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ViccnepoBaHuvisa Hacne[CcTBEHHOM NATONOMAN OpraHa 3peHus Ha GOHeE LUMPOKOW FeHETUYECKO reTEPOTreHHOCTM 1 BbIPaXKEHHOTO KNu-
HMWUYECKOTro NONMMOPdM3Ma 3aTPyAHEHbI MO NPUUKHE CIOKHOCTY ONpefeNieHrs oYara NepBrYHOro noBpexaeHus. Yacto 3abone-
BaHMWA NepeAHero oTpesKa rnasa ABNATCA NyCKOBbIMM A MOBPEXAEHUA 3ajHero oTpesKa (CetuaTku, Xopuoungeu, 3pUTenbHoro
HepBa). B npeacTaBneHHOM COOBLeHNI OnncaHa CTPYKTypa crekTpa PAX6-accoumpoBaHHOM NaToNIOMMI OpraHa 3peHus B Knu-
HNUUYECKN NONMMOPPHON BbIGOPKE C YUETOM YPOBHA MOPAKEeHMWs rMasHoro sboka.
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Studies of hereditary pathology of the eye against the background of broad genetic heterogeneity and pronounced clinical poly-
morphism are difficult because of the complexity of determining the focus of primary damage - often diseases of the anterior seg-
ment of the eye are triggers for damage to the posterior segment (retina, choroid, optic nerve). The presented report describes
the structure of the spectrum of PAX6-associated pathology of the eye in a clinically polymorphic sample, taking into account the
level of damage to the eyeball.
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HUNmMcTa (TeHeTHKa, o(hTaIbMOJIOTa) PACIIUPSICTCS TIPU
HAJIMINU €IMHOTO TTATOITeHETUISCKOTO MeXaHN3Ma.

acjieACTBeHHAst O(TaIbMOJIOIMYECKAs! TATOJIOT S
aCcCOLMMPOBAHA C IATOJOTUYECKUMU U3MEHEHM -
SIMU OO0JIBILION TPYIIIBI TeHOB. OMHUM U3 MaXop-
HbIX T€HOB, MyTalLlM1 B KOTOPBIX IIPUBOJIST K Ae0IOTY JaH-
HOM rpyIibl 3a0oaeBaHuii siBsietcst PAX6 (OMIM *607108)
[1—3]. Dxcrmpeccus JTaHHOTO TeHa peaJu3yeTcs mpu hop-
MMPOBAaHUU MPAKTUYECKU BCEX CTPYKTYp OpraHa 3peHust

MaTepMan bl N1 meToAabl

IIpoanamu3upoBaHa rpyma manueHToB (N=31) ¢ Ha-
CJI€ICTBEHHON MaTOJOTMeN pa3IMuHbIX CTPYKTYp OpraHa

— POTOBUIIBI, PAXYKKH, XpPyCTaJINKa, TUCKA 3PUTCIHHOTO
HepBa, CeTYaTKU B LIEHTPAIbHBIX oTaeax. [1o 3To mpuam-
HE HO30JIOTMYECKUIT CIIEKTP ¢ TOUKM 3PCHMUST Bpada-KIIH-

3peHUsI, aCCOLIMIPOBAHHOM TT0 pe3yabTaTaM MOJIEKYIISIP-
HOTO TECTUPOBAHMS ¢ U3MEeHEeHUSIMU B reHe PAX6. Becem
IMpo0aHIaM IPOBEeIeHBI KOMIUIEKCHOE KIIMHIYIeCKHe (0d-
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KPATKWE COOBLLEHNA

TaJIbMOCKOITUST, OMOMUKPOCKOIHSI, TOHUCKOTIHSI, BU3OME-
TpUsl, TOHOMETPUS ), UHCTPYMEHTaIbHbIE (31eKTpOhuU3u-
OJIOTMYECKHUE, YIbTPAa3BYKOBbIEC U MPOYHUE), TeHEaTOTH-
yeckoe U MosiekyasipHo-reHeTndeckue (NGS, npsimoe
cekBeHupoBaHue 1o Canrepy, MLPA) uccienoBaHusl.

Pesynbrathbl

B 25,8% cnydaeB (8 manneHTOB) MEepBUYHBINA Ha-
MpaBISIONIMI TUarHO3 UMEJ pacXoXJAeHre C OKOHYa-
TEJIbHBIM BBUIY HAJIWUYMS KIMHUIECKUX MTPU3HAKOB,
OHO3HAYHO HE OMUCHIBAIOIINX MATOJOTHUI0, aCCOLIMU-
pPOBaHHYIO ¢ U3BMeHeHUsIMU B reHe PAX6. C yueTom TO-
rmorpaduyecKoro MpUHIIKAMIA OIIEHKHU TTaTOJIOTHYECKOTO
npolecca MopaxeHusl YCTaHOBJIEHBI B IEpeaHEM U 3a-
JHEM OTpe3Kax IJ1a3Horo s16jJoka. Takue CTpYKTYphl, Kak
JIHCK 3pUTEJIbHOTO HepBa M/MJIM MaKyJspHas 00J1acThb
(3amHmit 0Tpe30K) mopaxkeHbl B 100 % cirydaeB, ogHaKO
CTeNeHb IMOPaXXeHUs BapbUPYET OT JIETKOU MO TSIXKEJIOi.
ITopaxeHue nepenHero oTpe3Ka rjia3 XxapakTepusyeTcs
BOBJIEUCHHUEM B MTPOLIECC PA3HBIX CTPYKTYP: B 6 claydasx
y MallMEHTOB BBISIBJICHBI U3MEHEHUsI POTOBUIIBI pa3HOM
cTereHu (OT JIETKOi KepaToNaTHH JI0 TIOJTHOTO TTIOMYTHe-
HUS BCEX CJI0EB); B 5 Cydyasix yCTaHOBJIEHBI TaTOJIOTU-
yecKue U3MEHEHMST XPYCTAIMKOB (ITOMYTHEHUsI pa3HOit
CTeTIeHU UHTeHCUBHOCTH). B nmonasstomem 00abIIMH-
ctBe (7 cllydyaeB) cpely MalMeHTOB, UMEIOIIUX PACXOX-

JleHUe MEePBUYHOTO AUAarHo3a, 3aperucTpupoBaHa Ina-
TOJIOTUS PaAyXKHU OT JIETKOW TMITOIJIa3UM 1O MOJTHOM
aruia3uu. B omHOM ciyyae mocie BbIIOJHEHUST MOJIEKY-
JIIPHO-TE€HETUYECKOTO aHal3a U COMOCTaBICHUS K-
HUYECKOTO MOPTpeTa 3aperucTpUPOBaH BPOXKIAECHHBIN
MOPOK Pa3BUTUS — KOJOOOMATO3HBI MUKPOMTATbM.
B 2 cayuyasix matoyiorndyeckKuii mpouecc HOCUJI Xapak-
Tep KOMIUIEKCHOIO JUCTeHe3a MepenHero oTpe3ka (mo-
paxkeHue poroBUIIbI, PANYXKHU, yIrjia nepeaHeil Kame-
pBI, XpycTananka).

TakuMm o6pa3oM, n3MeHeHUs B reHe PAX6, BO-TIEPBHIX,
UMEIOT MYJbTUTOTIOrpadrueckoe BO3AEUCTBUE, TIPU KO-
TOPOM TaTOJOTUYECKUU Mpoliecc pa3BUBaeTCs Kak B Te-
penHeM, Tak U B 3aJHEM OTpe3Kax IJIa3HOro s0J0Ka, Bo-
BTOPBIX, SIBJISIIOTCS ITYCKOBBIM ME€XaHU3MOM Pa3BUTUSI
HE TOJbKO BPOXIEHHBIX O(TAIBMOJOTMYECKHUX MTOPOKOB
pa3BUTHUSI, HO U 3a00JIeBaHU I 3pUTEbHOTO aHaIM3aTopa.
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