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CHUXKeHMe OCTPOTbl 3peHUA NPY BPOXKAEHHOW aHNPUANY CBA3aHO € fedeKToM pafy’KHOM 060NOUKM 1 KOMMIEKCOM U3MEHEHUI
pa3HoW CTeNeH BblpaXKeHHOCTN APYrnX CTPYKTYp rnasa (porosuua, 3putenbHbl HepPB, ceTyaTtka v ap.). porHo3nposaHmne nsme-
HeHuA pedpakumm — CNoXHaA NPobsemMa, Tak Kak MMeloTCs LWMPOKMe BapraLnm COCTOAHNA CTPYKTYP 1 GYHKUMIA rnasa ¢ MOMeHTa
POXAEHWA 1 NX AMHAMUKM C BO3PacTOM, a TakxKe BapuaLmuv, oOycsioBneHHbIe Kak reHeTnYeckummn Gaktopamu, Tak 1 afekBaTHO-
CTblo NNeyebHO-NPodUNAKTUUECKNX MEPONPUATAN, Y NPUBEPXKEHHOCTBIO MaLUEHTOB K KoppeKuun. B npeactaBneHHoM coobLieHnn
OnMcaHo U3MeHeHwue pedpakuunn y 57 getein ot 2 Mmecaues [0 7 NeT KU3HU ¢ PAX6-accouMmnpoBaHHON BPOXAEHHOWN aHUPUANEN.
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Features of changes in refraction in children with congenital aniridia
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Reduced vision acuity in congenital aniridia is associated with a defect in the iris and a complex of changes of varying degrees of
severity in other eye structures (cornea, optic nerve, retina, etc.). Prediction of changes in refraction is a complex problem, since there
are wide variations in the state of the structures and functions of the eye from birth and their dynamics with age, as well as varia-
tions due to both genetic factors and the adequacy of treatment and prophylactic measures as well as patient’s adherence to ther-
apy. The article describes the changes in refraction in children aged from 0 to 7 years old with PAX6-associated congenital aniridia.
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KPATKWE COOBLLEHNA

AlIMEHTBI C BPOXKIECHHON aHUPUAUEH HYKIAI0TCS

B CUCTEMHOM MOJXO0/€e, KaK ISl paHHEe! cBoeBpe-

MEHHOW JTUarHOCTUKU HapylleHUi pedpakunu,
TaK W JUIsl KOPPEKIUM BO3HUKIINX PedpaKIIMOHHBIX OC-
JjoxkHeHuit [1]. st neteit ¢ BpoXIeHHOH aHUpUIUei xa-
pakTepHa pa3jinyHasl CTEreHb paay>KHOU U doBeaTbHOU
TUTIOIIa3UM, TIOCTEIHSIS SIBJSIeTCSl MPUYMHOM HUCTarma
BCJIEICTBME CEHCOPHOI HEAOCTaTOYHOCTU U BPOXKIECHHO-
TO CHUXKEHMST OCTPOTHI 3peHust (00b19HO 0,1 ¢ KoppeKIu-
eil) [2]. 3HaYUTEIbHYIO CI0XKHOCTD B OATBEPXKAAIOIIEH 1
nuddeperHuuanbHoit JJHK-nuarHoctrke BpoxXaeHHOM
AHUPUIUY TIPENCTABIIIET BBICOKASI TETEPOTeHHOCTh Hapy-
meHuii reHa PAX6 [3]. OHM MOTyT BKJIIOYaTh B ce0sT He
TOJIbKO TOUKOBbBIE MYTallM1, HO U KPYTTHbIE XPOMOCOMHBIE
MEePecTPOKM C BOBJEUEHUEM XPOMOCOMHOTO PEruoHa
11pl13.

Ma‘repvnanbl n metoabl

Oo6cnenoBaHa rpynna nauueHToB (N=59) (118 rna3)
B BO3pacTe OT 2 MecsLeB 10 7 JIET C BPOXKACHHON aHUPUIH -
eif, acCCOIMMPOBAHHOI C U3MEHEHHUSIMHU B reHe PAX6 [4, 5].
Tlepron HabmoaeHus1 coctaBuil 3 roga. Becem manyeHTam
OBLTM TIPOBEEHBI KOMITJIEKCHBIE KIIMHUYECKHE (BU30Me-
Tpusl, pedpakToMeTpusi, OUOMUKPOCKOIUSI, O(PTaTbMO-
CKOIUST) U MOJIEKYJISIDHO-TEHeTUYeCKUe (MpsIMOe CeKBe-
HupoBaHue o Canrepy, MLPA) uccinenoBanus ¢ yuerom
BO3PACTHBIX OCOOEHHOCTE.

Pesynbrathbl

ITo pe3ynbraTaM IMPOBEIEHHOTO MCCIEIOBAHUS
B 62,7% ciydaeB BbISIBIcHA TUIIEPMETPOIHS. ACTUTMA-
TU3M Habmoxancs y 32,2% nanyeHToB. Muomnust otMeva-
nmacky 13,6% nereii. [IpoBeneHa olleHKa COCTOSTHUS TJ1a3
C YYETOM TOITorpauecKoro MpUHIIMIIA OLEHKH TaTOJI0-
TMYECKOTO Mpollecca, YYUThIBAIMCH ITOPAKEHUS B ITepei-
HEM U 3aJHeM OTpe3Kax Ia3HOro sioyjoka. Y Bcex aeTeit
(100 % cayyaeB) npu 0(PTATBMOCKOIIMY OTMEYATNCH U3ME-
HEHUSI B IMCKe 3pUTEJIbHOTO HEpBa U B MaKyJISIpHO#A 00J1a-
ctu. Y 37 mauuenTos (62,7%) ycTaHOBJIEHBI IIATOJIOTMYE-
CKYe M3MEHEHMS XPYCTAIMKOB (ITOMYTHEHMSI pa3HOM CTe-
MEeHW UHTEHCUBHOCTH) B BO3pacTe OT 7 MecCsILIEB 110 6 JIeT,
BO BCEX CJIy4yasix BBISIBJIEHA ruriepMeTpornus. iamMeHeHue
TepeaHero oTpeska rjaa3 ¢ BOBJIeUYeHHEM B ITPOLIeCcC POTo-
BUIIbI y IeTell B Bo3pacte oT 4 10 7 jieT (OT JIeTKOl Kepa-
TOIATUU 0 TTOJIHOTO TIOMYTHEHUSI BCEX CJIOEB) BBISIBJICHO
y 15 manmeHToB (25,4%) 1 CONPOBOXAAIOCH aCTUTMATH3-
MoM. Muonus 1uarHocTupoBaHa B Bo3pacTe 7—12 mecsi-
1eBy |1 pebeHka, B Bo3pacte 1—3 jieT B 2 ciiyyasix U B BO3-

pacrte 4—6 et B 5 caydasix. B momasiisionieM GOJIbIIMHCTBE
(57 cnyuaes, 96,6%) y maliieHTOB, UMEIOIIUX MATOJOTUIO
pedpakinu, nMenach MaTOJOTUS Pamy KK OT JIETKOM TH-
TTOTIJIa3M M 70 TIOJTHOM arljIa3ui.

Takum o6pa3om, u3mMeHeHUs B reHe PAX6 sBisTIoTCS
ITyCKOBBIM MEXaHU3MOM Pa3BUTHS HE TOJBKO BPOXICH-
HBIX 0(DTATHMOJIOTUYECKUX TTIOPOKOB Pa3BUTHS, HO U CITO-
COOCTBYIOT TTOSIBJICHUIO B Pa3HbIe TIEPUOJIBI XKU3HU PeOeH-
Ka pepaKkIIMOHHO MaTOJIOTHH.
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