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Pesrome

damunHara ekcynaruBHa BurpeoperuHonatus (PEBP) ¢ psako reHeTHYHO W KIMHHYHO XETe-
porenHo 3abosnsBaHe, IBJDKANIO C€ HAa HAapYyIIEH MPOIEC Ha Ch0Ba AU(EpEHIMAINS, BOACIIO 10
HembJIHA Backynapusanus Ha petnHara. DEBP ce onpenenst kato chcTosiHME, HAOAOOSBAIIO PETH-
HOTIATHSI Ha HEJIOHOCEHOTO, HO C M3pa3eHa (haMuiTHa TPEUCIIO3UIINS TP JIUTICaTa Ha aHaAMHEe3a 3a
MpeXIeBPEMEHHO paxkaHe u/wim kucioponotepanus. Xapakrepaa 3a ®EBP e, kakto acumerpusTa
Ha MaTOJIOTMYHUS MIPOIEC B JABETE OYM MPH €IMH U CHIIU MAIMCHT, TaKa ¥ ToJisiMara BapuaOUIHOCT
Ha CHMIITOMHTE B WIEHOBETE Ha eqHa (hammus. [IpencraBsve nBa KIMHUYHY CIydast HA TO3H PSITBK
CHUHPOM.

KrouoBu nymu: ¢pamuiHa eKkcyJaTUBHA BUTPEOPETHHONATHS, IIepU(epHa aBacKylapu3alus Ha
peTHHAaTa, BPOAEHHU U HACICACTBEH! BUTPEOPETUHOIATHH

Abstract

Familial exudative vitreoretinopathy (FEVR) is a rare genetic and clinically heterogeneous
disease, due to a disorder of the vascular differentiation leading to incomplete vascularisation of the
peripheral retina. FEVR resembles ROP changes but has clear family predisposition and no history
of prematurity or/and oxygen therapy. Patient and interfamily asymmetry of the retinal disorders is
specific for FEVR. We report two cases of this rare condition.

Key words: Familial exudative vitreoretinopathy, peripheral retinal avascularization, congenital
and hereditary vitreoretinopathies

BnBenenne IBJDKAIO Ce HA HapyIIeH MPOIeC Ha ChI0BA
nudepeHnnans, BOICHIO 10 HeI'bJIHA BaCKY-

damuiHaTa eKCygaTHBHA BHUTPEOPETHHO- Japu3anus Ha peruHara [11]. 3aGomnsBane-
natust (PEBP) e cpaBHUTENHO pSIIKO IeHe- TO € OMHMCaHO 3a mbpBHU IHT mpe3 1969 r. ot
TUYHO M KIIMHUYHO XeTeporeHHo 3abonsBane, Criwick u Schepens [10], okosno 30 roguuu
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clie]l TbPBUTE CHOOIICHUS Ha Terry 3a peru-
HomaTusi Ha HepoHoceHoro (PH) wmnu T.Hap.
OT Hero perpoiieHTanHa pudbporutasus [33].
[lopanu cxomHaTa KIWHMYHA KapTHHA Ha
pEeTUHATHUTE TPOMCHH, HAOIIOIaBaHH TIPHU
nBeTe 3a0onsBanus, ronuHu Hapen OEBP e
nuarnoctunupana karo PH npu neua, pone-
Hu Ha TepmuH [30]. ®EBP ce onpenens kato
cbCcTOsiHUE, HamomobOsBamo PH, HO ¢ u3pase-
Ha (paMUITHA TPEAUCTIO3ULIUS [IPH JIIICATa Ha
aHaMHe3a 3a MPEeXKJICBPEMEHHO paxaaHe u/
Wik Kuciopogorepanus [13].

Xapaxkrepna 3a PEBP e, kakto acumerpus-
Ta Ha MaTOJOTHYHUS MPOIEC B ABETE OYH MPHU
€IVH M CHIIM MAIMCHT, TaKa M rojsMara Ba-
pUaOMITHOCT HA CHMIITOMUTE B YWICHOBETE Ha
eaHa GamMuwiIMs — OT aCUMIITOMHO MPOTHYAHE
Ha 3a00JISIBAHETO C HAJIMYMETO CaMoO Ha Iie-
pudepHa aBackynapusanus Ha peTHHATa JI0
TOTAJIHO OTJEINBaHE Ha peTHHATa MPH HAJH-
YUETO Ha ¢JHA U china myTtanwus [11,13].

Kaunnyen ciayuaii:

IIpencraBsime nBa KIMHWYHHU Cllydyau Ha
®EBP. B mppBHus cirydall € HaJIWLE MMOJIOKH-
tenHa (ammiHa anamuesa 3a ®EBP.  Ilpu
BTOPHSI CIIydall ce Kacae 3a U30JIMpaH cllydan
Ha ®EBP 06e3 nannu 3a Oosectra B ceMeii-
CTBOTO U 0€3 pEeTHHAJIHHU IPOMEHU MPU POIH-
TEJIUTE.

Knunuven cayuaii 1

Momue Ha 1 . 1 8 M., KOeTO ce mpocie-
JBa MIEPUOIUYHO MOPaIH HHUCKO 3pEHHE Ha
nsere oud. [IpBu npernen nopanu GpamuiaHa
aHaMHe3a 3a BPOJICHAa OYHA MAaTOJIOTHUs B ce-
MeiicTBoTO. JleTeTo e pojieHo Ha TepMuH B 40
r.c., reriio 3850 rp. OT hamunHara anamHesa
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ca Hanmune naHHu 3a @EBP B cemeilicTBOTO
— Maifka, OpaTtoBYe]] Ha MaliKaTa W IMO-TOJISIM
Opat Ha gereTo che 3abonsBanero. bama u
BYWYO Ha JIETETO C MUTMEHTEH peTUHMUT. [lo-
roJeMHUsT OpaT Ha JIeTeTO € C KIMHUYHU J1aH-
HM 3a OEBP, kaTo XapakrepucTtukara Ha Ia-
TOJIOTUYHHUTE TPOMEHH MPHU HETO ca ONMHUCaHU
ot I. Ilumutposa u C. JlokoB npe3 2013 1. B
crarusTa ,,Psaako cpeniana HaciencTBeHa pe-
TUHOMATHS, HarogoOsBalla PeTUHONATHS Ha
HegoHocenoro” [1].

3puTenHaTa OCTpOTa HE MOXE Ja Ce M3-
ciesBa MOpaau Bb3pacTTa Ha JIETETO, KaTo €
HaJIUIIE JIsIBA eKCLeHTpuuHa (pukcanus (aere-
TO HE MO3BOJISIBA OKJIY3Hs Ha JSICHO OKO).

[{ukionnernyHara ckuackonuvyHa pedpax-
nus e J1O He MoXe Ja ce m3clieiBa mopaan
nuncara Ha pukcanus JIO -4.0/-0.5. Hamwure
€ HHCKOAMIUIHTYJCH W BHCOKOYECTOTEH pPO-
TaTOPEH HUCTArbM, C HAJINYNE HA €COTPOIHS
Ha JSICHO OKO. BHOMHKpOCKONHATA HE pa3KpH
MaTOJIOTUYHU HM3MEHEHHs] Ha TMPEICH OYCH
cerMeHT. PeTHHaTHUTE TPOMEHH B JBETE OYH
ca TUMMYHU 3a 0oJiecTTa.

B nsicHoTO OKO € Hanuie hudpoBackynapeH
Opua OT mamuiiata KbM TEMIIOPAITHUTE ydac-
THUW Ha PETHHATA, KBACTO € HAJIMIIE OTIeN-
BaHE; B JISIBO OKO ¢ Hajiuie ¢dannudpopmena
I'bHKA B 3aJIcH MOJIFOC, 0OXBallaia Makyiara
C eKTOMNHS Ha MOoCJeAHaTa, Hamudue Ha Guo-
poBacKyJlapHH Tposidepanri TeMIIOPaIHoO,
CUJTHO M3THHSIBaHE HA PETHHATA U IPO3HPAHE
Ha XOpouJIaJlHaTa ChJ0Ba Mpexa — ¢purypa 1.

®urypa 1. O4HO ABHO HA ABeTe 04U Ha
KJIAMHUYEH ciay4daii 1.
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Kannudven cayyaii 2

Mowmmnue Ha 1 Meceuna Bw3pact. Ilo xemanne
Ha POJAUTENIUTE OCBIIECTBEH MNPOPHIAKTHYCH
nperies], Karto Ha MHIUPEKTHa O(TaIMOCKOMus
ce YCTaHOBSIBAaT NepU(PEpHU PETUHAIHU IpOMe-
HU B JIACHO OKo. /leTeto e poneHo B 36 r.c., Terio
2350 rp. Jluncea uHpOpManus 3a MPOBEXKAaHA
Kucioponporepanus. Jluncea gamuiaHaTa aHam-
He3a 3a PEBP wim npyru HacieaCcTBEHN BUTpe-
operuHomnartuu. He ce ycraHOBHXa MaTOJOTMYHU
MIPOMEHHU B PETHHUTE Ha JBAMATa POIUTEIIH.

3puTenHaTa 0CTpOTa HE MOXKE J1a Ce U3CJIeBa

®urypa 2. O4HO TbHO HA BeTe 0YH HA KJIH-
HHUYEH cJIyyaii 2.
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1opajy Bb3pacTTa Ha JETETO; HOPMAJHHU 3€HUY-
HU peakluy Ha CBETIMHA. broMuKpockomusTa
HE pa3Kpy MaTOJIOTMYHU U3MEHEHHUsI Ha MpeieH
OYEH CETMEHT Ha JBeTe Oud. PeTrHaIHHTE TpO-
MEHH B JSCHO OKO Ca THITMYHM 3a OOJNeCTTa U 3a
Il — 11l craguii na PH. B Tpera 30na Ha peTuHara
Ce YCTaHOBHU BaJl C HAJIMYME HA MECTa Ha elu-
perunHN (QuOpoBackynapHu npoiudepannu. B
peTHHaTa Ha JITBO OKO HE C€ YCTaHOBUXA MaToJI0-
TMYHU TIPOMEHH, C HAJIMYUE Ha IIbJIHA BacKyJa-
puzanus Ha petuHata — Qurypa 2. [Ipu gereto
Ce pelIr MPOBEKAAHETO Ha JICYCHHE Ha JISICHO
OKO upe3 abranus Ha nieprdepHara aBacKyiapHa
petuna ¢ kpuorepanus — ¢purypa 3. Petunanuu-
T€ MPOMEHH 0sXa CTaOWIM3HpaHH, KaTo JETETO
ce Impocie/siBa NepHOIUIHO.

®urypa 3. O4yHO JPHO HA AACHO OKO Ipesy 1
clef IpOBeXX/iaHe Ha KpuoTepanus.

duckycust

Pa3BuTHETO Ha pETHHAJIHUTE CHIOBE 3a-
nmouyBa Mexay 15 u 18 r.c., karo BeIIHA OT Me-
3€HXMMaJIHU KJIETKU, KOMTO 1aBaT HAa4yaJoTo
Ha NPUMUTHBHU KalMISAPH, OT KOHMTO IIO-
KbCHO, CJeJ Mpollec Ha AuQEpeHIHAHS CC
pas3BHBa 3psiiaTa CbhJ0Ba MPEKa Ha peTHHATA
[2,3,8,14,27]. Backynapusanusra 3amo4Ba
OT Mamujara Ha 3pUTEIHHS HEpB, Karo Io-
CTEIICHHO C€ pa3BHWBa IIsUIaTa ChIOBA Mpexa
Ha peTuHarta. TO3W MpoOIeC 3aBbPIIBA B pas-
JUYHU CPOKOBE B pPa3IMYHUTE YaCTH Ha pe-
THHATa — CHhIOBETE JOCTUrAT Ha3ajJHaTa Ora
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serrata xpm 36 1.c., a Temnopannara — 40 —
42 r.c.

[Tomo6uo Ha PH n mpu ®EBP ce nabiio-
JlaBa HapylleH Mpollec Ha BacKylapusalus
Ha peTWHATa ¢ HaJIM4Wue Ha ,,CTOM B HOpMaAJ-
HOTO HEBPOCKTOACPMAJIHO U CHIOBO pa3BH-
THE Ha peTHHATa C MosBaTa Ha NAaTOJIOTHYHU
KOMITIEHCATOPHU MEXaHU3MH, KOUTO BOJST JI0
pa3BUTHETO Ha abepaHTHa CHAOBA Mpexka —
Mmpomec, MEAUUPAaH OT Pa3IUYHU PACTEKHU
(dakTopu, riaBHO moBunieHu HUBa Ha VEGF
[5,15,32].

He3aBucumo oT cxojHara maroreHesa Ha
nsete 3abonaBanusi, PH u ®EBP ce paznnua-
BaT KOPEHHO MO OTHONICHWE Ha €THUOJOTHY-
HUS yCcKOB MexaHu3bM. M nokaro npu PH
OCHOBHHUTE PUCKOBU (aKTOpPHU ca HEJOHOCe-
HOCT (Majka recrallMoHHA BB3pPacT U TEIJO
NpU pakJaHETO) M Kuciopomorepanus [4],
1o ®EBP ce npiku Ha MyTanuaTa Ha TeHH,
KOAMpally MPOTEHUHH, Y4aCTBAId aKTUBHO B
npoieca Ha GopMUpaHe Ha ChAOBAaTa Mpexa
Ha perunara [11,13].

3a paszsutnetro Ha DEBP ca unentudumnu-
paHu pa3nuvHu MyTtanuu B 5 rena - Norrie
disease pseudoglioma (NDP; Xpl1.3),
Frizzled-4 (FZD4; 11ql14.2), low-density
lipoprotein  receptor related protein-5
(LRP5; 11q13.2), tetraspanin-12 (TSPAN12;
7931.31;) w Zinc finger protein-408
(ZNF408; 11p11.2) [7,9,20,26,28,34], kato
MOCTOSHHO M3JIM3aT ChOOIIEHHs 3a HOBU Ba-
puanTu Ha Te3u mytauuu [19,23,25]. MyTta-
[UUHUTE Ha TOpe MOCOYEHUTE I'€HU ca OTro-
BOpHH 3a mo-maiko oT 50% oT ciaywaurte Ha
6onectra [21,29], kato 4 OT Te3u I'eHU UTpa-
AT KJIOYOBa POJIsl B Mpolleca Ha peTHHAIHA
Backyiapusanus [35]. YHacnmensBaHeTo Ha
MYTaIlMUTe € NPEJUMHO aBTO30MHO-JIOMH-
HautHo (FZD4, LRP5, TSPAN12 u ZNF408)
U Jlajiey mo-psiKo ce HaOaogaBa aBTO30MHO-
peuecuBro (LRP5 uTSPAN12) u X-cBbp3a-
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Ho yHacnenssane (NDP) [11,13,19]. 3a6o-
JsSBaHETO MMa IMOJYepTaHa HACIEIACTBEHOCT,
KaTo € HaJuIe pa3JiMuHa MEHETPAHTHOCT Ha
U35Ba Ha MYTAaIUATa CPEJa Pa3IMIHUTE diie-
HOBE Ha €IHO M ChIIO cemelicTBo. B cmy-
JauTe Ha NMHhpBa H3sABa Ha 3a00JIBAHETO B
npobOaH/a, Ipeau MOCTaBsiHE Ha JUarHo3ara
de novo myramnus € HEOOXOAUMO IIATEIHO
U3CJe/IBaHe HAa POJUTEITUTE MOPaaN BEPOST-
HOCTTa 32 aCUMIITOMHO IpOTHYaHe Ha 3a0o-
JASBAHETO TPH TAX.

XapaktepHa uepra Ha DEBP e acumetpu-
sATa B IPOTUYAHETO Ha 3a00JISIBAHETO, KAKTO
MEXIy JBETE OYM Ha €JUH IMalHeHT, Taka U
Cpel pa3IMYHUTE YICHOBE Ha €IHO CeMeii-
ctBo [11,13]. YecTo ce HabiromaBa acHUMII-
TOMHA aBacKylapu3alus Ha peTHHaTa Ha
€HOTO OKO M TOTAJHO OTJENBaHE B JPYTOTO
— BakHa xapakTtepuctuka Ha ®EBP, otnuua-
Bama ro ot PH.

Knuauunara xapTuHa Ha Oonectra ce on-
penens OT CTENeHTa Ha BacKyJapu3alus Ha
nepudepHara peTHHa M TEKECTTa Ha Chb-
nbTCTBAIIATa XUIOKCUS U ucxemus [11,13].
[IposiBuTE BapupaT B 3aBUCUMOCT OT IpOIIe-
ca Ha HEOBACKyJlapHu3alus — OT aCHMITOMHA
aBacKyjlapHa pEeTHHAa IO TEXKH HPOMEHH,
BOJICIIM IO TEKKO 3PUTENHO YBpEXKAaHE H
ciernora Karo peruHamHa ¢(ubpo3a c dan-
nudopmenu rpHKHM U dragging Ha makysara,
peTHHAIHM TPAKIUH, JUCTeHEe3a HAa peTUHATA
U PETUHAJHO OTienBaHe (TPaKIMOHHO, CKCY-
JIATUBHO, PErMaTOrE€HHO).

[Ipe3 roguHUTE ca MpaBEeHH peAUIla ONUTH
3a knacudunupane na PEBP [12,14,18,24],
KaTo TOHACTOSIIEM Hal-pa3nmpocTpaHeHa
e knmacudukanusara Ha Pendergast u Trese
[24], kosiTo 3HauuTenHO HamoxoOsiBa Mex-
nyHapoaHata kiacudukanus Ha PH — tabnu-
ma 1.

-13-




Knunnana odranmonorus - J{narnoctuka

Clinical Ophthalmology - Diagnostics

Boneapcku omanmonozuyen npeened

Ta6nuna 1. Knuanyna xnacudukanus na ®EBP

Kinnanyna kinacupukanus na ®PEBP

Cranuii KinHu4HA XapaKkTepucTHKa
1 ABackynapHa peTrHa 6e3 ekcTpa-

pE€TruHAalIHa BaCKyJIapu3anusi

2 ABacKynapHa peTuHa ¢ eKcTpape-
THHAJTHA BaCKyJIapU3aIlus
A. 6e3 ekcynanus
B. ¢ excynauus

3 OtnenBaHe Ha peTUHATA, HEOO-
XBalllanio MaKyJsara
A. 6e3 ekcynanus
B. c excynauus

4 OTsenBaHe Ha peTHUHATA,
o0XBalao Makymnara

A. 6e3 ekcynamus
B. c excynauus

5 ToranHo oTienBaHe Ha peTUHATA
A. oTtBOpeHa QyHUs
B. 3arBopena ¢ynus

Haii-uecrtara u oTMuMTENHA KIMHWYHA Ha-
xonka nmpu GEBP e Temmnopanuara nepudeprara
aBacKyJapHa peTuHa, KosITo yecto uma V-o0pas-
Ha Qopma [18,22]. B nekute ciaydau (Haii-uec-
Tara nposiBa Ha 3a00JSIBAHETO) TE3U PETHHAIHU
npoMenu ca acumnromun [6,11,13]. B ymepenu-
T€ W TeXKKH CIIy4au MOpaJH 3HAYUTEITHA XUITOK-
CHsI Ha TOJIEMHU y4YacThIM OT nepudepHara peTu-
Ha ce HaOJIroJaBa pa3BUTHETO HAa MpEepeTHHATHA
HeoBacKynapu3amusi 1 (Gpuodpoza Ha TpaHHIIaTa
MEXy BaCKyJlapHa M aBacKylapHa peTuHa. ToBa
BOAM JI0 PEAMIa TEXKU YCIOKHEHUs ¢ Gopmu-
paneto Ha Qanuupopmenn reHku U dragging Ha
MakyJjara, MpeIU3BUKBAIIO SKTOMUS Ha MaKyJa-
Ta, pETUHAIHYU I'bHKH, TUCTCHE3a Ha PeTHHATA U
PETHUHAJIHO OTiIenBaHe (TPaKIIMOHHO, EKCYIaTHB-
HO, PErMaToOTeHHO).
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B ocHoBara Ha 100Bp pe3ynTar OT JieueHHe-
TO JIGKM paHHATa JWArHo3a Ha 3a00JsIBaHETO
[13]. TIpoBexaaneTo Ha CKPUHHHTOBH MPETIICAN
pu Jena B cemelictsa ¢ anamuesa 3a OEBP e
3aBJDKUTEITHO, KAKTO 33BJDKUTEIIHO € U Mepu-
OIMYHOTO TPOCIENsBaHE HA BCHYKU MAIMEHTH
¢ ®EBP mopanu mporpecupaiiys xapakTep Ha
OosiecTTa C IEpUOAN HAa aKTUBUpPAHE Ha MaTojo-
THYHHS TIPOIIEC M YTS)KHSIBAHE Ha KIMHUYHATA
HaXoJIKa.

Bceobmio Be3mpuero ¢ MHeHHEeTo (Makap na
JIMIICBAT MPHETH IPOTOKOIM), Y€ Ha JICYeHHE
TpsiOBa ma OBAAT MOITaraHW CcamoO TAlWeHTH,
IpY KOMUTO ce HaOogaBaT Oeesn Ha porpecus
Ha 3a00JI1BAaHETO WJIHM MPH KOUTO € HAJIHIE BU-
cok puck ot mporpecupane [11,13,31]. Cranuii
1 na 3a0o0siBAaHETO HE U3MCKBA JieueHue. B ciry-
YauTe Ha cTaauid 2 u 3 TpU HaJIM4yhe Ha HEOBa-
ckynmapusanus ¢ “leakage” karo BB3MOKHOCTH
Ce M3MOJ3BaT JjlazepHara (POTOKoAryiamus WM
KpUOTepanusi Ha aBacKyJapHaTa PeTHHA, KaKTo
u npuiokennero Ha anti-VEGF memukameHTH
[16,23,30]. ITpu oTienBane Ha peTHHATA CE MTPH-
nara PPV unm cepkiax, Karo pesylraTure ca
TBBP/IC HECTIOYWIMBH U C TPOMEHJIMB XapaKTep
[6,22,31].

IToBeuero nmarmenTu ¢ ®EBP umar 106po 3pe-
HUe, KaTto 64-74% oT nanueHTUTe UMaT 3pUTeITHA
ocrpora Haj 0,2 [6,22,31]. B ronsmo npoydBaHe
Benson orkpusa, ye oxono 50% ot 3acernaru-
Te ca aCHMIITOMHH B cragui 1 Ha 3a00IsIBaHETO,
KaTo Hal-TEXKO € MPOTUYAHETO MPH MOCTaBsSHE
Ha JIMarHo3ara B IOHOIIECKA U JIETCKA Bb3PaCTH,
0Cc0o0€HO TpH M3sBa HA CHMIITOMHTE TIpeIn 3 TO-
JIMIITHA BB3pacT [6].

3akJ/oueHue

daMuHaTa eKCyJaTUBHA BUTPEOPETUHOIIATHUS
€ PSJIKO KOHTCHHTAIHO HACJICJICTBEHO 3a00Jsi-
BaHC, UMUTHpPAIIO B CBOUTC KJIMHUYHU IIPOSBU
peTUHOIIaTUA Ha HCAOHOCCHOTO. Ilo3naBaneTo
1 MPABUIHOTO AUATHOCTUIIMPAHE Ha TO3U IIPO-
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1eC ca U3KIIOYUTETHO BAXHU MO OTHOIICHHE Ha
IPOTHO3aTa 3a 3PEHUETO Ha MAIlUEHTHUTE C OTJIE]
IIPOrpecUpanyst Xoa Ha 3a00IIBaHETO U HEroBa-
Ta HACJIEJCTBEHOCT.
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