NHDPOPMAIIMS 3A:

HanMeHoBaHHe Ha 3200/ ISIBAHETO

Anupunus
Konrenuranna anupuaus
Bponena nunca Ha upuc
Deletion 11p

Onpenenenne Ha 3a009BaHETO

Anupudusma e CTPYKTypHa OYHA IIaTONIOTHs, KOSTO BKJIOYBA MOPEIMIA OT AUCMOPOHUHH
CHHAPOMH. '
Kimanyno anupuausTa npencTasisgsa BpoAeHA JIUIICA HA HPHC — YACTHYHO HIIH TOTAIHO, Hail-
4ecTo ABycTpa"Ho (> 80 %).

Yecmoma: 1-9 /100 000 (Nelson, 1984; OMIM, 2016; ORPHANET, 2016)
Emuonozus: JloxazaHo reHeTHuHO 3a0onsBaHe. M3onmpanaTa aHMpHAHA ce NBKH Ha
mytamust PAX6 (11p13). CeBpeMeHHM Ipoy4BaHUS, HA ACONMHPAHATA AHMPHMS: Pa3IHIHHA
Mytamuu B rean WT1; BDNF.

Vuacneoseane: ABTO30MHO JOMUHAHTHO WIIH CIIOPAIHIHO.
Hauano na xnunuyna ussea: OT poxaeHue.

Ounu npomenu (Te BHHArM CBHIIBTCTBAT AHWUPHAMATA, B PasNM4HA CTEHNCH, KOMOWHAUHU M
TSDKECT NPH pa3NWYHUTE MAallMeHTH, Ha pasnuuHa Bb3pact!!!): dorodobus, HuCTArbM,
KarapakTa, IJayKoMa, POTOBHYEH MAHYC, XUIOIIAa3Usd Ha 3pPUTENHHMS HEpPB, JHAICA HA
MaKyJlapeH peduieKC, eKTONMA Ha JIelNaTa, HHUCKO 3peHHe, MHUKPOKOpHEs, MHKpOQTaiM,
CTpabu3bM, CYOIyKCHpaHH JIeNTH, KOJIoGoMa Ha JIeIUTe, TPOMEHHM B TIAINIIATA Ha 3PHTEIHAS
HEpB, pehpakTHBHH NPOMEHH -  CAMOCTOSTENHO WM KOMOMHHPAaHO HpOSIBEHH, OT
HE3HAYUTENIHY JIO0 CHJIHO NPOSIBEHH [PH OTJACIHUTE HHAMBHIN. Te3HW IIpOSBH MOrar aa
IpUCECTBAT CIHOBPEMEHHO C BPOJEHATA JIHIICA Ha HpHCA, KaKTO W Jla C€ IPOSBIBAT
[OC/IeIOBATEHO BBB BPEMETO (HHUBUIYATHH OCOOCHOCTH).

AHnpuiusTa, KOSATO Ce acolMMpa C OOIM yBpexuaHus (Tymop Ha BmiMc, 3arrbcTsiBame,
H30CTaBaHe B pacTeXa H/MIM B IICHXOMOTODHOTO pa3BHTHE M Jp. HE Ca acleKT Ha
JOMHHaHTHaTa ¢opMa Ha aHUPUIHSL.

Om eenemuuna enedna mouxa:

1) ®amunna anupuams - yHacHeNIBaHETO € aBTO30MHO JIOMHHAHTHO. PesynTar ¢ Ha MyTauus
Ha rena PAXG6.

2) Criopaguyna aHMpHAHSA - 60JIeCTTa ce OABABa B PE3Y/ITAT HAa HOBA MYTaI[WA.

3) WAGR cunapoM - mpefcTaBisBa THII HA CIIOPaJMYHA aHUPHAYS, Pe3Y/ITaT Ha JeNelus Ha
11p13.

Ha _monexynapno  nueo  aHVpHIMATA TpeACTABIsABA  3abONABAHE, CBBP3aHO ¢




XaIIOMHCY(QUITMEHINS, IpHYHHEHa OT 3ary0a Ha (YHKUMA Ha egHOo Komme Ha PAXG6.
Myraruonus cniextbp Ha PAX6 ce xapaktepusupa ¢ JBa (peHOTHIIA, HATMYKE HA aHUPUANA H
nunca Ha takaBa. Myrauuurte Ha PAX6 npenusBuKBar cepust 0T ()eHOTHIIHH NIPOSBH ¢ JIMIICA
Ha aHupHIud, ¢ JAedeKTH Ha OYHHS HEpB, KepaTHTHC, MHKpodranvus Hu (oBeayHa
xunomnasusa. HabmonenusaTa mokaspar de ()eHOTUIIOBETE XapaKTEPU3UPAIIH CE C JIHIca Ha
AQHUPHUAUS, Ca CBBP3aHU C missence MyTaIyH.

Huaenozama ce mocTaBs Bb3 OCHOBA HA KIIMHHYHOTO U3CJEBAaHE B T€HOMEH aHaM3 ¢be SNP
MHKpounnose, TapreTHo NGS cexkBeHMpaHe H ChC CTAHIAPTHO CeKBEHHpaHe. AHAJU3 ChC
SNP MHKpOUYHIIOBE Ha KOIMMHH BapHaHTH [I0Ka3a MUKPOCTPYKTYPHY HapyIIeHUs IpH JBaMa
oT 11 nanuenTn ¢ aHUpUIHA.

HpeHaTa.Jma AHArHo3a MoOXke Ja ce HAIIpABM NIPH JOKAa3aH INeHEeTHYEeH lle('l)eKT.

Jleuenuemo e cHMITOMATHYHO ((OTOIPOTEKIMS, KOPEKIUA HA pedpaKTHBHUTE IPEIIKH U
Ap.), B 3aBUCKMOCT OT HHIMBH/yaTHO IIPOSBEHATA KIMHUKA (OT CHCTOSHHETO Ha POTOBHIIATA,
Jemara, HaJUYMEeTO HA IOBHINEHO BBTPEOYHO HalsraHe W Jp.)H LEeJd IPEBEHIHs Ha

YBPEACHUTE 3PHUTENHH (QYHKIMM OT IONBJIHUTENHO YBPEXKAAHE - TOTAIHA Ae()HHHTHBHA
3aryba (cnenoTa).

OcraBena Ge3 paHHa AMArHOCTHKA M NIEPHOANIHO IPOCIIENABAHE, KAKTO U 6€3 CBOSBPEMEHHO
JICUCHHE Ha YCIIOXKHEHHUATa (TJIayKoMa, KepaTOaThs), aHUPHAMATA, HE3ABUCHMO OT KJIMHHKO-
reHeTHYHata cu popma [anupuaus-curgpoM (AJl, AP, cropaauyHHA); aHHPHAMS-HCHHIPOM
(WAGR, WAGRO, Gillespie nmu np.] Boxu 10 HEBB3BpaTHMa, TEXKA 3aTy6a Ha 3PHTEIHATE
(yHKIHMH (TO CIeN0Ta — eIHOCTPAHHA MK JBYCTPAaHHA).

llauenTUTe ¢ AaHUPUAMS Ce HYXOAasT OO Kpas Ha XKMBOTA CH OT CIIENHATHH U CKBIIH
MEIUMIMHCKH I'PHXKH, KaKTO ¥ OT PeXaOUIMTallHOHHH, COLIUATHY, IEIarOTHYHH | JpP. TPHKH.

Yerupuundgpen xon na 3adoassasero no MKB-10 (ako TakbB € HaJI4YeR)

Q13.1

Koa na 3a6ossiBanero mo Orpha code

ORPHA:250923

Ennpemuosiornunn nannu 3a 3a6ouassanero B Peny6auxa Brarapus

B Peny6imka Beirapus perucrpupanute nanventy ¢ apupumusd keM 2022 1. ca 14, xato
MOJIOBMHATA OT TAX Ca Jiella Ha BB3pacT nox 12 roauHu. PerwcrpupanmTe IalMeHTH ca

WICHOBE Ha IIalIMEHTCKaTa aconmanus Anupuaus brirapus, xoero kato Gpoiika e okomno 1/3
oT 001 Opoii MaMeHTH 3a CTpaHaTa.

AHMPHIHATA € U3yYeHA B KITMHIYEH IIIaH, BKIIOYHTENHO M B KIHHHIKO-TeHEAIOTHYEH ACTIEKT,
OT OCHOBOIIOJIOXHHMKA Ha OBJITapCcKOTO YHHBEPCHTETCKO OGpa3oBaHME IO OQTAIMOIOTHS
(axan. K. ITames, 1918) u no maec 23.10.2016 r. e mosHara BpOJIeHA OYHa I1aTOJIOTHS Y Hac.
ChluecTBYBaT OTHENHH OQTAIMOJIOTHYHE KIMHHYHE ¥ KIAHHKO-TeHETHIHH CBBPEMEHHHU
IpOYHBAHKS HAa AaHUPHIHUATA (OT PasIM4HH aBTOPH, B Pa3iIM<HM acleKTH) MO MaTepHal Ha
Aeua, obyyaBamu ce B Y4ummuine 3a fela C HapyIIEHO 3penne, Codus (memara ca ot
Pa3MIHA HACENIeHH MecTa B cTpanara) — (1980; 1984-1994), or JleTcko ouHO OT/IEIEHHUE
CAMHCTBEHO 34 CTpaHaTa HH CNCIHAIM3MPAHO OYHO OTHeNeHHe 3a fena) — (1994 — 2016),




IPEACTaBSHA € Ha KOH(EpEeHINH B KOHIPecH II0 0TaIMONIOT s, JucepTaimonus Tpynose (E.
®ununos, 1980; E. KprcreBa, 1986; M. Hukosa, 1988; A. Ilomosa, 1994), Ha crnenuamau
xoH(epeHIMu 1o npobiaema anupuaus (Codus, Byprac, Bapma — 2014 r.), BKIIOYHTEIHO
M3YYaBaHETO Ha MAlMEHTH C aHHPUAMATAa M Ha MOJEKYJISpPHO-TeHeTHYHO HHBO upe3 NGS
Meroju (2013-2014, Jlpara TorueBa u kon.). B my6mukyBanoto oT odranmonosu (2014 r.) ce
oTOenA3Ba, 4e B 72,2 % OBycTpaHHATa aHUPUIHS (H30JIAPaHa U [IPH U3BLHOYHH CHHIPOMH) Yy
Hac ¢ (paMuIIHa IaTOJIOTHs, THIIBT Ha yHacnensaBaHe ¢ A/l u AP, ocTaHalnTe ca CIIOpaiuIHU
cnyvau. HesaBucumo oT kimBHMYHaTa GopMa, KakTO M OT THIA HA YHACNEAIBaHE, BPOICHATA
aHUPHUIHS € MYJITHCTPYKTYPHO, CHHIPOMHO YBPEXIaHE, KOETO B ISUIOCTHHS CH (EHOTHUII ce
CBOBTCTBA C MHOIO OYHH M/MM OOIIM yBpexaaHHS (T.H. OT HAC AaHUPUIUS-CHHIPOM HIIH
aHUpHMs + CHHAPOM. 3a00JIIBaHUTE € XETEPOTeHHO M Ce XapaKTepu3upa ¢ 6orar KIHHHUKO-
TEHETHYEH IOIUMOP(GHU3IBM.

B T1.4. Hayunn ny0JHKAOMH OT NOC/AeAHHTE [ET [OAUHH M IPHJIOKEHA
Ooubanorpadceka cnpaBka

1. Ilonosa, A. I'eHeaiorvuen aHaMH3 NPU MAMEHTH C JBYCTPAHHA BPOJEHA AHWPHUIHS.
On line: Ophthalmreview.com, 31 Suyapu 2014,

2. Ilomoga, A., Y. IletkoBa, C. Uepuunkosa, I1. Bacunena, J[. TorueBa. Paznen “Penxu
bonectn B odTanMonorusra’, B y-ka “Penxu remeruunm Gonectu”, yact II, ¢.720-
762., mon pex. Ha JI. Toruesa, UK “Cumenmpec”, c. 1007, Codus, 2014,

3. IlomoBa, A. Bponena anupuaus — KIMHHYHH 0poGnemu. Hayden cemumap
“AnMpuans — IpodUIaKTHKA, THACHOCTHKA, JIedeHue, pexabunuTanus”’, Ha 217 n na
28™" ronu 2014 r., x-1 “Pamana”, Codus; 19™ romu 2014, x-1 “Poctos”, ITnesen; 26
™1omm 2014, napk-xoren “ITnmoaus”, ITnoBauB.

4. Sl Manonosa. Bponena aHupumus U ChIBTCTBAIATE S BTOPHYHY OYHH 3a60JIBaHHS.
Haygen cemumHap “AHupumuss - nOpopuiIaKTHKa, JUATHOCTHKA, JICUCHHE,
pexabumuranus”, 08.06.2016, Byprac.

5. Xp. I'pymaeBa. "Congenital Aniridia and Accompanying Secondary Eye Diseases",
Hayuen cemuHap “AHHpuiud — nOpoQHIAKTHKA, JUATHOCTHKA, JICUCHHE,
pexabmwmranus”, 06.07.2014, Bapna.

6. Ilomosa, A. Bpomena amupuius, rimaykoMa # doBemkust PAX6 ren. Bwarapcku
dopym rnaykoma, V3narue na @onnauus “Hanwmonamsa Axanemus Imaykoma”, ToMm
4,6p. 1,2014 (39-44).

7. Ilonosa, A. Cydait Ha feTe ¢ aHUpHIUS U MyTauus B reHa VSX1. Brarapcku dopym
rnaykoma, Uznanue Ha ®onpanus “HanuonanHa Axagemus [maykoma”, Tom 4, 6p. 2,
2014 (88-92).

8. Ilomoa, A. AHMpHIMS-aCOIMHpaHAa KepaTONAaTHSi W CHCTOSHME HAa BBTPEOYHOTO
HaJIAraHe Mpy MalueHTH ¢ BpoAeHa aHupuaus. brirapcku gopym riaykoma, Uznanue
Ha ponnamus “Hannonanna Axkagemus ['naykoma”, Tom 4, 6p. 4, 2014 (173-176).

9. Ilomnosa, A. 'eHeallorHyeH aHAIH3 HA NALWEHTH ¢ ABYCTPaHHA BPOJCHA aHHPHIHS.
Brirapcku ogranmonorudeH npernen, rog. LVIIL 6p. 4, 2014 (20-26).

10. IToroBa, A. Amrupunus. B AxryanHocr Ha mpoGieMa pefkM O4HM 3a0OINSIBaHMS B
nercka Be3pacT. XI-tu HaumonameH KoHTpec Ha bBBITapcKOTO IpYKECTBO II0
odranmonorus, 25-28 cenremspu 2014 r., X-11 “Anmupan”, 31aTHH nschIy, BapHa.

11. Ilonioa, A. @eHOTHUN-TeHOTHN Kopenauud mpu anupumus. XI-tu Hamwmonanen
KOHrpec Ha Brirapckoto japysxectBo 1o odrammonorus, 25-28 cenremspu 2014 r., x-
1 “AnMupan”, 3nTaTHYU MChIH, BapHa.

12. ITonoea, A. CpBpeMeHHa KIMHHKO-TEHETHYHA AUATHOCTHKA HA OYHHTE 3a60NSBAHHS.
Cumnosuym, BAH, 21.03.2015.

13. Tlonosa, A. CeBpeMeHHa KIMHUKO-TEHETHYHA THATHOCTHKA HA OUHMTE 3a00JIsSBaHHA.




Hayuno-npakruuecka kondepennus Ha odranmonosute. [1nosaus, 14-16 mait, 2015,
ITnoBaus.

EHHIleMI/IOJIOFl/I‘IHPl JIAHHH 32 3200JI9BAHETO B EBpOHeﬁCKﬂﬂ CBHI03

PasnpocTpaneHneTo Ha H30IMpaHa AHUPUAMS LPU DAKIAHETO CE€ H3YHCIABA MEXKLY
1:64.000-1,8:100.000.

CeBpemeHHM JiaHHM 33 AHupumus-EBporna ca mpencTaBsHM M JMCKYTHpaHH OT pasiMYHH
4YXXIECTPAHHH OQTAIMOI03H U OPTAIMOreHETHIIM HA CTELMATHUTE KOH(EPEHIMH MO0 AHUPHIUS —
2012 - 2016 (8 Uranua, Hopaerus, I'epmanus, Buirapusa (2014) u ap.

ITorbpaxcnasar ce nanaute ot ORPHANET, 2016, OMIM, 2016, Nelson, 1984 u Ip.
Yecmoma na anupudusma: 1-9 / 100 000

Emuonozus: Jloxasano remeTmuHo 3aGosssane. V3onMpaHaTa aHUpHONA ce NBIDKH Ha
myTaus PAX6 (11p13). CeBpeMeHHH IpoydBaHus, Ha aCONMHpPAHATa aHUPHIHUA:, JOKA3BaT
MyTanuy B ome rean (WT1; BDNF).

B T.4. HaydHm my6aMkanmMH OT MOCJEIHMTE NeT TFOAMHH H IPHIOKEHA
Oubmorpadeka cnpaska

Tripathy K, Salini B. Aniridia. [Updated 2019 Oct 24]. In: StatPearls Treasure Island (FL):
StatPearls Publishing; 2019 Jan.

Tpera Epponeiicka xondepennns mo Axupuaws-Espona B Jlync6ypr (I'epmanms), 27-28
asryct 2016r. ToBa ca uacT OT aBTOpHTE, IPEICTABHIM OCHOBHHTE HAIPABICHHS Ha
npoGieMa aHUPHIHS, Ta3K NOAMHA, Ha KoH(epeHunsTa “Anupuausa-Espona”, B Jlyunc6ypr:

Barbara Kédsmann-Kellner, GER. Clinical fi ndings in Aniridia without PAX6 Mutation
Barbara Kdsmann-Kellner, GER. Ocular surface problems in aniridia — patients’
experiences.

- Rosa Sanchez de Vega (ES), Katie Atkinson (UK). Living with aniridia — the view of aff
ected persons.

Joeri Van den Bosch (BE)
Kelly Trout, USA, WAGR Syndrome: Guidelines for Clinical Management

Joan Han,

USA, Role of brain-derived neurotrophic fact in obesity, intellectual

disability, and impaired nociception in patients with WAGR

syndrome.

- Hyun Taek Lim, KOREA. Clinical Features of Korean Patients with Congenital Aniridia
with PAX6 mutation and without

Tatyana Vasilyeva, RU. The Mutation Spectrum and Functional Analysis of Novel

Identifi ed Intronic Variants in Russian Aniridia Patients.

Nguyen Nhung,

: GER. Low Vision Care in aniridia patient: potential and challenge.

B MHTepHET NPOCTPaHCTBOTO CBHINECTBYBAT MHOTO APYTH UYXHAECTPAHHH NyOIHKALMH B
IOCTIEIHUTE TOAMHH. -

OueHka Ha CHLOTBETCTBHETO Ha 3a(0/IIBAHETO ¢ JAepHHMOMSATA 32 psaako 3abosisiBaHe
ChIAAcHO § 1, T. 42 0T IOMBLJIHUTEIHNTE Pa3nopeatn HA 3aK0HA 33 3APABETO

3abonasanero annpuaus (MKB-10), ¢ Beruku moapasaeneHus BKynoM (Bux Orphanet,
OMIM wu 11p.), nprHaIekKN KbM Ipynata “Pemaxu OoyecTH M CHOTBETCTBA HA AePUHUIUATA
3a psiKo 3aboisBane ChIIAcHO § 1,T. 42 oT AONBIHMTENTHATE Pasnopenty Ha 3aKoHa 3a




3apaseto. Y Hac 2013 r. € cp3AaneHa naluenTcKa acouanus “Annpuans beirapusa”, kosTo
€ OBIHONPsABEH wWieH Ha Aniridia Europe u na HAXPE.

KpnTepnn 3a JMArHOCTHIMPAHE HA 3200J19BaHETO

JuarnocTuKara ce OCHOBaBa Ha KIMHHYHATA HAXOJKAa W Ce IOTBBPXKAABA C JOKa3BaHE Ha
MyTanust B reH PAX6. OCHOBEH KIMHHYEH JAUATHOCTHUYEH KPUTEPHii € BpoJcHaTa YaCcTHYIHA
UM IIBJIHA XMIIOIIA3Us Ha MpHca; (hoBeaHa XHIOILTA3Hs C HaMajieHa 3pUTeNlHa OCTPOTa ca
TIOYTH BHHATH HAJIHIE KATO CE€ aCOLHHpPAT ¢ PAaHHO IPOSBHI C€ C HUCTArsM. M3cneaBaHeTo
Ha 3pUTeJHAaTa CHCTEMAa y HAaC Ce OCBINECTBABA chrylacHO “CraHAapra 1O O4YHH GojiecTd”
(Hapen6a Ne 36/ 6, aBryct 2010 ., M3, OG6H. [IB. 6p.66/ 24 Asryct 2010r., u3m. JIB. 6p.92
or 23 Hoemspu 2010r. OcHOBHUSAT KpuTepuil (Bpoj€Ha JHIICA HA MPUC) 33 KIMHHYHA
JHArHOCTHKA HAa aHUpHJuATa B EBporrelickus cBbIO3 HE ce pa3HyaBa IO CHINECTBO OT TO3H,
KOHTO ce mpunarar y Hac.

B T.4. payyHH @Oy0JMMKanHM OT INOCJHEAHMTE NET IOAMHH H NpPHJIoKeHa
oubauorpadcka cupaBka

Ha xondepennus no aaupuaus B Qyncoypr (lepmanus, 27-28 asrycr 2016r.) e mpencrasena
KapTa 3a KIMHHKO-TEHETHYHa OLlCHKa Ha aHupujusrta. Cploara e myOJMKyBaHa B CIIHCAHHE
European Journal of Human Genetics (2016), el—4:

R. Richardson, M. Hingorani, V. Heyningen, Ch. Gregory-Evans, M. Clinical utility gene
card for: Aniridia.

AJIFOpHTMﬂ 3a JHArHOCTHIIMpaHe Ha 3200JI9BAHETO

Y mac jmncea OOIMONpPHET CHBPEMEHEH AITOPUTBM 34 KIHHHKO-TEHETHYHA OUAarHo3a
CIIeHaIHO Ha auupuauaTa. KnuaMyHaTa IHarno3a U M3CIIEABAHETO Ha NAUEHTH C AHUPH IS
e crobpasHo “Crangapr no ounn Gonecta” (Hapenba Ne 36/ 6, aprycr 2010 r., M3, O6=H.
HAB. 6p.66/ 24 Asryct 2010r., u3m. [IB. 6p.92 ot 23 Hoemspu 2010r.

B T.4. Hayunm ny0aMKamMM OT NOCAeAHATE NET FOAMHM M DPHJ0MKEHA
oubanorpadgcka cnpaBka

1. R. Richardson, M. Hingorani, V. Heyningen, Ch. Gregory-Evans, M. Moosajee. Clinical
utility gene card for: Aniridia. European Journal of Human Genetics advance online
publication, 6 July 2016; doi:10.1038/ejhg.2016.73.

2. B. Késmann-Kellner, A. Viestenz, B. SeitzAniridia. Guides and Aniridia-Syndrome
(PAX6-Syndrome), [PAX6-Syndrome: Clinical Care for Aniridia Patients, Concept of an
»Aniridia Guide “, 2013 (https://www.researchgate.net/publication/281373142)].

3. Gregory-Evans, K., R. Cheong-Leen, S. M. George, J. Xie, M. Moosajee, P. Colapinto, C.
Y. Gregory-Evans (2011). Non-invasive anterior segment and posterior segment optical
coherence tomography and phenotypic characterization of aniridia. Can J Ophthalmol 46(4):
337-344.

4. Hingorani, M., I. Hanson and V. van Heyningen (2012). Aniridia. Eur J Hum Genet 20(10):
1011-1017.

5. Kothari, M., K. Rao and S. Moolani (2014). Recurrent progressive anterior segment
fibrosis syndrome following a descemet-stripping endothelial keratoplasty in an infant with
congenital aniridia. Indian J Ophthalmol 62(2): 246-248.

6. Lee, H. J. and K. A. Colby (2013). A review of the clinical and genetic aspects of aniridia.
Semin Ophthalmol 28(5-6): 306-312.




AJITOPHATMH 32 JIedenre Ha 3a00JIBaHEeTO

OO6wronpueTo e, 4ye JIEYEHHETO Ha aHUPHIMATA € CHMIITOMATHYHO (KOHCEPBATHRHO H/HIH
ONEPaTHBHO) ¥ 3aBHUCH OT CHIIBTCTBALIUTE OYHH YCIOXKHEHHS — HaIAYMe Ha pedpaKTHBHA
IpellKa, IOBHUIEHO BBTPEOYHO HAISNTaHE, POTOBHYHM YCIOXHEHHS M ap. Y HAac JIMICBA
CAMHEH CBBPEMCHCH ITOPHTHM 33 TEPaleBTHYHO IOBEACHHE LPH MAllMEHT C aHUPHUIUL.
Jleyenuero 3aBMCH OT BHJAa M CTCIEHTAa Ha 3acsiraHe Ha OTAENHUTE CTPYKTypu. Ilo
OTHOILICHUE Ha 3pUTENHATA OCTPOTA, € HEOOXOIUMO HE CaMo Ja Ce MOCTaBs pedpakTHBHA
KOpeKIHsA, HO H Ja Ce JIeKyBa HalWyHa amOnwonus. IloBMINEHaTa CBETIHHHA
9yBCTBUTEIIHOCT C€ MOBIHMABA CBHC 3aTBMHEHHM WIH (POTOXPOMHHU OYHIA, JIEKOCTEIIEHHA
KEepaTonaTHs MOXeE Ja C€ TPETHpa MEIUKAMEHTO3HO C JIOKAIHA Tepalus, CPeJHOCTENEHHA
KepaTonaTus Ce JIEKyBa C aBTOJIOKHA TPAaHCIUIAHTALlMS Ha CEPyM M TPAHCIUIAHTALUsS Ha
aMHMOTHYHA. TpaHCIUIaHTalus Ha TMMOATHE CTBOJIOBH KJIETKH CE€ W3BBPIIBA IPH TEKKHTE
dbopMu Ha KepaTONATHst, KAKTO H IOCTABSIHE HA KAPaTOJMMOATHY aTOTeHHH TPAHCIIIAHTAHTH
WA KYJITHBAPAHH JTMMOAIHH CTBOJIOBM KIETKH Hajl Bede MOCTABEHA AHMHOTHYHA MeMOpaHa.
Ilpy Hanuuve Ha KaTapakTa B IIO-TOJSIMa BB3PACT, TS Ce OTCTPABHABA OIIEPATHBHO, HO
IOCTONEPATUBHUTE DPUCKOBE € Jjaobpe na ObJaT HOAPOOHO aHamu3WpaHu. Iaykoma,
acoIMypaHa ¢ aHUPHUIHMA, CE JIEKyBa OCHOBHO OIIEPATHBHO MOCPEACTBOM TpabeKyJIeKTOMUSI,
HO B ChOOpa)XeHHE BJIM3a U IIOCTABSIHETO HA JIPEHAXHO YCTPOHCTBO.

B T.4. HayuHm my0JHMKAIMM OT NOCHEIHHTEe [ET TOAMEM M TNPHJIOXKEHA
oudanorpadcka cnpaBka

CmpaBka 3a neyeHHe Ha 3a60JBaHETO aHUPHIUA B EBponeiickus chro3:

1. Almousa, R. and D. B. Lake (2014). Intraocular pressure control with Ahmed glaucoma
drainage device in patients with cicatricial ocular surface disease-associated or aniridiarelated
glaucoma. Int Ophthalmol 34(4): 753-760.

2. Gramer, E., C. Reiter, G. Gramer (2012). Glaucoma and frequency of ocular and general
diseases in 30 patients with aniridia: a clinical study. Eur J Ophthalmol 22(1): 104-110.

3. B. Késmann-Kellner. Ocular surface problems in aniridia — patients’ experiences. Third
Aniridia Conference: 27-28 august 2016, Duisburg, Germany.

AJNropuT™MH 3a IpoCJieAsBaHe Ha 3200JISIBAHETO

Y Hac nuncea obmonpueT (BalH/IeH 38 BCHIKH OQTAIMOJIO3H) HHANBAIYaICH alTOPHTHM 32
[IPOC/ICIABaHE HA MAIUEHTH C aHUPHIUS.

HaLII/ICHTI/ITe, AHarsoCTHHpaHu ¢ aHUPHUIHUS, Tpﬂ6Ba na Opaar IIpOCICaABaH PEIOBHO II0
OTHONICHHE HA BOH, Jda C¢ HU3BLPIIBA I'BJIHA OICHKA Ha CHhCTOSHHETO, KAKTO HA npeaaus
TaKa U Ha 3aJHUs OYEH CCIMEHT.

B T.4. HayYnu mny0IMKANMH OT NOC/HEJHHTE NeT TOAMHH H TPHIOKEHA
Ooudanorpadcka cnpaBka

R. Sanchez de Veg, K. Atkinson. Living with aniridia — the view of aff ected persons. Third
Aniridia Conference: 27-28 august 2016, Duisburg, Germany.

AJITOPpUTMH 32 pexadMauTanus Ha 3a60JsIBaHeTO

P CX&6I/IJ'II/ITaHI/ISITa Ha 3a00JIgBaHeTO BKIIOYBa 4 OCHOBHM CTBIIKHM: OIICHKa Ha OCTaBallOTO
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3peHHeE, NMPENNHCBaHE HAa TEXHMYECKM IIOMOLIHM CPEJCTBA, YIpPaXKHSBaHE HA YMEHHd 3a
paboTta ¢ mnpenmucaHaTa TeXHHYECKa 3pHTENHA NOMOIl M DEJOBHO IIPOCIEISBaHe Ha
CBCTOSHHETO.

Y Hac nuiicsa o6monpuet (BanuueH 3a BCHUKA O(TAIMOJIO31) AIrOPHTHM 33 peXabuIITALHs
Ha MalUCHTH C aHUPHIHSL.

PexabunmranusaTa (3pHTeNHa) 3aBHCH U CE IPOBEXKIA B 3aBUCHMOCT OT HATMUMETO HA OUHHTE
YCIOXHEHHH (OYHA XHMIIEPTEHCHS, TIIayKoMa, KepPaToNaTHsl, KaTapaKTa i Jp.) H CTEIeHTa Ha
3pHTENHO yBpexaaHe. IIpoBeXa ce JOKaIHO HIIM OIEPATHUBHO JiedeHHe. IIpy malueHTH
aHUPUIHA, IPH KOWUTO JIMICBA peppakTHBHA TpeniKa, ce M[penoph4BaT  CaMo
¢oronporexkTuBHM oumna. Ilpu mammeHTH ¢ pedpakTHBHA TIpelIKa cE IPEIHCBaT
ChOTBETHHUTE OYMJIA U IIOMOIIHH CPEICTBA 3a JIMIaTa C HHCKO 3pEeHME U T.H

B T4, Hayynum myOiMKAnMM OT NOC/HEXHMTE NeT TOAMHHM M NPHIOKEHA
Ooubauorpadeka cnpapka

Nguen. Low Vision Care in aniridia patient: potential and challenge. Third Aniridia
Conference: 27-28 august 2016, Duisburg, Germany.

Heo0xonumu pmefinocTn 3a mnpoduiakThka Ha 3a0oNmBaHeTo (aKO TAKHBAa ca
NPHJI0KIMH)

Ilpy manueHTd ¢ aEMpuius ce NpoBexa NPOQHIAKTAKA HA 3pUTENHATE (YHKIHH, IO
OOIIONPHETH 3a TOBa KPHTEPHH, Cho6pasto “Crannapt no ounu 6onectn” (Hapenba Ne 36/ 6,
asrycr 2010 r., M3, O6m. [IB. 6p.66/ 24 Asrycr 2010r., u3m. IB. 6p.92 ot 23.11.2010r.

B T.4. HaydHsm mny0IHMKAIMH OT MOCIEJHHTE €T TOAMHH M NPHJIOKEHA
ombmorpagcka cnpapka

1. R. Richardson, M. Hingorani, V. Heyningen, Ch. Gregory-Evans, M. Moosajee. Clinical
utility gene card for: Aniridia. European Journal of Human Genetics advance online
publication, 6 July 2016;

2. B. Kédsmann-Kellner, A. Viestenz, B. SeitzAniridia. Guides and Aniridia-Syndrome
(PAX6-Syndrome), [PAX6-Syndrome: Clinical Care for Aniridia Patients, Concept of an
»Aniridia Guide , 2013 (https://www.researchgate.net/publication/281373142)].

3. Hingorani, M., I. Hanson and V. van Heyningen (2012). Aniridia. Eur J Hum Genet 20(10):
1011-1017.

4. Lee, H. J. and K. A. Colby (2013). A review of the clinical and genetic aspects of aniridia.
Semin Ophthalmol 28(5-6): 306-312.

Hpelmomemm 3a OpraHusanug Ha MeEJUIHUHCKOTO 06c.r1y)!c|3aﬂe Ha HNAaIHEHTHTE H 3a

¢puHAHCHpaHe HA CHOTBETHHTE AEHHOCTH, CHOOpa3eHH ¢ AeiicTBAmaTa B cTpaHaTa
HOpMaTHBHA ypeaoa

JlarHOCTHKATa M JIEYEHHETO Ha NAlMEeHTH C aHUPHIAS, KAKTO ¥ 3a KOETO M 1a € APYIO OYHO
3abonsBaHe, Ce NPOBEXIA CHOpe] HOPMATHBHUTE METHIMHCKHE JOKYMCGHTH y Hac (ot
o¢pranmonor [-II-to HEBO), mo “Cramzapr mo ourm Gomecrn” (Hapexba Ne 36/ 6, aBrycT
2010 r., M3, OGH. JIB. 6p.66/ 24 Asrycr 2010r., usm. IB. 6p.92 ot 23 Hoemspu 2010r.).

DUHAHCHPAHETO € 33 CHOTBETHA H3IIBIHEHA KIIHHUYHA [IBTEKA 110 orammonorus (KIT — ot Ne
131 o Ne 140), o x0sITO ce mpHeMa AafieHHs MAaUeHT, ChITIACHO H3UCKBAHETO HA 3npaBHaTa




Kaca.

Onncanne Ha onMTa ¢ KOHKPETHH HALMEHTH ChC CHOTBETHOTO PHIKO 3a6ossBaHe (aKo
HMa TaKbB)

B Peny6imnka Benrapus perucTpipaHHTe MANMEHTH ¢ aHEpHAMA dpe3 KbM 2018 r. ca 14,
KaTo MOJIOBHHATA OT TsX Ca Jella Ha BB3pacT 1of 12 roaunu. PerucrpupannTe nanueHTH ca
WICHOBE HA MAaIlMEHTCKaTa aconuanus AHMpHINS bbiarapus, xoero karo Opoiika € 1/3 ot
001must 6poi ranmenTy 3a cTpaHarta. CHIIECTBYBAT M HEPETHCTPHPAHH CIIydaH.

AHHpH/IMATA € W3y4eHa B KIMHUYEH [UIaH, BKIIOYATENHO M B KITMHUKO-TEHEAIOTHYCH aCTIeKT,
OT OCHOBOIIOJIOXKHHKA Ha OBJITapCKOTO YHHBEPCUTETCKO OGpa3soBaHHE IO O(TAIMOIOrHS
(axan. K. [Tames, 1918) u 1o QHec e mo3HaTa BpoJeHa OYHA HATONOTHS y HAC. CrecTByBat
OTIENHE O(YTAIMONIOTHYHA KIMHWYHHA M KIMHHKO-TEHETUYHH ChBPEMEHHHM NPOYYBAHHS HA
aHUpUMATA (OT Pa3/IMYHK aBTOPH, B Pa3/IMYHM aCleKTH) [0 MaTepual Ha Jela, 00y4aBallH
ce B YUMIHMINE 3a fella ¢ HapymeHo 3penne, Cobus (nenara ca oT pa3IHUHM HACEIEHH MECTA
B cTpaHara) — (1980; 1984-1994), or Jlercko ouro otnenenue, YMBAJT “AnexcannpoBcka”
EAJ] (enuHCTBeHO 3a CTpaHaTa HHM CIENUAIM3HPAHO OYHO OTAENeHHe 3a jmena) — (1994 —
2016), npencrassHa e Ha KOH(GEPCHIMH U KOHIPECH MO O(TAIMONOLHS, AMCEPTALMOHHH
TpyznoBe (E. ®umunos, 1980; E. Kpocresa, 1986; M. Hukosa, 1988; A. Tlomosa, 1994), na
crenuanHi KoH¢epeHuun no npobnema anupumus (Codust, Byprac, Bapra — 2014 r.),
BKJIIOYMTEIIHO M3yYaBaHETO HA NAIMEHTH ¢ aHUPHAUATA U Ha MOJIEKYJIAPHO-TEHETUIHO HUBO
upe3 NGS metonu (2013-2014, [ipara Toxdea u koi.). B my6iuKyBaHOTO 0T 0TAIMOIO3H
(2014 r.) ce otbena3pa, ue B 72,2 % IBycTpaHHaTa aHUPHIHS (H30IHpaHA U IIPH U3BBHOYHH
CHHIPOMHM) Y Hac € (aMiIHa IaTONOTKs, THI'ET Ha yHacuenssane ¢ AJ] u AP, ocrananure ca
CHOpaguvHH cirydad. He3aBUCHMO OT KIMHAYHATA (popMa, KaKTO M OT THIIA Ha yHACJEIBaHe,
BPOJICHATA aHUPHIUSL € MYITHCTPYKTYPHO, CHHIPOMHO YBPEKIaHE, KOe LATOCTHHS CH
(eHOTHII Ce CBIBTCTBA C MHOIO OYHH H/HIM OGINH YBpE .H/ 0T Hac aHUPUIMS-
CHUHIPOM HIIM aHUpHIUSA + CHHAPOM. 3a00JIABAaHHUTE € XeTe /g XapakTepusupa ¢
Oorar KJIMHHKO-TEHETHYEeH IOJUMOP(YHIEM.




