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KJIMHUYECKHUE OCOBEHHOCTH BPOXJIEHHOMU AHUPUJIUU
B JETCKOM BO3PACTE
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Llesb uccnenoBanmus: oLeHKa 0COOEHHOCTEH TeUeHHUs BPOXKACHHOH aHUPHUIMHU B AETCKOM BO3pAacTe W OTpese-
JIEHHE YacTOThI OCJIOKHEeHHUH 3aboneBanus B Poccutickoit ®enepauuu.

Martepuan u mMetoabl. KonudecTBo 1eTell M NOAPOCTKOB B BO3pacTe Miaaiie 18 JieT, BKIIOUEHHBIX B UCCIEI0~
BaHHE, cocTaBHIo 37 vesoBek (74 miaza) u3 37 HepoACTBEHHBIX ceMeil. Bce ManMeHTh! MPOIUTH KOMILIEKCHOE
o¢ranemonorudeckoe obcnenopaHue B Yeboxcapckom dpunnane MHTK «Mukpoxupyprus raszay». OLEHHBAIOCH
HaJINuMe KaTapakThl, IMIAyKOMBI, KEPATONATHH, GOBEANTBHOMN THIOIUIA3MH, THIIONNIA3HH AUCKA 3DHTEIBHOTO HEPBa,
ONPEAENANUCE OCTPOTA 3PEHHS, TUI PEPPAKLIHMH, BHINIOIHAIACh TOHHOCKOIHA H UEHTPAIbHAA KePaTONaxuMeTpPHs.
PesynbTarhl. Bo3pacT nauueHTOB cocTaBHa OT 2 Mecaues A0 18 ner (MenuaHa 3 roma). Cemeiinsiit xapakrep
Hacye]oBaHHsA Obl1 OTMe4eH y 16 MalueHTOB, CIIOPaAHYECKHe CIydad aHUPHIMH BhisiBieHsl y 21 (56,7%) na-
uueHTa. MHKpOoKopHea ¥ MUKpodTanbsM 6bu1H 06HapyxXeHsl B 4 U 2 mia3zax cooTBeTcTBeHHO. WAGR-cHHApPOM
JUarHocTupoBaH B 9,5% cnydaes cniopaguyeckoi anupuaum. B 52% cnyuaes octpora 3penus coctaBuia > 0,1,
B 3-x mmasax > 0,3. AHoManuu pedpakuuy 6buTH 3adHkcHpoBaHH B 88,3% ciyuaes, B 15% a3 oGHapyxeHa
THIEPMETPOIIUA BLICOKOH creneHH. Ilpu3naky aHMpUIMHHON KepaTomaTHH Y HOBOPOXKIEHHBIX U JeTe# Malle-
o BO3pacTa A0 3-X JeT ObL1M BhIsBNEHE! B 64% ciyyaeB. HauMeHbIINI BO3PACT BHIABICHUS IPU3HAKOB aHUPH-
JuiHOMN KepaTonaTtuu cocTaBun 14 mecsaues. [IoMyTHEHHS B XPYCTaJIMKE PAa3HOMH CTENEHH BRIPAXXEHHOCTH GbLITH
obHapyxeHbl B 77% ria3, niaykoma B 25,6%, runomnasus ¢osea B 94% u Huctarm B 86,5% cinyvaes. Tonmuna
LEHTPaJILHON 30HBI POrOBHILb! Y AE€TEH B BO3pacTe OT 6 MecAleB 10 2-X JeT cocTaBuna 635+47, y nerei B Bo3-
pacte 3—18 net — 606+43 MKM.

BoiBoabl. BpokneHHas aHHpHAWS ABISAETCS NMPOrPECCHPYIOIIEH MaHOKYASIPHON NATOJOTHEH, 3aTparuBaoei
MHOTHE CTPYKTYPBbI [J1a3a U MPUBOAAIIEH K AeNPUBALIUK 3PUTENBHEIX GOYHKUHHA C paHHEro Bo3pacra.

Kunrouesrle ciioBa: sposcoenHas anupuous; anupuduiinas kepamonamus, demckas ogpmansmonozus; WAGR-
CUHOpOM, MUKpopmansm, Mukpoxoprea, 2eH PAX6, yenmpanenas moawuna pozosuybi.
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THE SPECIFIC CLINICAL FEATURES
OF CONGENITAL ANIRIDIA IN THE CHILDHOOD
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Aim. The objective of the present study was to elucidate the specific features of the clinical picture of congenital
aniridia in the children and adolescents and determine the frequency of complications of this pathology in the
Russian Federation.

Materials and methods. The study involved 37 children and adolescents at the age below 18 years (74 eyes)
who were recruited from 37 unrelated families and diagnosed as having congenital aniridia at the Cheboksarsky
branch of S.N. Fedorov Federal State Institute of Eye Microsurgery. All the children underwent the comprehen-
sive ophthalmological examination based at this institution that included determination of the patients’ age and
gender, diagnostics of keratopathy, cataract and glaucoma, measurements of foveal hypoplasia and hypoplasia
of the optical nerve. In addition, visual acuity (VA) and the type of refraction were determined, gonioscopy and
central keratopachymetry were performed on each patient.

Results. The age of the patients varied from 2 months to 18 years (median: 3 years). The familial type of in-
heritance of congenital aniridia was documented in 16 patients whereas sporadic cases of this pathology were
detected in 21 (56.7%) children. Microcornea and microphthalmus occurred in 4 and 2 eyes respectively. WAGR
syndrome was diagnosed in 9.5% of the patients presenting with sporadic aniridia. Visual acuity was estimated at
=> 0.1 in 52% of the cases; it was => 0.3 in three patients. Abnormal refraction was documented in 88.3% of the
children, marked hypermetropia was diagnosed in 15% of the examined eyes. The signs of aniridic keratopathy
in the newborn infants and young children(aged below 3 years) were found in 64% of the cases. The youngest
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age at which the signs of aniridic keratopathy were apparent was 14 months. Cataract of different severity was
documented in 77% of the eyes, glaucoma in 22.6%, foveal hypoplasia in 94%, and nystagmus in 86.5% of the
eyes. The thickness of the central cornel region in the children at the age from 6 months to 2 years was 635+-47
microns compared with 606+-43 microns in the patients from 3 to 18 years of age.

Conclusion. Congenital aniridia is a progressive panocular pathology affecting various structures of the eye and
leading to the impairment of the visual function from the very early life.

Keywords: congenital aniridia; aniridic keratopathy,; pediatric ophthalmology; WAGR-syndrome, microphthal-
mus, microcornea; PAX6 gene, thickness of the central corneal region.
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Bpoxnennas anupuaus (OMIM, 106210) (BA)
SBISIETCS MOPOKOM Pa3BUTHUSA, NPUBOAALIKNM B OONb-
LIHHCTBE CIYy4YyaeB K CTOMKOMY CHHKEHHIO 3pUTEIIb-
HBIX QYHKIMH M cnenore. [a3sHbie NposBICHHUS 3a-
OoneBaHMs CKJIQABIBAIOTCA M3 KOMIUIEKCHOTO mopa-
KEHHS POTOBULBI, XPYCTAJIHKA, PAAYKHOH 000JIOUKH,
JIEKOMIIEHCAallMl BHYTpuUriasHoro nasneHus (BI]),
THNomiIasuu ¢oBea M JHCKAa 3PHTEILHOIO HEpBa
(A3H). Bo3HukHOBEHHE NAHHOTO MOpPOKA pPa3BUTHS
B 90% cnydaeB CBA3aHO C MyTaUMsMH B rene PAXG,
JIOKaJIU30BaHHOM Ha xpomocome 11 B nokyce 11pl3
[1]. laHHBIA reH SBIAETCA OJHHM M3 KIIIOYEBBIX pe-
TyJasTOpOB 3MOpHOreHe3a, ero akTHBHAs SKCIPECCHS
HeoOxoquma B nepuon popmupoBanus u auddepen-
UMPOBKH TKaHEH [1a3a, HEKOTOPBIX Y4aCTKOB IOJIOB-
HOTO MO3ra, 0OOHATENbHOHN NYKOBHIIBI, HEBPATBHON
TPpYOKH, MUIIEBAPUTENILHOTO TPAKTA, MOMKETYI0UHON
XKeJe3bl, 4YTO OOBACHAET HAIMYHE CHCTEMHBIX TOpa-
XKEHUH IIpU HEJOCTAaTOUHOCTH PAX6.

BA MoxeT BCTpedaThCsl B BHAE CNOPaJUYECKUX
ciyvaeB M ceMelHbix popM. Hacnenyercs aytocom-
HO-JIOMUHAHTHO, C MTOJHOW MEHETPAHTHOCTBIO U pa3-
JIMYHOM JKcripeccuBHOCThI0. B 13% cnydaeB anupu-
aus saBiaserca yactblo WAGR-cuHIpoMma (onyxosb
BunbMca, aHUpHIOUS, YPOT€HUTANbHEIE aHOMAJHH U
YMCTBEHHAas OTCTajJ0CTh). B ero reHernueckoi ocHo-
BE JIEXKHT Aesienus 11 XpoMoCcoMbl, 3aXBaThIBAIOIIEH
aHupuamiiHbelii TeH PAX6 v redH omyxonu Bunbmca
WTI [2]. Puck pa3BUTHA KapUHHOMBI OYKH OCOOEH-
HO BEJIMK y JI€TEH B BO3pacTe A0 8 JIET, YTO onpene-
Js1eT HeoOXOAUMOCTb paHHEH TeHETHYECKOH THArHO-
CTHKH JaHHOT'O YIPOXKAKOILETrO )XU3HH COCTOSHUS.

B HacTosmiee BpeMst B MHUPE HAaKOIUIEHO MHOTO
3HaHWH O TaroreHe3e M KIMHHYECKOH kapTuHe BA.
B cBoeM 0OJbIIMHCTBE OHHM aHAJTU3UPYIOT NpPOsBIIE-
HHs 3a00/1€BaHUS Yy NTALIMEHTOB CTapIIel BO3PAaCTHOM
rpynbl. AHaAu3 JUTEPaTypbl O JaHHOMY BOMPOCY
122

BBISIBHJI HaJM4YHE OAHOTO OOJBIIOTO KIMHHYECKOTO
uccrnenosanus BA B nerckoM Bospacte B HopBeruu
u HIsenun B 2008 roay [3]. U. Eden u coasr. npo-
BEJIM aHAJIM3 AaHUPUIUWHBIX MPOSBICHUN y 52 neteit
U MOAPOCTKOB, CPEIHUH BO3PACT KOTOPHIX COCTABHII
12 ner (menuaHa — 14). B cBoeM uccienoBaHUH MBI
BIEpBble HaONI01aMM JeTEel MIalIel rpyibl, ¢ BO3-
pacTHOM MeauaHo# B 3 roga. Hapsaay ¢ xapakrepu-
CTHUKOH OCHOBHBIX MposiBeHUH BA Hamu nmpoBomui-
Csl aHAJIU3 TOJILIMHBI LIEHTPAJBLHOW 30HBI POTOBHIIBL,
pedpakLUH, OLEHUBAINCH PE3YJIbTaThi TOHHOCKOIHH.
[Tono6HbIe Hccie1oBaHNs OYEHB BaXKHBI 17151 BBISIBIIE-
HUS MPOTHOCTUYECKUX MapKepoB 3a00IeBaHUS B PaH-
HEM BO3pacTe C LENbI0 pa3pabOTKH MPOTEKTUBHBIX
MEpP U CBOEBPEMEHHON KOPPEKIIMH MATOJOTHYECKHX
HU3MEHEHUH.

Ieabro HcelenoBaHusl cTala OLEHKA OCOOCHHO-
cTel TeueHUs BA B neTckoM Bo3pacTte W onpeeneHue
4YacTOTBl OCJOXKHEHHH 3a0oseBaHus B Poccuiickoit
deaepanuu.

MarepuaJj u metroabl. B Uebokcapckom ¢unane
MHTK «Mukpoxupyprus rasay npouuii odcienosa-
HHE 85 MalMeHTOB ¢ U30JMPOBAHHONW U CHHAPOMAIb-
HOH BpOXXIEHHOW aHMpuaued. KomuuectBo nmereit u
NOAPOCTKOB B BO3pacTe muaauie 18 JeT, BKIOUEHHBIX
B JJaHHOE HccleloBaHue, cocTaBmwiio 37 yenoBek (74
m1a3za) U3 37 HepoAcTBEeHHBIX ceMel. OOcienoBaHue
[IALMEHTOB BKJIOYAJl0: aHaIU3 CEMEHHOHW HCTOpUU
AHUPUIUH, TPOBENEHUE BU3OMETPUH, pedpakTopo-
METPHH, OHOMHKPOCKOMHH, FOHHOCKOMHH, OCMOTpa
Ma3Horo AHa achepuyeckoit nun3o# Osher MaxField
78D. Hna ouenku BIJ] ucnosnp30oBaid HMHEBMOTO-
HoMeTp «NIDEK NT-530» (NIDEK, SInonusi) u To-
Hometp «iCare-TAO1li» (Icare, @unnsHaus). Onpe-
JENCHUE TONIIUHBI UEHTPAJbHOW 30HBI POTOBHIIBI
IIPOBOAMJIM Ha YJIBTpa3BykoBoM 3xockane US-1800
(NIDEK, Snonus). C uensio BepupHKAMH CTATHK
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Tabnuuma |

Knaccnpukauusi anHupuaHiiHOM KepaTonaTHH
(nmo U. Eden, 2012) [4]

CreneHb ‘ PoroBHu4HBIE IPOSABIEHHS
0 IIpospaynas poroBuna
1 Iepudeprueckoe NOMyTHEHNE POTORUIIR

C RpacTasneM COCYyI0R

I MNepudepuueckas HearacKynspuIanms,
He HApyNIaKLIas UEHTPANEHOE IPEHHE

I1I BoBneuenne neHTpallbHOM YaCTH POTOBHLIBI, OCMOTD
IVIa3HOTO JHA 3aTPy/AHEH, CyOanuTenuanbhsbiii ¢pndpos,
CTPOMAJIBHBIN X€H3, IEHTPaAJIbHBI POCT COCYI0B

v MyTHasi, Hempo3payHas poroBHLA

v Kowneunas ctanvs, upperynapHas cTpyKTypa pOTORULIEL,
He ompeJenseTcs HA OOWH U3 ee CII0eR

AHUPUIUIHON KepaToNaTUU UCTIOIB30BAJIACH KIACCH-
buKanus, npeIoKeHHas HOPBEKCKUMHU YUYEHBIMH B
2012 ropy (tabm. 1) [4]. ONTHYECKYIO KOTEPEHTHYIO
TOMOTpa(HIO BHINOIHAIN Ha CIIEKTPATBHOM TOMOTPa-
¢e Optovue RTVue-100 (Optovue, CIIIA) ¢ uenbio
BBISIBJIEHUS (OBeanbHOM runomiasdd. OrpaHuyeHus
NPUMEHEHHUS ONTHYECKON KOT€pEeHTHOH ToMorpaduu
ObUTM CBi3aHBl C BO3PACTHBIMH OCOOCHHOCTAMH H
HaJIMYUEM BBIpaXXCHHOTO Huctarma. OO6crenoBaHue
HOBOPOXKJIEHHBIX U JETEH Majoro BO3pacTa npOBOAH-
JH 1of OOLIMM HAapKO30M C MPHUMEHEHHEM CEBOpaHa
WM NTyTeM BHYTPUBEHHOTO BBEIECHHS HATPHS OKCH-
6ara. Y magueHToB 00CIE€IOBaHHOH TPYMIBI paHee
Obl1a MpoBelieHa IMOATBEPXKIANOIIAS MOJEKYISIPHO-
TEHETHYECKasl JUAarHOCTHKA. BeImomHeHo mpsMoe
JBYHAIIpaBJI€HHOE CEKBEHUPOBAHHE KOAUPYIOIIECH
MOCJIEA0BATEIBHOCTH TeHa PAX6, MynsTUIIIEKCHAS
JaurasosaBucumas amriudukanus 30108 (MLPA) u
FISH rubuausanus ¢ 30510M Ha red WT1.
Pesynbrarpl. Bo3pact nauMeHTOB Ha MOMEHT
NEPBOHAYAIBHOTO OCMOTpa OBLI OT 2-X MECHlEB J0
18 net (meauana 3 rona). CeMeiinblii XapakTep Haclte-
JOBaHUs Obl1 OTMeueH y 16 obcnenyeMsix, Criopaau-
4eCKHe Cly4ad aHUPHIUY BBIABIEHBI y 21 manuenTa.
Pacnipenenenue no nomny 0pu10 ciMMETpHIHBIM: 50%
naesouek u 50% manpaukoB. CpenHuit nepuon Habmo-

Tabnuna 2

I'Ma3Hble NPOsIBIEHAN BPOXKACHHOH AHUPHIAHH
I'nasHble nposBieHus | KonuuectBo BHIAB- Konuuecrso

AHWDHINK TEHHBIX CIyYaeR | 0OCJ/IEOBAHHBIX I11a3
Keparonarus 52 (70) 74
I'mayxoMma 19 (25,6) 74
Karapakra 57(77) 74
Hucrarm 64 (86,5) 74
['vnonnasus ¢osea 60 (94) 64
Minonnasus J3H 10 (15,6) 64
AHoManuu pedpakiuy 53 (88.,3) 60
MukpodTtansm 22,7 74
MukpokopHea 4(5,4) 74
Iiro3 6(8,1) 74

[IpumeyaHnue. B ckobkax yka3aH IpOLIEHT.
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Puc. 1. JlaHHBIE BU3OMETPUH C MAaKCMMAIbLHOW KOppeKiMeit
(ocTpoTa 3peHust onpeneneHa B 48 razax 24 naueHToB).

JIeHHs 3a O0JIBHBIMH cocTaBu 2 rofa (oT 3-x MecsleB
10 14 ner). I'enetnyecku quaruo3 BA 6b11 moaTBepx-
JeH B 29 ciayuasx. YacToTa BCTpEUaeMOCTH IMa3HBIX
npossieHuil BA npencrasieHa B Tabmn. 2.

Octporty 3penus (O3) no tabauuam [omoBHHA—
CusueBa U OpioBo#i BO3MOXKHO ObLIIO ONpeAeTUTh B
65% caydaeB (24 nanuenta; 48 ria3). BuzomeTpus
OCTaJIbHBIX 13 nerel B Bo3pacTe MeHee 3-X JeT Mo
JaHHOW METOAMKE HE NMPOBOAMIIACH BBUIY HX MaJIOTO
Bospacra. B 52% cnydaes O3 nauueHTOB COCTaBHIIA
> 0,1, B 3-x mazax > 0,3 (puc. 1). Pedpakumio riasa
yaajnocs u3Meputs B 60 u3 74 mas, B 88,3% cayuqa-
€B OOHapy»eHbl €€ OTKJIOHEHHS OT 3MMETPOIHH H
BO3pacTHON HOpMEI (puc. 2). [lonHas anupuaus nua-
THOCTHpOBaHa B 65% cnyuaes, yacTuuHas — B 35%,
U3 HHUX B 2-X ma3ax Habmromanack HeOonpHIas CTPo-
MaJlbHasg TUnotpodus panyxku. HucraramougHbie
IBHKEHUA IV1a3 M KOcomIa3zue Habmonanuch y 00ib-
mIMHCTBA Aeted (86,5 U 54% cOOTBETCTBEHHO), MTO3
obHapyxeH B 6 rnasax (8,1%).

Bposxknennas aHMpUANS B COYETAHHH C ATOJI0-
rued Apyrux oprasoB. [IoMHMO MaHEHTOB € M30-
JMPOBAHHON aHUPUIMEH, B IByX cly4asx Obuia oOHa-
pyxkeHa obirpHas aenenus B rede PAX6 ¢ 3axBaToM
WTI. B cnyuae WAGR-cunapoma Obliia BeIsiBIEHA
npoornepupoBana Hegpobnactoma (y pedbeHka B BO3-
pacTe 2-X JIeT), y Jpyroro manieHTa onyxoib Buis-
Mca B HacTosiliee BpeMs He oOHapykeHa (BO3pacT pe-
OCHKa Ha aHHBIH MOMEHT cocTaBisieT 19 Mecsies).
B oboux ciayyasx y aereii HaGmoganock mojHoe OT-
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Puc. 2. lannble pedpakToMeTpHH.
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Tabnuua 3

Konn4ecTBO BhISIBJEHHBIX cJIyyaeB OC/I0KHeHH i BpO)K}]eHHOﬁ
AHHPHIMEK B PA3JIHYHBIX BO3PACTHBIX I'Pynnax

MposeieEns | Bo3spact nanuentos
RPOXIEHHOH <3ger | 3<10ner 10 ner, Bcero
Anvpnann | (36 mmas) | (22rmasa) | (16 raz) | (74 rnasa)
Kepatonarus 23 (64) 15 (68) 14 (87,5) 52(70)
Iaykoma 6 (16,6) 9(41) 4(25) 19 (25,6)

[Ipumeuanue. B ckobkax yka3aH IpoLEeHT.

CYTCTBHE paayKHOH 000JIOUKH, HUCTArM U THIIOIIIA-
3ust posea. DeHoTUNHYECKash KapTHHA 3a0o0NieBaHUS
y ManMeHTa B Bo3pacTe 11 ner ¢ nmoaTBepkKIeHHBIM
nrarnozoM WAGR-curapoma Ob1ta 6oJiee OTSIromnieH-
HOW. OCHOBHOH NMPHUYHHOMN ACTIPUBAIINH 3PHUTEILHBIX
(GYHKUMI CTali LEHTPaJbHOE NOMYTHEHHE POTOBH-
Lbl, BPOXKJEHHAs: MPOONEPUPOBAaHHAs ITIayKOMa, CO-
YeTalIecs C YaCTHYHOM aTUIMWYHOW KaTapakToM
U aJbTEPHUPYIOIUM PACXOJSIIIUMCS KOCOITIA3UEM.
Comarudeckuil JuarHo3 BKJIIOYaN BOIASHKY SIMMHUKA,
THNEPTeH3UOHHO-THApOoneDanbHEI  CHHIPOM, CO-
CTOSIHUE BTOPUYHOTO HMMMYHOAECPHIMTA, 3aIEPKKY
IICHXOMOTOPHOTO ¥ (PM3HUYECKOTO PA3BUTHS H SMOLH-
OHAJIbHY1O JTaOUIBHOCTb.

Bo BTOpOM cnyuae, rae UMenoch JUINb FeHETHYE-
CKO€ TOATBEPXJEHHE BOBJICYEHHUS B JIENELHUIO I'eHa
WTI, xknuHudeckas kaptuHa BA Oblna pormosineHa
HA4YaIbHBIMH NPOSBICHUSAMH KepaTonaTuu, THITONIa-
3ueit [I3H, ocratkamu tunica vasculosa lentis Ha me-
peaHEN MOBEPXHOCTH XPYCTalHKa U OAHOCTOPOHHEH
BPOX/ICHHOM 3aJJHEH NOJIIPHOH KaTapaKToM.

Mukpokopaea ¥ MHKpo@TaabM ObLTH OOHApY-
XKeHbI B 4-X M 2-X I71a3aX COOTBETCTBEHHO. YMEHbIIIE-
HHE IMAaMETPa POrOBULILL O3 pa3sBUTHA MUKPOGTaib-
Ma HabNIoanoch y JOHOIIEHHOTO pefeHKa B BO3pacTe
18 MecsieB ¢ reHeTHYeCKH HEBEPH(HUIIMPOBAaHHBIM
JuarHo3oM. BHyTpuyTpoOHas uHEKiMs Iiona He
noaTeepkacHa, aHanu3 kposu Ha TORCH-uHbpexumio
orpuuareinsHbii. [Ipu opransmonoruieckoMm ocMoTpe
obHapy KeHbI MOTHAs AHUPUIUS, HauaJIbHbIE ITPH3HA-
KW KEpaTonaTHH B BUJAE pacUIMpeHHs JMMOaIbHOM
COCYIHMCTOM CETH 0 BCEH OKPYKHOCTH, HadallbHbIC
KaTapakTaJIbHble NMOMYTHEHUS B 3aJHAX KOPTHKAJIb-
HBIX CJI0sX, CyOIIOKCalis XpycTanuka | crenexu, asib-
TEPHHUPYIOLLIEE CXOAUIeecs KOCOMIa3ue, ITMIOILIa3us
¢osea u JI3H. B Bospacte 18 mecsnes HabmromaeTcs
OTCTaBaHME B POCTE U Bece (MOCTHATaNbHAs THITOTPO-
¢us cmemanHoro renesa Il crenenu TaxKeCTH).

Bropoii cilyuali MUKpOKOpHEa COYETAIICS ¢ MHKPO-
(GTaneMOM B CEMbE C HACIEICTBEHHBIM JHAarHO30M
BA. B 1ByX nokoneHusix ceMbH HaOmomancs KIacch-
4eckHi peHoTun BA: moHOE OTCYTCTBHE pagyKHOM
TKaHM, HHUCTarM, KEpaToNaTHs, YacTUYHAs OCIIOXK-
HEHHas KarapakTa, runoraszus gosea u JI3H. Od-
TaJbMOJIOTHYECKH JUArHOCTHPOBAHBI MUKPO(PTAIIBM,
MHUKDOKODHEA, CKJIEPOKOPDHEa, BPOXKIACHHBIH IITO3,
3MMKAHTYC, THIEPTEIOPU3M, BPOXKIECHHAs HENPOXO-
JUMOCTB HOCOCJIE3HOIO KaHasa coueTaromuecs ¢ de-
HOTHITMYECKOHN KapTHHOH cuHapoma [lerepca Il Tuna
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(IMcreHe3 CTPYKTYp NepelHed Kamepbl, aHUPHIHWS,
BPOXXICHHOE LEHTPAIbHOE CTPOMAJIBHOE BACKYJSPH-
3MpPOBaHHOE MIOMYTHEHHE POTOBHUIIBI, KOPHEO-XPYCTa-
JIMKOBO€ CpallIeHHUE).

AHUpuauiiHag kepatonarus. B Hamem uccne-
JIOBaHUM TPHU3HAKW aHUPUAMNHON KepaTomaThHu Yy
HOBOPOXIEHHBIX M JeTel MJaAllero Bo3pacTa A0
3-x net ObuK BbIABIECHHEI B 64% ciydaeB (Tabm. 3).
HanMeHbIIni BO3pacT BHISIBIICHHS MPU3HAKOB aHUPH-
JUMHOM KepaTonaTuu coctaBui 14 mecsineB (puc. 3,
a, CM. BKIIEHKY). MI3MeHeHHs1 poroBHubl BapbHpPOBa-
JM OT PacLUIUPEHHUs COCYAUCTOH ceTH aumba (puc.3,
6, cM. BKJIEHKY) 10 TOSIBJICHUS MOBEPXHOCTHBIX MO-
MYTHEHHMH, pacnpocTpaHstommxcs Ha 1-1,5 MM B
CTOPOHY ONTHYECKOTO LieHTpa (puc. 3, 8, CM. BKJIEH-
Ky). B GonpmmHCcTBe crnydaeB (85%) Bo Bcex BO3-
PaCTHBIX KaTeropusix npesaaupoBana | cragus aHu-
pUIMHHON kepatonatud (cM. Tabn. 1). OgHako y 2-x
NIALUEHTOB B Bo3pacte 12 u 16 ner 63 onepaTuBHbBIX
BMENIATENbCTB B @aHAMHE3€ BBISBICHO 3HAYMTEILHOE
nporpeccupoBanue keparonatuu 1o Il cragnu ¢ pac-
[IPOCTPAHEHHUEM BACKY/ISIpU3UPOBAHHOIO TAaHHYyca K
LEHTpY 03 BOBICYEHHS ONTUYECKOH 30HBI POTOBHIIBI
U CHIDKEHHMS 3peHHus (puc. 3, 2, CM. BKIEHKY). enpu-
BHpYIOILast POJIb MOTEPH MPO3PAYHOCTH POTOBHUIIBI B
cHrxeHun O3 Oblia oTMedeHa B 4-X riiasax.

TonmuHa LEHTpaNbHOH 30HBI POTOBHUIBI MO pe-
3yJAbTaTaM YIbTPa3BYKOBOW MaXUMETPHUH y JAETEH B
BO3pacTe oT 6 MecsIeB A0 2-X JeT cocTaBmia 63547
MKM, y JeTeH B Bo3pacte 3—-18 neT — 606+43 MM (B
aHAJIM3 HE BOILJH 4 11a3a ¢ MUKPOKOpHEa H MHKPO-
¢ranemMoM M15 a3 ¢ HAMUYHEM B aHAMHE3€ XHPYP-
THYECKHUX BMEIIATEILCTB).

I'nayxoma. JluarHos rimaykombl ObLT YCTaHOBJIEH
Ha 19 (25,6%) miazax 11 manMeHTOB, U3 HUX BPOX-
JeHHas m1aykoMa Oblia oOHapyxeHa y 3-X aeteit (6
rma3) — 8,1%. CpenHuii BO3pacT yCTaHOBICHHS THA-
THO3a COCTaBWJI 7+5,5 romga, Mmeanada — 4 roga. Xu-
pyprudeckoe jedeHue Obl10 BBITIOTHEHO Ha 11 (58%)
rnasax, NpeBaJUpOBAIU OMNEPALMH MPOHUKAIOLIETO
THNa (yOOoKasi CKIEpIKTOMHS, CHHYCTpabeKynIKTo-
MHs), TIOBTOPHBIE aHTHUITIAYKOMATO3HBIE BMEIIATENb-
cTBa norpeboBanucek B 4-x rmasax. HecMorps Ha oT-
CYTCTBHE Ha MOMEHT OCMOTpa JaHHHIX 32 [NIayKOMY, ¥
MHOI'UX MaLMEHTOB CTPYKTYPHI yIJla IEPETHEH Kame-
pel (YIIK) mpu ronnockonuu He auddepeHLHpoBa-
nuck. Ilo Bcel OKpY)KHOCTH WIIH YaCTUYHO OHH OBLTH
IIPUKPBITEL HEXXHOW ME3E€HXMMAJIbHOW TKaHbIO ¢/0e3
3JIEMEHTOB BaCKyNIspH3anuu (puc. 4, a, CM. BKICHKY),
[IpIOKaMU MUTMEHTA, MECTAMH PafyXXHas TKaHb ObI-
Jla aAre3sUpoBaHHA K POTOBHIlE NMEPEMBIYKAMH (PHC.
4, 6, cM. BKJICHKY) WIIH NONHOCTHIO 3aKPBITEI KOPHEM
panyxkun. ¥V 1 pebeHka (2 rmasa) ¢ COXpaHHOH pagyx-
HOH 000/104KON M JIEMEHTaMH JIErKOM THIOTPO(UH
crpoMansHoro Juctka YIIK Obln OTKPBEIT Ha BceMm
IPOTSKEHUH, CTpyKTyphbl YIIK xopomo mpocmarpu-
BAJINCH U AU (PPepeHIUPOBATUCE.

Karapakra. KarapakrajibHble H3MEHEHUS B XPY-
cTanuke ObuM OOHapyxeHBl B 57 (77%) rnasax, u3
HUX BPOXKICHHAs KaTapakTa Oblia JUarHOCTHPOBaHA
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B 67% cny4aes (38 ma3). [lomyTHEHHUA B XpyCTalHKe
OBUTH TIPEICTABJIEHB BPOXKACHHON MepenHed nonsp-
HOU KaTapakToil (22 rmnasza), 3a1Hel NoJApHOM Kara-
paxToii (7 ri1az), BpoXJIeHHOH MbUIEBUIHONW KaTapak-
TOH (6 1a3), BpOXKIACHHOM SIAEPHON IPOIpecCHpPYIO-
mieit karapakroit (3 masa). B 13 mmazax HaGnonanoch
pa3BUTHE YaCTHYHBIX OCJIO)XHEHHBIX KaTapakT, B 6
Cly4asiX THI KaTapakThl HE ObL1 onpeneneH. MuHH-
MaJIbHBIH BO3PACT MALIMEHTOB C IOMYTHEHUAMH B XpYy-
CTaJIMKE COCTaBUI 2 Mecsla, MUHUMAIbHBIHA BO3pacT
pebeHKa ¢ KaTapaKTajbHBIMH IIOMYTHEHHSIMH, TIPHBO-
JAUIMMH K pa3BUTHIO OOCKYpPAllMOHHOW aMOMHOIHH,
6bu1 paBeH 10 mecsauam. [TepepacTsikeHHue IUHHOBBIX
CBSI30K C JIETKOH JeleHTpaluel XpycTaanka Haburo-
ganock B 12 (16,2%) rmazax, nedpopmanus 1 HEpOB-
HBIH Kpail xpycranuka otmeueH B 4 (5,4%) rmasax,
(eranpHas BacKyNsApH3alMs Ha MEpeqHed Karcymsp-
HOW MOBEPXHOCTH coxpansiiack B 9 (12%) cnyuyasx,
B 2-X IMIa3ax MPUCYTCTBOBAJ MEPENHUN JICHTHKOHYC.
B 3-x ciayvasx Obina BeImosiHEHa (hakoacHUpanys Ka-
TapakThl 0€3 UMIUIAHTAllUM WHTPAOKYJIAPHOU JTHH3BI
(UOJI) B BO3pacTe ot 10 MecsueB a0 3-x JeT. 3 nanu-
eHTaM (5 ma3) Obula MMIUIAHTUPOBaHA MCKYCCTBEH-
Has upHaoXxpycranukoBas auadparma (MXJ1) mpous-
BoactBa «Penep-HH» (H.Hoeropon, Poccus). Ana-
J13 aHAMHECTHYECKHX JIaHHBIX BceX 00CaeI0BaHHbIX
nanueHToB ¢ BA (85 4enoBek) moka3an HallUuue B
JETCKOM BO3pacTe JBYX BO3PAcTHBIX MHUKOB BBINOJ-
HEHHS XMPYPrU4eCKUX BMENIATENBCTB T10 MTOBOAY T10-
MYTHEHHH B Xxpycranuke — 2,8+1,5 roma u 16,4+5,5
roga. B ogHOM ciydae SKCTpakiuM KatapakThl 0e3
umiutantauuy UOJI Habironanock pa3BUTHE OTCIION-
KM CETYaTKH Yepe3 rofl Iocie ONepaTUBHOTO BMellla-
TEIbCTBA C MOCHEAYIOIIUM HCXOIOM B cybaTpoduio
IIa3HOTO s010Ka.

I'na3noe aHo. O0cienoBaHMe Ta3HOTO AHA ObLIO
BO3MOXHO B 64 razax. V3 HUX THMNOIIA3us MakKy-
JSpHOH 30HBI BhIsiBIEeHa B 60 (94%) rmazax. Msme-
HeHusl, oOHapykeHHbsle B JI3H, HOcHIM pa3in4HbIN
xapakrep. I'mnonnaszus JI3H auarnoctuposana B 10
(15,6%) rnazax, maroJorHvecKas SKCKABAIlHS BBISB-
aeHa B 9 ciayuasx (puc. 5, cM. BKIEHKy). [Ipu3Haku
YaCTUYHOM aTpodUu 3pUTENBHOTO HEPBA MO JaHHBIM
0TanbMOCKONHH, PpE3YJIbTaTOB PETHCTPAliMM BbI-
3BaHHBIX 3PUTEJIbHBIX MOTEHUHMANOB, aHAMHE3a (Le-
peOpanbHas HMIEMHS, BHYTpHYTpOOHAs THIIOKCHS,
THNEPTeH3UOHHO-THApOLehalbHBI CHHIPOM Y IIIO-
aa) ObL1H 0OHapyXeHbI B § Ia3ax.

O6cy:xxnenue. BA siBiseTcs peAKAM TIOPOKOM pas-
BUTHA Ia3. Ee BcTpewaemocTh B MHpe KoieOnercs
ot 1:40 000 mo 1:96 000. KnnHnyeckue mposBieHNs
aHUPHUIMH HOCAT MPOTPECCUPYIOLINI XapaKTep U CTa-
HOBSATCS NMPUYMHOM 3HAYMTEIBHOTO CHUXKEHHS 3pe-
HUA. B nmeTckoil 0TanbMOMOTHE BaXKHBIM SIBISIETCS
OMpPEJEICHNE KIMHUYECKUX MPH3HAKOB, MMEKOLIUX
NMPOTHOCTHYECKOE 3HAYEHHE Ha TeueHue 3aboieBa-
HUA B Oynymem. B cBsi3u ¢ 3THM OYeHb BakHA paH-
HSA JMAarHOCTHKA M PAHHEE BBISBICHHUE OCIOXKHECHHUN
€ LEbI0 COXPAHEHHUS 3pUTEIbHBIX (QYHKUHMH, MONeH
3peHMsl, CHUAKEHHUS AEHCTBHS MOBpEXAAOWUX (ak-
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AHUPUANHHBIX TALUEHTOB.

OtcytcTBUE pagyx HOM 000J0UKH SBISETCS KJIac-
CHYECKHM NpOsIBICHUEM 3a00/I€BaHUS, IIEPBBIM CUM-
NTOMOM, MPHUBJIEKAIINM BHUMAHAE KaK PONUTEIICH,
TaK NeAUaTpoB U odpraneMonoroB. CreneHb Npe3eH-
TalMU pagyXHOH TKaHU MOXET BapbHUPOBATh OT €€
HaJIM4Usl B BUJIE OCTAaTOYHOH PYNHMEHTApHOH TKaHH
J0 4aCTHYHON aHUPHUIMH, aCCHMETPUYHBIX KOJI00O-
MOTOJOOHBIX Ne(EKTOB U CEKTOpPaIbHOH aTpodHuu.
Onucan cinydail noaTBep)xaeHHON MyTauuu B PAX6,
B KOTOPOM NOpaKe€HHE PaNy’KHOW TKaHH ObLIO Tpea-
CTaBJICHO JIMIIIb BEIBOPOTOM MUTMEHTHOH KaiiMbI (3K-
TPOMHOH Uvea) B COUETAHWHM C THIOIIa3uei ¢osea,
J3H, HHCcTarMOM M Ha4YaJIbHBIMH CTaJUSMH KepaTo-
natuu [5]. [lonoOHele aTunnyHbie crydan BA Hyxna-
IOTCSl B TEHETHYECKOM MOATBEPKIACHHH C LIeJIbIO YTOU-
HEHHUs JMarHo3a M AajbHeWmero (GyHKIHOHAILHOTO
nporHo3a. B Hacrodmee BpeMst JoKa3aHa 3HAYUTEIIb-
Has KOPpe/SLHOHHAS CBA3b MEX/Y BBIPAXKEHHOCTHIO
panyxHoro aedekra u O3 [3, 6]. AHaIH3 NaHHBIX BU-
30METPHH B Haiel paboTe Mmokasall, 4TO OCHOBHEIC
nokaszarenn O3 (73%) pacnpenenuiauch MexXIy 3Ha-
yeauaMH ot 0,05 1o 0,3. Y GoNbINHHCTBA TAHEHTOB
B 88,3% cnyuyaeB NMPUCYTCTBOBaJIM aHOMAIHH ped-
paKiUy Yalle BCEro MaJjbIX CTETICHEH, COYETaloINH-
ecq ¢ acturmaru3smMoM. B 15% a3 obGHapyxeHa ru-
MEPMETPONHA BBICOKOM cTeneHH. Ha ¢oHe kocorna-
31U U HEKOPPHUIMPOBAHHON aMeTPOIHH CTEPEOTICUC
oTcyTcTBOBal, y 80% nereil oTMEUEH MOHOKYJISAPHBIHA
xapakTtep 3peHus. Ha 3Tom oHe BakHEHIIMM KOMITO-
HEHTOM peaOWINTALK MaJleHbKUX MMalHeHTOB CTajla
Oopnba ¢ aHoManusmu pedpakuuu U aMOIHONHEH ¢
LENBIO CO3/IaHUS MAKCUMAJTBHBIX YCIOBHH JJTs1 pa3BH-
THSA 3pUTENHHOTO MOTEHIHAIA.

B nHameit rpynne nanueHToB, kak 4 B paborax K.
Gronskov u coasr. [1]n U. Eden u coapr. [3], npeBaiu-
POBAIIH CIOPaMYECKUE CIydan aHupuAnH (56,7%). B
HAy4YHBIX UCTOYHHUKAX cooburaercsa o 26—-30% yacTo-
te WAGR-cunapoma B cinyqasx de novo [7]. Onnako
B laHHO¥ pabore neneunu PAX6 u WTI BcTpeyanuch
B 9,5% ot 00uiero unciaa cnopaindeckoil aHUPUITUH,
B pabote U. Eden u coasr. [3] coobmaercs o 11,5%.
Takoit nu3kuii npoueHT WAGR-cuHapoma B aByX
HE3aBHCHUMBIX paborax TpeOyeT AallbHEHIIero mnoa-
TBEPHKJICHHS Ha 0OJIbILIEM KOIHYESCTBE TALUCHTOB AJIS
YTOUHEHHS YaCTOThI €0 BCTPEYAEMOCTH CPEIH aHH-
PUOMIHBIX TTALIUEHTOB.

PAX6 sBasieTcs OJHUM U3 KJIIOUYEBBIX PETYISATOPOB
ambpuorenesa. Ero skcnpeccuss BMecTe ¢ JpyrHMH
TPAHCKPHUMIIMOHHBIMH (haKTOpaMH Ba)KHa HA MHOTHX
sTanax GpopMHupoBaHus rma3Horo sonoka. B 90% cuy-
yaeB peHoTHnHYecKas kaptuHa BA acconuupoBana ¢
MyTalsIMH HMEHHO B 9ToM reHe. OHaKo HE Bcerna
TeHEeTHYeCKasi MpU4YMHa 3abosieBaHusl ObIBaeT sCHA.
B knuHHuYeckoM ciydae MHKpOKOopHea 0e3 MHKpO-
¢bTaneMa, ¢ aHUpHIKEH U U3MEHEHHUSAMH XpyCTajhKa
HaM HE y[aJ0Ch HailTh MyTaluio B rene PAX6. Meto-
Ibl (uryopecueHTHOH in situ rubpunusanuu (FISH) u
MYJBTUIUIEKCHOM JIMTa303aBUCUMON aMIUIA(DHUKAIUA
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30H10B (MLPA) nenenuu B paiioHe pl3 xpoMocoMbl
11 He BBIABHIIM, KaPUOTHII peOEHKAa COOTBETCTBOBAI
46 XY. CnoxxHOCTb 0OHapyK€HHsi BUHOBHOH MYyTa-
I[UM CBs3aHa C OOJBIION T'€eHETHYECKON reTEPOreHHO-
CThIO ()aKTOPOB, BIMSIOIIMX Ha PAa3BUTHE CTPYKTYp
VIIK. PITX2, PITX3, FOXCI, FOXE3, MAF Ttaxxe
HUMEIOT KPUTHYECKOE BaXKHOE 3HAUECHHE /I HOpMaJIb-
HOTO pa3BUTHS MEpPEAHEro cerMeHTa masa [8, 9] u
JIOJDKHBI pacCMaTpUBaThCs B KaueCTBE BEPOSTHBIX
NPUYUHHBIX (PAKTOPOB.

AHanu3 KIWHAYECKHX TMPOSBICHHH aHUPHUIHU
B JETCKOM BO3pacTe BBIABUI Pl OCOOEHHOCTEH.
CUMNITOMBl aHUPHAMHHON KepaTONaTHH XapaKTepH-
3yIOTCsl HE3HAYMTENbHOWH BBIPAXEHHOCTHIO. Bpems
NOSABJIEHUS M NPOrpPECCHPOBAHUSA €€ MEPBBIX MPH-
3HaKOB BapuabenbHO MW, MO JaHHBIM JIMTEPATYpHI,
cootBeTcTBYeT Bo3pacty 10 ner {10, 11]. Cpenuuii
BO3pacT yCTAaHOBKM [HMarHo3a aHUpUIUNHON Kepa-
tonatuu B pabore D. Shiple u coaBTt. 6611 paBeH 20
ronam [12]. HopBexxckuMu y4eHbIMH 3adUKCHPOBaH
MHHHMAJbHBIH BO3pacT MOTEPU NPO3PavyHOCTH PO-
roBullbl (5 net), npuBosuid Kk cHkeHHIO O3 [3].
B Hameii pabore nons mauMeHTOB B BO3pacte A0 3-X
JIET C BBIABJIEHHBIMHU MPU3HAKAMH KepaTonaTuu Oblia
3HAYHUTENBHOH (64%), MUHUMAaNbHBIN BO3pacT €€ BO3-
HUKHOBeHUs cocTaBun 14 mecsiues (B pabote U. Eden
— 24 mecsua [3]). C Bo3pacTom Habmronanach TeHACH-
U K YBEJIWYEHHIO MPOLEHTHOTO COOTHOIIEHHUS Ke-
paronatiH (cM. Tabn. 3). ¥V 2-x nere# crapiuei Bo3-
PacTHOH rpyInbl OTMEYEHO 3HAYMUTENBHOE MPOrpec-
CHpPOBaHHE KOPHEAIbHBIX U3MeHeHuH j1o 1] craauu Ha
($OHE MOTHOrO OTCYTCTBHA “pOrOBHUYHBIX” *kanob. B
IETCKOM BO3pacTe aHUpUIMHHAs KEpaTonarvs MHpo-
TEKaeT OECCHMIITOMHO, MAMEHTHl HE HCIBITHIBAIOT
JuckoMpopTa, OIIYLIEHHs WHOPONHOTO Tela B Iia-
3y, IPAKTHYECKH OTCYTCTBYET (oTOhoOUs H Kano0bl
Ha 605b, 3pO3HH POTOBHIIBI HE BO3HHKaIOT. MHOTHE
JETH XOPOLLO MEPEHOCAT CONHEYHBIN CBeT 6€3 COJH-
LIE3aIUUTHBIX OYKOB, PEAKTHBHBIM NTO3 OTCYTCTBYET.
Takoe BHeliHee OaromoayyHe MOXET YCIIOKaHUBaTh
pOIoUTENEH U Bpadeil, OTOABHUIras Hauyajlo MEAUKaMeH-
TO3HOH Tepanuu. OOHAKO, HECMOTPS HA OTCYTCTBHE
KJIMHHYECKOH CHMITOMAaTHKH, HayaJbHBIE MMPH3HAKH
NOTEPH MPO3pavyHOCTH POTOBHULBI MOr'yT Habmromarhb-
Cs Y)KE C POXICHHS, IPEAONpPeness BbICOKHH pUCK
NPOrpECCUPOBAHUS KEpaTONaTU B AalbHEHILIEM.

Haubonee 4acTeIM CcONMyTCTBYIOHIMM TPOSBIE-
HueM BA sBnsercs rmaykoMa, MaHudecTUpYIOmas B
OONBIIMHCTBE CIYy4YaeB B JETCKOM M IMOAPOCTKOBOM
Bo3pacte [13—15]. BerpedyaeMocTh riiaykoMel B Ha-
meM uccienoBanuu (25,6%) conocrtaBuma ¢ 1aHHBI-
MH HODPBEXCKHX Y4eHbIX (27%) [3], u ee pa3zButue
OOBACHAETCS HaNUYHEM BBIPAXXEHHOTO TOHHOAMCIeE-
He3a. PasnuyHas creneHp €ro BBIPAXKEHHOCTH OMpe-
JeNsieT CPpOKM MaHM(ECTaluMH IJIAyKOMBI H €€ TH-
XKeCTb. BrIsiBIeHa 3HaYMTENbHAS KOPPENALHUS MEKIY
CTEICHbIO HEJOPA3BUTHA Paay>KHOH TKaHH, 00BEMOM
ee Jgedexra U pa3BUTHEM [VIAYKOMHOTO Mpolecca
[3]. B pa6orax D. Baulmann u coaBT. mokaszaHa pojb
skcrpeccud PAX6 B nipe- M paHHEM TIOCTHATallbHOM
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nepuoge B (GOPMHUPOBAHHH CTPYKTYp ApPEHaKHOHN
CHUCTEMBI IN1a3a. Y TETEePO3UTOTHBIX MbIllieH C aedHu-
[IUTOM 3KCOpecCHH reHa PAX6M“" tpabekynsipHas
TKaHb OCTaeTCs HE3pelsioi, LIEMMOB KaHaj IOJIHO-
CTBIO OTCYTCTBYET [9]. DTH pe3ynsTarhl COracyroT-
¢ CO CXOOHBIMH HAHHBIMH THCTOINATOJIOTMYECKOTO
HCCIENOBAaHUS CTPYKTYp NEpeiHed Kamepsl riaza y
2-x mauueHtoB ¢ WAGR-cunapomom [16], a Takxe
C KapTHHOM, BBIABIAEMOH NpU roHHOckonuH. Hecmo-
TPsl Ha U3HAYalbHO CYLIECTBYIOILEE CONPOTUBICHHE
OTTOKY BHYTDHIVIA3HOW BJIarM 4epe3 W3MEHEHHbIE
crpykrypel YIIK, BpoxneHHas rtinaykoma y mnanu-
€HTOB ¢ aHUpHIHEH BcTpevaeTcs peaxo [3, 13, 17].
B Hamem ucciegoBaHMM OHa cocTaBHia Beero 8,1%
(6 rma3). Ognako,no gauueiM JILA. Karaprusoii u co-
aBT., Y IOBOJBHO BBICOKOTO MPOLEHTA ACTEH C aHH-
puauen (68,4%) B Bozpacte 10 1 rona y)xe HMerOTCS
KJIMHHYECKHE NPHU3HAKH, MO3BOJISIOUIME AHATHOCTH-
poBaTh BPOXIACHHYIO MNaykomy (rmoBbliieHne BIJI,
pacTsHXKEHHE I1a3a, Pa3BUTUE IVIAYKOMHOM ONTHYE-
CKOM HelpomnaTuu, otek porosulbl) [18]. Takas Brico-
Kasi BBISIBISIEMOCTb BPOXKAECHHOMW INIayKOMBbI, BO3MOX-
HO, 00BsACHsETCS GONMBLIONH KOHUEHTpAUUeH Tsakenon
COYETAHHOH MIa3HOW NMaTONIOTHM B BeLylleM OQTalb-
MOJIOTHYECKOM LIEHTPE CTpaHbl. Te e aBTOpbl, Mpo-
BOJIl CPAaBHUTEIBHBIN aHANU3 PE3yJIbTaTOB XHPYPrH-
YECKOIo JIEUeHHs AeTel ¢ ruapodTansMoM U Aereit
C AHUPUAMHHON TIJIAyKOMOH, OTMEYAIOT CHHXKEHHE
THINOTEH3UBHOTO 3 dekTa oT onepaurii Ha 10—-15% u
MeHee OnaronpusTHOE TEUEHHUE IMOCIIEOonepaliOHHO-
ro NepuoAa B MOCIEIHEM Clyyae.

K ¢axropaM, BHOCAIIMM BKIaJ B BBIPAXKEHHOCTD
ITTayKOMHOIO IIPOLIECCa, OTHOCAT TaKXe CeMEHHBIN
aHaMHe3 aHMpuauu [19]. B Hameit pabore y 8 us
11 nereit ¢ rmaykomol HaOmomajcs crnopaaudecKui
XapakTep BpPOXICHHOW aHupuauu. HacnenoBanwe
OIPEAEICHHOIO THIIA MyTauuu B PAX6 omnpenenser
OTCYTCTBHE BBIPaOOTKM OHONOTMYECKH aKTHBHOIO
[IPOTEUHA WM CHHTE3 OenKka ¢ M3MEHEHHOH CTPYKTY-
poil 1 QYHKUHMOHANLHOH aKTHBHOCTBIO, TEM CaMbIM
NpUBOAS K (POPMHUPOBAHUIO ONpEAETICHHONH (PEeHOTH-
MUYECKON KapTHHBI aHUpUANH. H3-3a pasnu4HOH dKc-
[IPECCHBHOCTH MyTauui B rene PAX6 co3pesanue u
crenenb aupdepeHpoBkr cTpykryp YIIK moxer
3HAYMUTENIFHO BapbUPOBATh Y WICHOB OJHOU U TOH Xe
CEMbH, BbI3bIBaS MaHHU(ECTUPOBAHHE IIAYKOMHOTO
npouecca B pa3Hble BpEMEHHbIE CPOKH.

Ba)XHOCTb AMarHOCTUYECKUX MEPOIIPUATHIL B TO-
CTAaHOBKE JMarHo3a IIaykoMbl y AETEH ¢ aHUpHAHEH
HEBO3MOXHO MepeoleHuTs. Ha oneHky BenHUUHBI
BI'Jl Gonplnoe BIHAHME OKAa3bIBACT TOJIIMHA LICH-
TpajbHOM 30HBI poroBuilsl [20], yBeTu4eHHE KOTOPOH
JIOKa3aHO y aHUPUAUIHBIX narueHToB [21, 22]. V no-
HOLLIEHHBIX HOBOPO)KJIEHHBIX LIEHTpaIbHas TOJIIMHA
porosuiibl paBHa 0,541 mm [23], x Bo3pacty okoio 3-x
JET TOJMLUMHA POTOBHLB! peOEHKa CTAaHOBUTCS TAKOM
ke, Kak M y B3pocnoro u cocrasusier 0,52 mm [23].
B wmccnenoanru M. Yungyan W coaBT. aHHBIH ma-
paMeTp, U3MEPEHHBIH Y OAPOCTKOB B Bo3pacte 7—15
JIET, N0 JAHHBIM ONTHYECKOH KOTEPEHTHOH TOMOTrpa-
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¢un, 611 paBen 532 pn [24]. [lony4yeHHBIE HAMH pe-
3yJABTAaTBl AEMOHCTPHUPYIOT 3HAUUTENbHOE YyBEJINYe-
HHME TOJNIIMHBI POrOBHIIbI y JeTel U MOAPOCTKOB 6€3
HAJIM4Msl OMEPATUBHBIX BMEIIATENbCTB B AHAMHE3E.
TonumHa UEHTpaNbHOM 30HBI POTOBHILBI Y AETEH C
aHMPHIWEHN B BO3pacTe OT 6 MeCALEB A0 2-X JET U OT
3-x 1o 18 net cocraBuna 635+47 MM u 606143 MkM
COOTBETCTBEHHO, YTO MOKET IMPUBOIUTH K JTOKHOMY
3aBbillleHMI0 3Ha4eHni BIJ] npu nx oneHke 6e3 yue-
Ta momnpaBo4yHOro kodgduumenra. C uenswo Oonee
KOPPEKTHOTO BBHIINOJIHEHUSI U IPaBWJILHOW MHTEpIIpe-
TallMd JUarHOCTHYECKHX 00CIenoBaHMH (FOHHOCKO-
UM, TAXUMETPHH, YIBTPA3BYKOBOH OMOMHMKPOCKO-
NUW MEPEAHEro oTpeska iasa, uMmepenus BIJl) u
BBISIBJIEHUS 0COOEHHOCTEH pOTOBHUHOM OBEPXHOCTH
CllelyeT PEeKOMEHIOBATh MEepBHUUHOE 0OCIenoBaHUE
JeTed paHHero Bo3pacTta noj Hapko3oM. ClloXkHOH
ABISETCA OLEHKa IMPOrHo3a 3aboseBaHus, TaK Kak
TEYEHHE [IAyKOMBI HOCHT, KaK MPaBUJIO, MPOTPECCH-
pyrouted xapakrtep. B 3Toll cBA3W, y4UTHIBas pUCK
Pa3BUTHS OTCPOYEHHBIX MATOJIOTHYECKUX MPOLIECCOB
B TMIPOJHMHAMUKE IN1a3 U JEKOMIEHCALNI0 TUIIOTEH-
3UBHOTO 3¢ deKTa XUPYPrHUYCCKHX BMEIIATENIHCTB,
TpebyeTcs perynsapHbd AUCMAHCEPHBIH KOHTPOIb 32
aHUPUAUWHBIMH MALUEHTAMH.

He ™eHee BaxHBIM B (POPMHpPOBAHHH HH3KHX
3puTenbHBIX QYHKIMHA T1aza npu BA aBistorcs mo-
BPEX/ICHUS ONTHYECKOTO ammapara miasza. [loreps
JuadparmMupyome GyHKIUU paayKHOH 00O0I0UKH
MPUBOAMT K PACCEHBAaHUIO CBETa, (HOPMUPOBAHUIO
3aCBETOB Ha ceTyaTtke U gorodobum, a HapyleHHE
NpPO3pauyHOCTH XPYCTaJiMKa CTAHOBUTCS MPHYUHOU
JenpHUBallMM 3PUTENBHONR CHUCTEMBI M Pa3BUTHS aM-
Oauvonuu. 3HayWTeNbHAs KOppesius OOHapyxe-
Ha MEXIy CTENeHbIo pamyxHoro nedexra u O3 [3].
BpoxnenHas kaTapakra sBISETCS OOHHM M3 4acCThIX
NposIBJICHUH aHUPHUIMH, YacCTOTa €€ BCTPEYaeMOCTH
B HalleM HCCleNoBaHMH cocTaBuia 67%, B pabore
HOpBEXCKUX Komuier — 44% [3]. boapuyro gomo u3
HHX COCTaBJIAIOT NEepeJHHE U 3aJHHE MOSApHBIC Ka-
1apaktel (76,3% OT Bcex BPOXKICHHBIX KaTapakT),
racroflaraiouiecs BIOas ONTHUECKOM ocu rmasa [13,
25]. OpHako B OONBIIMHCTBE CIy4aeB MOJISPHBIE Ka-
TapaKkThl HE UMEHT OOJBIIMX Pa3MEpOB, MPAKTHYE-
IKH HE TPOrpecCHpPylOT U B YCJIOBHAX OTCYTCTBHSA
DATYKHOW OOONIOYKH HE SBIAIOTCS MPHYUHOM, 3Ha-
SHTEJILHO CHWXKarouled 3puTenpHele (yHKuH. B
MWIPOCTKOBOM Bo3pacTe cHMkeHHue O3 mpoucxoauT
33 CYET Pa3BUTHS OCIOKHEHHBIX KaTapakKT, BBI3BIBA-
©IUIMX TOMYTHEHHE KOPTHKAJIbHBIX M CyOKamncyssp-
EBIX CII0€B XpycTanuka. Bompoc o cpokax u o6bemMax
YHPYPIrU4E€CKOr0 BMEIIATENbCTBA MO MOBOAY Kara-
PAKTHI MO-TIPEKHEMY OCTaeTCsl akTyaldbHbIM. OH cBs-
H ¢ 0COOEHHOCTSMH UMMYHHO#H CHCTEMbI peOeHKa,
BOeIPACMIONAralOMMMUA K Pa3BHTHIO BBIPAXKECHHBIX
WCCYIAATHBHBIX U MPOAUGEPaTUBHBIX pEAKLUi B I10-
L sPONEpalMOHHOM mepuoge. Jtor ¢akT 6e3 yyera
BEHPHIMHHBIX MPOSBIEHUH 3aCTaBISET OCTOPOXKHO
JTHOCHTHCS K XHMPYPTHYE€CKMM BMEINATEIbCTBAM B
»=TcKOM Bo3pacte. OTMEUEHHBIH B HallleM HCCIIENO-
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BaHUM Clly4dall pa3BuTHs cybaTpoduu rasHoro s6;10-
Ka [OCJIE SKCTPAKIHH AETCKOH KaTapaKThl (BO3ZMOKHO
HEIHarHOCTUPOBAHHOTO aHUPUANIHOIO PUOpPO3HOTO
CHHAPOMA) NOATBEPXKAAET BAXKHOCTH B3BELICHHOTO
MOAX0Ja B BENEHWM MOAOOHBIX OonbHBIX. ['McTOMNO-
TMYECKUK aHallu3 OEpPeAHEH KamcCysbl XpyCTalvKa
MoKa3al ee 0COOYI0 XPYIKOCTh Y MallHEHTOB C BPOXK-
JI€EHHOW aHWpPHUIHEH, YTO SABIAETCS AOMOTHUTEIbHBIM
(akTOpOM pHCKa B KaTapaKTaJbHOW XUpPYpruM [26,
27]. B To e BpeMs MacCHBHAs XUPYPruieckas Mmo3u-
1M MOXeT o0peKars MaJeHbKUX MAllMEHTOB HA HHU3-
KO€ KaueCTBO >KM3HHM M COLMAJBbHYIO Je3alanTaltio
B nocneayrouieM. O0s3aTenbHbIM YCIOBUEM XHPYP-
THYECKOro BMEMIATENbCTBA HAa XPYCTAJHMKE SABJISAETCS
HaJIMYMUE €r0 MOMYTHEHHH, cCHIDKarommx O3, a He xa-
J00bI NAaLMEHTa WK €r0 POIUTENCH Ha TIPHCYTCTBHE
KocMeTHueckoro aedekra. CrnocoObl HHTPAOKYIIAp-
HOH KOppeKIMU apakuu y JeTel TakKe OCTarTCs OT-
KPBITBIMH, OHH BapbHUPYIOT OT OTKa3za WMILIAHTAIH
NOJI no ycranoBku uckyccrBennoit UXJ{. Ciaenyet
OCTOPOXXKHO MOJXOOUTH K PEUICHHIO HMIUIAHTAIlMH
1100010 poTe3a pagyKHOM 000JI04KH B Ia3ax ¢ BA,
MIOCKOJIBKY 3TO XHUPYPTHYECKOE BMEIIATENbCTBO MO-
XKET HE TOJILKO CIPOBOLIMPOBATH MPOrPECCUPOBAHUE
AHUPUIMIHON KepaTollaTHH, HO M CTaTh IIyCKOBBIM
MOMEHTOM B Pa3BUTHH aHUpUAMHHOTO PUOpPO3HOTO
CHHIpPOMa WIH BTOPUYHOW rnaykoMel [28]. Opnako,
rOBOpsi O BPEMEHM MPOBEIEHHUS JAaHHOW XUPYPIHH,
HENb3s1 [MOJTHOCTBI0 OTBEPIaTh BOBMOXKHOCTH UMILIAH-
taunu UXJ B nerckom Bo3pacte. Onupasich Ha OMbBIT
H.4. Cenuenko [29] u E.B. Eroposoii u coasrt. [30],
OKCTPAaKLIMs KaTapakThl C YCTAHOBKOH AuadparMupy-
tomiedt UOJI He TonbKO yCTpaHseT 00CKYpalHuOHHYIO
JENPUBALMIO U CO3JAET YCIOBUA Ul Pa3BUTHUS 3pH-
TEIbHOU CHCTEMBI, HO pPellaeT KOCMETHYECKHUE H CO-
uuanbHbie npobnemsl. Bo3MOXHO, 4TO TpoBencHHE
XUPYPrUYECKHUX BMEIIATEILCTB B paHHEM BO3pacTe,
KOIJla €11e COXpaHsIeTCs OCTaTOYHbIN MY/ CTBONIOBBIX
KJIETOK U HET BBIPA)KEHHBIX MPOSIBICHUN aHUPUAMUNA-
HOMW KEpaTONaTHH, BBIMOIHEHHE MOJOOHBIX Onepauni
MeHee TPaBMaTHYHO 7 IMa3a. Y4YUThIBas, YTO B Ha-
CTOsIIlleEe BPEMsI HE HAKOIJIEHO JOCTATOYHbIX 3HAHUH
B 3TOM BOIPOCE, CIEAYET C 6ONBINOI OCTOPOKHOCTHIO
[IPUHHMMATh PEIICHUE O HEOOXOOUMOCTH NOZOOHOIrO
XUPYPrUYECKOrO BMEIIATENbCTBA.

3akjouenue

Takum obpazoM, aHupUANS — BpOXKACHHAs, HHBA-
JUAN3UPYIOIIAs C IeTCTBA NAaTONOTHs, MIPUBOIALIAs C
BO3PAacTOM K 3HAUUTEIbHOMY CHHIKCHKBIO 3PUTEIIbHBIX
¢byHkuMid. Manudecrtaumss NposBICHUH BpPOXKACH-
HOW aHUPHUIUM Y JCTCH OTIMYAETCS MO CTEIICHH Bbl-
PaXCHHOCTH KIWHHuYeCKOW cumrroMaTuku. C 60ub-
IO YaCTOTOM IWAarHOCTHPYIOTCA Ha4aJIbHBIE CTaAHH
AHUPUIUIHON KepaTonaThM, aHOMAJIMU pePpakLivu,
HUCTAarM, BPO)KIEHHBIE TIOMYTHEHHSA XPYCTaJMKa H
runorasus Gosea. CiexyeT ¢ paHHETO BO3PACTa BBI-
SIBISATH H KOPPEKTHUPOBATh COCTOSIHUSA, IPUBOALINE K
JETIpUBALIUK 3PUTEIBHBIX (QYHKIIMH, C 1IeTIbI0 cO3/a-
HHS MaKCHUMAaJIBHBIX YCIIOBHUH Uil Pa3BUTHS 3PUTEIb-
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