eHepupaHemo u (opmama Ha cu2Hara Ha MQEPI, om egHa
cmpaHa, u Ha OOEPT-koHycueBua omz2oBop om gpyea. MOEPT
€ MH020 NOAE3Ha npu 3aboAABaHuA Ha makyaama, kakmo u 3a
omkpuBaHe Ha AokaausupaHu abHopmHocmu B pemuHama kamo
borecmma Ha Stargardt uau Best (Queypa 2) [7].

Enekmpookynozpaguama (EOI) 3a pasauka om EPI, He
e cmumyAupaH omz208op, ma 3anucBa NOCMOAHHUA NOMEHUUAA,
kolimo cowecmByBa 8 ouHama AbbAaka. MomeHuuaAume, 3anucaHu
no Bpeme Ha EOT, ce usnoa3Bam 3a usvucAaaBaHe Ha koeduuueHma
Ha Arden. lMoayuaBa ce upe3 pasgeasHe Ha nukoBama amnaumyga
(A) npu ®omonuyHu ycaoBua Ha makcumanHua cnag Ha A npu
ckomonuyHa cmumyaauua. EOI ompa3saBa 2rnaBHo dyHkuuama Ha
PME, Ho 3aBucu om uHmezpumema Ha PIE, pomopeuenmopume
U uHmepdomopeuenmopHua Mampukc. [lopagu masu npuyuHa
EOr e namoaozuyHa npu (GOMOPEUENMOpPHO 3acA2aHe U gpyau
2EHepaAu3upaHu 3aboAABaHuA Ha BbHWHAmMa pemuxa u PrIE, kamo
borecmma Ha Best [4].

(OnayopecueunoBama awzuozpapusa (PA) ce usnoasBa
3a BusyaausupaHe Ha kpbBoobpawieHuemo 8 pemuHaAHUMeE U
X0puougHUMe cbgoBe. Kakmo 3Haem, NnamoAO2UYHUME CUMNMOMU,
koumo mozam ga ce HabalogaBam npu mo3u Bug uscaegBate, ca:
Xuno-, Xunep- u aBmogAyopecugHuus.

(MyngycaBmodnayopecuenuuama (PAD) ce usnonsBa 3a
oueHka Ha QyHkuuama Ha PIIE. Caeg 06AbuBaHe ¢ ekcuemupawa
cBemAuHa HAkou OYHU cmpykmypu umam cnocobHocmma ga
(dayopecuupam. TakuBa cmpykmypu ca nuameHmume 8 kaemkume
Ha PIE, gpy3ume, AunogycuuHa npu 6oaecm Ha Best ((uaypa 3).

W3cnegBane Ha konmpacmHa yyBcmBumeaHocm — Memog,
koimo no3BoaaBa kayecmBeHa oueHka Ha 3peHuemo. [aBa
UHdopMauus 3a pasaudumeaHama cBemaodyBemBumearocm, m. e.
cnocobHocmma Ha okomo ga npaBu pasauka meXgy Apkocmma Ha
(hoHa u obekma. KoHmpacmHama yyBcmBumeAHocm ce Hapywasa
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(uzypa 2. MGEPT Ha nauuesm ¢ cone-rod gucmpodus

(uaypa 3. PAD Ha nauuenm c 6onecm Ha Stargardt

MHO20 NO-paHo Om 3pumeAHama ocmpoma, mol kamo npu
3pumeAHama ocmpoma ycaoBuama ca MakcumaAHo KOHmMpacmHu,
koemo 6 HopmaaHomo eXegHeBue e MH020 pAgko CpelaHo
u moBa npaBu mecmbm 3a u3cAegBaHe Ha koHmpacmHama
yyBecmBumeAHocm no-ceH3umuBeH npu 3aboAABaHuUA Ha pemuHama
U no-moyHo makyrama [8-9].

CmangapmHa aBmomamu3upana komnlomupra
nepumempus. 113noa3Ba ce 3a cybekmuBHO u3cAegBaHe Ha
3pUMEAHOMO  NOAE  Ype3 nocAegoBameAHo  onpegeAsHe  Ha
pasgeaumeAHama cBemaoyyBecmBumeAHOCM Ha pemuHama u4pes
goAaBaHe Ha pasaukama B8 Apkocmma Ha GoHa u masu Ha mecm-
obekma 8 npegBapumeaHo nogbpaHu cmamuyHu mouku 8 30°, 60°
uAu 90° 3pumeAHO noae.

3a 06ekmuBHO u3mepBaHe Ha 3pumeAHOMO noAe Bce ouwe
Camo 3@ Hay4yHU UEAU Ce u3noA3Bam MyAmMu@okarHU 3pumeAHu
eBokupaxu nomexuuaau (3EM) [10-11].

3cnegBanHe Ha aganmauuama. Bo3mokHocmma Ha okomo
ga Bb3npuema MUHUMAAHU NO UHMEH3Umem u naow. koauyecmBa
cBemauHHaeHepausaceHapuyaadbcorkomHacBemaoyyBecmBumeaHocm
U e Had-2oaama BbB QukcauuonHama mouka. Mopdoao2uyHuam u
cybcmpam ca npvyuuume [12-13]. CnocobHocmma Ha okomo ga
ce npucnocobaBa KoM pasAuyHU cmeneHu u HUBa Ha ocBemeHocm
ce Hapuya aganmauuda. CouiecmByBa aganmauua KoM mMbMHO

u cBemao. Ta e guHamuyeH npouec, B ocHoBama Ha kodmo ca
NPOUECUME Ha CUHMES U pas2pakgaHe Ha 3pumeAHUme nuameHmu
[14]. CMymeHama aganmauus KoM MoMHO Ce Hapuya Hukmaaonus,
yecm cumnmom npu MP. HapyweHama aganmauus kom cBemao ce
Hapuya xemepaaonus u ce cpewa npu gucmpoduume Ha mMakyaama,
4ecmo CbyemaHa C HUCMacbM, HaMaAgHa 3pumeAHa ocmpoma u
koHmpacmHa yyBcmBumeAHOCM U HapyLWeHOo uBemoyceuwlaxe.

l3cnegBave Ha uBemHomo 3peHue. CnocobHocmma
Ha 3pumeAHama cucmema ga Bb3npuemMa QgpasHeHUA Ha Abuu
C pasauyHa QgoakuHa Ha BbAHama, B pesyamam Ha koemo
ce nopakga cybekmuBHO ycewaHe 3a uBAam ce Hapuya
cBemaoycewate. Mopdoro2uyHuam u cybecmpam ca koabuukume.
B pemuHama uma mpu Buga koabuuku, pasauvaBawu ce no
nuaveHma, kolmo ce Hamupa BbB BoHWHUA UM CceaMeHm —
epumpoAad (uau L-cone), xaoponad (uau M-cone) u uuaHonab
(uau S-cone). OmgeaHume 2pynu koabuuku ce gpasHam om Ab4u
C MOYHO OnpegeAeHa goAkuHa Ha BbAHama. 3a uscaegBaHemo
Ha uBemHomoO 3peHue ce u3noA3Bam pas3AudHU memogu. Had-
pasnpocmpaHeHu B8 npakmukama ca nuzmeHmMHume Memogu,
koumo noyuBam Ha npuHuuna Ha nceBgousoxpomMamuyHocmma —
PasAUYHU MOHOXpOMamuyHu uBemoBe Moz2am ga ce Bb3npuemam
kamo egHakBu, nopagu egHakBama cu fApkocm u HacumeHocm
npu onpegeaeHu aHomaauu. Farnsworth-mecmom couio e Bug
NU2MeHMeH mecm, HO Nno-ceHsumuBeH [15-16]. Opyau memogu,
koumo ce u3noa3Bam, ca cnekmpaaHume. Mpu maAx ueama e upes
cmecBaHemo Ha gBa yucmu cnekmpaaHu uBsma (4epBeH u 3eneH)
B onpegeAreHO CbOMHOWEHUE ga ce NnoAyqu uBam, egHakbB cbe
3agageHus koHmpoAeH MoOHoXpomamuueH uBam (koam). TakoB
Memog e aHoMaaockonuama.

0ObekmuBHomo u3cregBaHe Ha uBemoycewlaHemo ce
u3BopwBa upe3 cnekmpanHa EPI u 3EI, noayyeHu npu uBemHa
cmumyAauuf, HO me Bce Owe umMam 02paHUY4eHO0 NpuAoXkeHue
Camo Npu HayyHu uscaegBaHus [4].

Onmuysama koxepenmHa momozpadua (OCT) e
HeuHBa3uBHO u3cAaegBaHe, koemo ocuzypABa obekmuBHa
oueHka Ha pasauyHume cAoeBe Ha pemuHama. Ta no3BoaABa
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(uzypa 4. OCT — uamuvnaBaxe u gedekm Ha homopeuenmopHus caoil u PME npu nayueHm c cone-rod gucmpodus

u3BopwBaHe Ha HanpeyHu OnMuYHU Cpes3oBe Ha pemuHama c
Bucoka pasgeaumeaHa cnocobHocm. MMpu HOP, koumo ca mMH020
pa3HOpOgHa 2pyna, Hali-yecmo ce HabalogaBa ampodua Ha
3acezHamume cA0eBe Ha pemuHama — HamaasBaHe Ha gebeauHama
Ha HeBpOCEH30pHama pemuHa, CAOA Ha Gomopeuenmopume UAU
PME (Quaypa 4).

Hanocaegok Bce no-4ecmo ce u3noa3Bam Had-HoBume aHauo-
OCT anapamu, koumo cbyemaBam uHpopmauuama, noAyyeHa om
OCT u (A. MpegumcmBomo uM e, Ye ocuaypaBam Mpuu3MepHo
usobpakeHue Ha CbgoBeme Ha pemuHama U xopuokanuaspuca
Ha pa3AUYHA QbADOYUHA C MEHgeHUUA 3a paspabomBaHe Ha
MexHoAO2UU, koumo no3BoaaBam BusyaAu3auua Ha XopuougHume
CbgoBe, koemo we 0602amu HayyHume 3HaHUA 32 moBa kak
PasAUYHUME gucmpoGuUU Ha pemuHama NPOMEHAM pemuHHama
U XopuougHa cbgoBa cucmema. 3HauyumeAeH Hegocmambk Ha
HaAUYHAMa anapamypa e Auncama Ha uHgopmMauus 3a pemuHHama
nepudepua, MHo20 BakHa npu Hakou om HAP u ocobeHo 3Hayuma
npu nauuesmu ¢ [P.

Bce owe o06opygBaHemo, ¢ koemo pa3noAazame, HAMA
Heobxogumama pesoalouus 3a Bu3yaAusupaHe Ha OMQeAHUme
(Gomopeuenmopu Ha knemoyHo HuBo.

AganmuBHama onmuka e HoBa cmpameaun, npu koamo
omgeAHume (omopeuenmopHu kaemku ce Bu3syaAusupam upe3
CAOXKHU cucmemu 3a uamepBaHe Ha abepauuama Ha cBemAuHama.
AganmuBHume onmuyHu cucmemu Bce Owe He ca wupoko
gOCMbNHU, HO Me ca UEHHU u3cAegoBamencku UHCMPYMeHmMU,
koumo nomazam ga ce uscaegBa Ha knembyHo HUBO MexaHu3Mbm
Ha (omopeuenmopHo yBpexkgaHe B pasauuHu emanu Ha HUAP u
umam nomeHuuaa kamo HoB uyBcmBumeneH, 0bekmuBeH Memog
3a omkpuBaHe Ha namomophoAO2UYHUME MexaHu3mu, kakmo
U 332 2apaHmupaHe Ha GesonacHocmma u epukacHocmma Ha
KAUHUYHUME u3numMBaHuA Ha pasAuyHU HoBu mepanuu npu
nauueHmu ¢ mesu 3a6oaaBaHus [1].

[enemuysu mecmoBe. [lpeHamaAaHa  guazHocmuka.
leHemukama Ha HP e croxkHa: egHO U Cbllo 3a60AdABaHe MoXke ga
boge npuyuHeHo om gedekm B HAkoako 2eHa. B couwiomo Bpeme
eQUH U CbWw, 2eH MoXe ga bbge cBbp3aH ¢ pasAudHU 3a60AABaHUA.
Kbom gHewHa gama ca onucadu noBeve om 270 2eHa, cBobp3aHu
C ge2eHepauus Ha pemuHama, Ho Ce CMAMa, Ye MH020 Ckopo we
bvgam ugeHmuduuupaHu MHo20 noBeue [17].

Hanocaegbk MHO20 YCUAUA Ca HACOYeHU KbM MbpCeHeMo Ha
2eHemuyHume gedekmu U namo@u3uOoAO2UYHUME MEXaHU3MU Ha
gucmpoguume Ha pemunama. MHoz20 e BakHo ga ce ycmaHoBu
MOYHOMO MECMONOAOKEHUE HA Mymauuama, mbl kamo e
u3BecmHo, ye B 3aBucumocm om moBa 2eHbm MOXe ga uma
pasAauyHa ekcnpecuBHOCM UAU gOpu pasAuyHa GeHomunHa usata.
ToBa aBAeHue € HabAlogaBaHo npu peguua a8mMO30MHU JOMUHAHMHU
2eHu. Hanpumep mymauuu 8 RDS/nepudepuH 2eHa (PRPH2) moxke
ga npuyuHu cone-rod gucmpodua uau MP. Mymauuume B 2eHa
Ha pogoncuHa (RHO) mo2am ga npuyvuHAM CmMauuoHapHa HowHa
crenoma (CSNB) uau MP. A mymauuume 8 2eHa CRX mozam ga
goBegam go nposABa Ha BpogeHa amaBpo3a Ha N\ebep UAU Ha cone-
rod gucmpodua [17-18].

ABmMO30MHO peuecuBHUME 2eHU Cbwlo QgeMoHCMmpupam
pasAudHU peHomunoBe B 3aBucumocm O0m MecmonoAOXKeHUEmMO U
Buga Ha mymauusma 8 pamkume Ha 2eHa. Hanpumep, Mymauuume
8 2eHa ABCA4 npuyunaBam 6Goaecmma Ha Stargardt, loHowecka
MakyAHa gucmpodus, MNP uau cone-rod gucmpodus [19-20].

3aknloyeHue

Mo3HaBanemo Ha cbBpemMeHHUMe Memogu 3a guazHocmuka
Ha HacAegcmBeHumMe pemuHaAHu gucmpoduu ocuz2ypaBa moyHo
guagHOCMUUUPaHe Ha OMEeAHUME HO30A02UYHU eguHuuu, mbi
kamo noHskoza gudepeHuuasHa guazHosa Mexkgy mAx e MHO020
mpygHa, a moBa e npegnocmatka 3a npaBuAHa mepanus.
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