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KJIWHUYECKUE OCOBEHHOCTH BPOXXJIEHHOM AHUPUIUN
B JIETCKOM BO3PACTE
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Ieab uccenoBaHus: OLIEHKa OCOOCHHOCTEH TEUEHUs BPOXKICHHOM aHUPUIUU B JETCKOM BO3pacTe U OIpere-
JICHUE YacTOTHI OCIIOKHEHMH 3a0oneBanus B Poccuiickoit ®eneparum.

Marepuas n metoanl. KommuecTBo aeTeil U MOAPOCTKOB B BO3pacTe Miajiie 18 JieT, BKIIOYEHHBIX B HCCIEI0-
BaHue, cocTtaBuio 37 denosek (74 miaza) u3 37 HEPOJCTBEHHBIX ceMell. Bee manueHTs! Nponu KOMILIEKCHOE
odrampmornornueckoe obcnenoBanue B Yebokcapekom pumane MHTK «Mukpoxupyprus razay. OueHHBanoch
HaJIM4IKe KaTapaKThl, [IAyKOMBI, KepaTonaTuy, (hoBeasbHON THIIOIUIa3HHY, THIIONIIA31UH AUCKA 3PUTEILHOTO HEPBa,
OIIpeIeISUTICh OCTPOTA 3PEHUSL, TUII pe(paKIUY, BEIIOIHIACH TOHHOCKOIIMS U IEHTPaIbHAs KEPATOaXUMETPHUSL.
PesyabTarbl. Bo3pact nanuentoB coctaBui ot 2 mecsieB o 18 met (mexanana 3 roma). CemeitHbIN XapakTep
HacJIeA0BaHMUs ObLT OTMEUEH y 16 ManueHToB, CIOpaJiuuecKie Clydyan aHUPHIUK BhIABIEHH y 21 (56,7%) ma-
1eHTa. MUKpOKOpHea 1 MUKpOQTanbsM ObUIM OOHapyxkeHbl B 4 U 2 miazax coorBeTcTBeHHO. WAGR-cunapom
JIMarHocTupoBaH B 9,5% cirydaeB criopannueckoit anupuauu. B 52% cinywae ocrpora 3penus cocrasuia > 0,1,
B 3-x mazax > 0,3. AHomanuu pedpakiun 0putn 3adukcupoBanbl B 88,3% ciydaes, B 15% a3 oOHapyxeHa
TUIIEPMETPOIHS BHICOKOH cTerneHu. [[pu3HaKy aHupUIUIHON KepaTonaTiy y HOBOPOXK/ICHHBIX U JIeTel Milaiie-
TO Bo3pacTa J10 3-X JIeT ObUTH BBISBIEHBI B 64% citydaeB. HanMmeHbIIHI BO3pacT BBISBICHUS IPH3HAKOB aHHPH-
JMIHOM KepaTtonaTiu coctaBuil 14 mecsies. [lToMyTHEHUs B XPYCTaIIMKE Pa3HOM CTEIICHH BBIPAKEHHOCTH ObLTH
oOHapyxeHbI B 77% a3, raykoma B 25,6%, runoruiaszust ¢posea B 94% u Hucrarm B 86,5% cirydaes. TommuHa
LEHTPAILHOW 30HBI POTOBHIIBI y JIETEH B BO3pacTe OT 6 MecsIeB 10 2-X jJeT cocTaBmia 635+47, y nereit B Bo3-
pacte 3—18 1et — 606+43 MKM.

BoiBoabl. BpoxieHHass aHUpUANS SBJIAETCS IPOrpecCUpyIOlell NaHOKYIAPHON MaToIoruei, 3arparusatomnieit
MHOTHE CTPYKTYPHI IJ1a3a ¥ MPUBOISILEH K ISNPUBAIIMU 3pPUTENBHBIX (YHKIMI C paHHEro BO3pacTa.

KioueBsble cioBa: spoosxcoennas anupuous, aHupuoutinas kepamonamus, oemckas ogpmanomonoeus;, WAGR-
CUHOPOM; MUKPODMATbM,; MUKpOKopHea, eet PAX6, yenmpanvhas moauwuna po2oguybl.
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THE SPECIFIC CLINICAL FEATURES
OF CONGENITAL ANIRIDIA IN THE CHILDHOOD
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2Research Center for Medical Genetics, Moscow, 115478, Russian Federation;
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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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Bpoxnaennas anupunus (OMIM, 106210) (BA)
SIBIISIETCSI TIOPOKOM PA3BHUTHUS, MPUBOISAIIUM B OOJb-
IIMHCTBE CITy4aeB K CTOMKOMY CHIDKEHHUIO 3PUTEIb-
HBIX (pyHKIUI W cienoTe. [a3Hbie MPOSIBICHUS 3a-
OoneBaHMs CKIIAJBIBAIOTCSA W3 KOMILUIEKCHOTO IOpa-
YKEHMS POTOBUIIBI, XPYCTaINKa, PaLyKHOM 000I0UKH,
JeKOMIIeHCcallud BHyTpuriazHoro nasienus (BIJI),
TUMoIUIa3uu  (oBea W JUCKa 3PUTEITHLHOTO HEpBa
([13H). Bo3HuKHOBEHHE TAaHHOTO MOPOKA Pa3BUTHS
B 90% ciydaeB cBA3aHO ¢ MyTauusMu B reHe PAX6,
JIOKaJIM30BaHHOM Ha Xpomocome 11 B mokyce 11p13
[1]. laHHBIN reH SABISETCS OJMHUM M3 KITIOYEBBIX Pe-
TYJIATOPOB SMOpHUOTEHE3a, €ro aKTUBHAsL HKCIPECCHUs
HeoOxoauma B nepuol popmupoBanus 1 auddepen-
IMPOBKH TKAaHEH TiIa3a, HEKOTOPBIX YYaCTKOB TOJIOB-
HOTO MO3Ta, OOOHSATEIBHON JTyKOBHUIIBI, HEBPAIHLHOU
TPYOKH, MUIIEBAPUTEIBHOTO TPAKTA, MOJKEITYT0UHOM
JKeJe3bl, 4YT0 OObSICHAET HaJMYMe CUCTEMHBIX MOpa-
KEHUH IpU HeJocTaTouHoCTU PAX6.

BA moxer BcTpeuaTbCs B BHJIE CHOPATUUYECKUX
ciydaeB u ceMelHbIX (opMm. Hacnmemyercst ayrocom-
HO-JJOMUHAHTHO, C ITOJIHOM MEHETPAaHTHOCTBIO U pa3-
JUYHOH sKcnpeccuBHOCTRIO. B 13% ciiydaeB anupu-
nust siBrsietcst yacthio WAGR-curznpoma (omyxosb
Bunemca, anupuausi, yporeHuTajabHbIE aHOMAJUU U
YMCTBEHHAsl OTCTAJIOCTh). B ero reneTnueckoii ocHo-
BE JIEKUT Jenenns 11 XpoMocoMBl, 3axBaThIBarOIIECH
aHUpUANHBIA TeH PAX6 w reH omyxonu Buibmca
WTI [2]. Puck pa3BUTHS KapIIUHOMBI TIOYKH OCOOCH-
HO BEJIMK Y JIeTed B BO3pacTe JI0 8§ JIET, UTO Oompee-
JIIeT HEOOXOIUMOCTh paHHEH TeHETHUUECKOHN JInarHo-
CTHKH JIaHHOTO YTPOKAIOIIETO KU3HHU COCTOSHUSI.

B HacTosimiee BpemMsi B MUpe HAKOIUIGHO MHOTO
3HaHUM O MaToreHe3e M KIMHWYEeCKOoW kapTtuHe BA.
B cBoeM OONBIIMHCTBE OHM aHAIU3UPYIOT MPOSBIE-
Hus 3a00J1eBaHUS y MAIIMEHTOB CTaplIei BO3pacTHOU
rpynnbl. AHAJIU3 JUTEPATyphl MO JaHHOMY BOMIPOCY
122

BBISIBIJI HAJIMYME OJHOTO OOJIBIIOrO KIMHUYECKOTO
uccienosanus BA B nerckom Bospacre B Hopserun
u [lIBenmu B 2008 romy [3]. U. Eden u coaBt. mpo-
BEIIM aHAJIN3 aHUPUJUHUHBIX TIPOSBICHUN y 52 neteit
U TIOIPOCTKOB, CPEHUN BO3PACT KOTOPHIX COCTABUII
12 nmet (Menuana — 14). B cBoeM uccie10BaHUN MBI
BIIEpPBBIC HAOJIOMANIN JETEH MITa IIIeH TPYMITbI, C BO3-
pacTHON MenuaHoil B 3 roma. Hapsany ¢ xapakrepu-
CTHKON OCHOBHBIX IIpOsiBIIeHUH BA Hamu npoBoauii-
Csl aHaJIM3 TOJIIMHBI IEHTPAJIHLHON 30HBI POTOBUIIBI,
pedpakiiu, OleHUBAINCh PE3YAbTaThl TOHUOCKOIIHH.
[TonoOHbIe Hccieq0BaHNs OYEHb BasKHBI JIsI BBISIBIIC-
HUS IPOTHOCTUYECKUX MapKepoB 3a00IeBaHUS B PaH-
HEM BO3pacTe C LENbI0 Pa3pabOTKHU MPOTEKTUBHBIX
MEp U CBOEBPEMEHHOW KOPPEKIIMHU IaTOJIOTHYECKHIX
W3MEHEHH.

Leabio uccae10BaHUA CTala OlIEHKa 0COOEHHO-
creil TeueHuss BA B 1eTCKOM BO3pacTe U OMpeieSIeHHE
JacTOThl OCJIOKHCHMI 3a0oiyieBaHus B Poccuiickoit
®denepanuu.

Marepua u Mmetoanl. B UeGokcapckom ¢unane
MHTK «Mukpoxupyprus riiazay mpouuta 00cae1oBa-
HUEe 85 MAIMEHTOB C U30JMPOBAHHON U CHHIPOMAh-
HOM BpoXJieHHOW aHupuaueil. KonudectBo aereit u
MOIPOCTKOB B BO3pacTe miiajiie 18 jeT, BKIIOYEHHbBIX
B JJaHHOE MCCIIEJ0BaHKE, COCTAaBUIIO 37 yenoBek (74
ra3a) u3 37 HepOACTBEHHBIX ceMel. OOcnenoBanme
MaleHTOB BKJIOYAJIO: AaHAJIN3 CEMEWHOW HCTOPHH
AQHUPHUIUH, TPOBEICHUEC BU30OMETPHUH, pedpakTopo-
METpUH, OMOMUKPOCKOIIUHU, TOHUOCKOIHH, OCMOTpa
rasHoro jHa acepruueckoit muu3zon Osher MaxField
78D. Jlns omenku BIJl mcmonp3oBaayd ITHEBMOTO-
HomeTp «NIDEK NT-530» (NIDEK, fInonus) u To-
HoMeTp «iCare-TAOli» (Icare, ®unnsuaaus). Onpe-
JIeJIeHUE TONIIUHBI TEHTPAIBHOW 30HBI POTOBHIIBI
NPOBOJIWJIM Ha YlbTpa3BykoBoM 3xockaHe US-1800
(NIDEK, Snonus). C nensto BepuuKauu CTaauu
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Tabnuma 1

Kaaccudukanus aHupuaniiHol KepaTonaTuu
(nmo U. Eden, 2012) [4]

CreneHp ‘ PoroBuunbIe posiBICHUS
0 [Ipo3paunas porosuna
1 [epudepuueckoe MOMyTHEHUE POTOBHIIBI

C BpacTaHHEM COCYJ/IOB

II [epudepuueckast HEOBaCKYIAPUIALIHS,
HE HapylIaloIas [EHTPaIbHOE 3PEHNE

I Bogsieuenue neHTpanbHOM YaCTH POrOBUILIbI, OCMOTP
IJIA3HOTO JIHA 3aTpy/AHEH, CyOanuTennanbHbei Gruopos,
CTPOMAJIbHBIN Xel3, IIEHTPaJIbHBIM POCT COCYI0B

v MyTtHas1, Herpo3pauHasi poroBuua

\Y% Koneunas craaust, HpperyisipHast CTpPyKTypa pOTOBHIIBI,
HE OIIPeIeNsIeTCs] HU OINH U3 €€ CII0EB

AHUPUJINITHON KEPATOINIaTUH UCTOIb30Balach KIIaCCH-
(bukanys, npeanoKeHHasi HOPBEKCKUMHU yYCHBIMH B
2012 ronmy (tabm. 1) [4]. OnTHYECKYIO KOTEPEHTHYIO
TOMOTpaguIO BHIIOIHSIIN HA CIIEKTPATIHHOM TOMOTpa-
e Optovue RTVue-100 (Optovue, CIIIA) ¢ menbto
BBISIBIICHUS (hoBeanbHOU Tumoruiazuu. OrpaHudeHus
MIPUMEHEHUST ONITUYECKON KOTepEeHTHON ToMorpadum
ObUIM CBSI3aHBI C BO3PACTHBIMH OCOOCHHOCTSMHU M
HAJIMYMEM BbIpa)keHHOro HuUctarma. OOcnenoBaHue
HOBOPOX/ICHHBIX U JIETEI Majoro Bo3pacrta MpoBOIH-
7 1o/l OOIIMM HAapKO30M C MPUMEHEHHEM CeBOpaHa
WIA TIyTEM BHYTPUBEHHOTO BBEICHUS HATPHS OKCH-
Oara. Y mamueHToB 0OCJIEeIOBAaHHON TPYIIBI paHee
Obula TIpOBeIEHa TMOATBEPKAAIONIAs MOJICKYISIPHO-
TeHETHYECKasi JUAarHOCTHKA. BBIMOTHEHO MpsiMoe
JIBYHAIIpaBJICHHOE CEKBEHUPOBAHUE KOIUPYIOLICH
MocyeoBaTelIbHOCTH TeHa PAX6, MynbTUILUIEKCHAs
nurazo3zaBucuMasi amrudukaius 307108 (MLPA) u
FISH rubnausanus c 30810M Ha red WT1.
Pe3yabTarpl. Bo3pacT mamueHTOB Ha MOMEHT
NEPBOHAYAIBHOTO OCMOTpPa OBLI OT 2-X MECSIIEB JI0
18 net (Menuana 3 roga). CemeiHbIi XapakTep Hace-
JoBaHUs ObLT OTMEUEH y 16 obcnenyeMbIx, criopau-
YeCKHe CITy4ad aHWPHIMHU BBISIBICHH y 21 manuenra.
Pacnpenenenue no nomy 6su10 cuMmeTpuaHbIM: 50%
neBodek u 50% manpaukoB. CpeqHuil nepuon HaoIro-

Tabnuma 2
I'a3Hble NPOSIBJIEHUS] BPOKIEHHOW aHUPUINHI

I'na3ubie IIPOsIBJICHUS KonuuectBo BbISIB- Komuuectso

AHUPUINK JICHHBIX CIIy4aeB | 00C/IEOBaHHbIX IJ1a3
Keparonarus 52 (70) 74
['mayxoma 19 (25,6) 74
Karapakra 57(77) 74
Hucrarm 64 (86,5) 74
I'mmonnaszus gosea 60 (94) 64
l'unornasus JI3H 10 (15,6) 64
AHoManuu peppakunn 53 (88,3) 60
Muxkpodransm 2(2,7) 74
MuxpoxkopHea 4(5.4) 74
103 6(8,1) 74

IIpumeganue. B ckobkax yka3aH IIPOIEHT.
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%

25+ 22

20+

<0,05 '<0,120,05'< 0,320, 20,3

Puc. 1. /lanHbIe BH30OMETPUH C MaKCHUMAaJIbHOM KOpPEKIHeH
(ocTpota 3peHus onpeneiieHa B 48 miiazax 24 NManueHTOB).

JieHus 32 00JIbHBIMU COCTaBUI 2 Toa (0T 3-X Mecs1IeB
1o 14 ner). I'enetndecku nuarao3 BA Obut oaTBEpIK-
JieH B 29 ciydasix. YacTora BCTpeuaeMOCTH INa3HbIX
nposiBneHnit BA npezncrasnena B Tab. 2.

Octpoty 3penust (O3) mo tabmumam [omoBuHA—
CuBreBa u OpioBoil BO3MOKHO OBUIO ONPENENUTH B
65% cnyuaeB (24 mauuenta; 48 a3). Buzomerpus
ocTajpHbIX 13 nerell B Bo3pacTe MeHee 3-X JIET IO
JAHHOW METOAMKE HE MPOBOAMUIACH BBUIY UX MAJIOTO
Bo3pacta. B 52% cnyuyaeB O3 naiueHToB cocTaBuia
> 0,1, B 3-x mazax > 0,3 (puc. 1). Pedpaxmmro rmaza
yranock uzMeputsb B 60 u3 74 mas3, B 88,3% ciyya-
eB OOHapy)XeHbl €€ OTKJIOHEHHUS OT SMMETPONUU U
BO3pacTHOI HOpMBI (puc. 2). [lonnas anupuaus aua-
THOCTUpOBaHa B 65% ciydaeB, yactuyHast — B 35%,
W3 HUX B 2-X TWIa3ax HaOIomasach HEOOIbIIas CTpo-
MasibHas runotpodust paxyxku. HucraramongHbie
JBIDKEHHS I71a3 M KOCOINIa3ue HaOIIONAINUCh Y O0b-
muHcTBa aerei (86,5 u 54% cOOTBETCTBEHHO), MTO3
obOHapyxeH B 6 mazax (8,1%).

BpoxneHHasi aHUPUAUS B COYETAHUM C TIATOJIO-
rueil Ipyrux opranoB. [ToMrMo marmeHToB ¢ HM30-
JTUPOBAHHOW aHUPUIHEH, B IBYX CIy4asx Obuta oOHa-
pykeHa oOmupHas faenerus B rene PAX6 ¢ 3axBatoMm
WTI. B cnyaae WAGR-cunapoma Obl1a BhISIBIIEHA U
npoorniepupoBana HepobdaacToma (y peOCHKa B BO3-
pacte 2-X JIeT), y APYroro mnamnydeHTa onyxosib Buib-
Mca B HacTosIIee BpeMst He oOHapykeHa (BO3pacT pe-
OCcHKa Ha JaHHBI MOMEHT cocTaBiseT 19 Mecsies).
B oboux crnyyasx y netei HaOIIOOAIOCh MOJTHOE OT-
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CreneHb ameTponum

Puc. 2. JlarHbIe pedpakTOMEeTpHH.
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Tabnuma 3

KoJin4ecTBo BbISIBJIEHHBIX cjiyyaeB 0CJIOKHEHUH BpO)KZleHHOﬁ
AHUPUIUHA B PA3JITHYHBIX BO3PACTHBIX Irpynmnax

IposiBncHus Bo3spact manmenton
BPOK/ICHHO <3nper | 3<10ner 10 ner, Bcero
AHUpUIIH (36 mma3) | (22 maza) | (16 ma3) | (74 mma3a)
Keparomarus 23 (64) 15 (68) 14 (87,5) 52 (70)
Imaykoma 6 (16,6) 9 (41) 4(25) 19 (25,6)

[Ipumeuanue. B ckoOkax yka3aH MpOICHT.

CYTCTBHE paay’KHOH 000JI0YKH, HUCTArM ¥ THITOTUIA-
3us (hoBea. DeHOTUIIMUECKAsT KapTHHA 3a00JICBaHUS
y naiueHTta B Bo3pacte 11 JieT ¢ moaTBep KIeHHBIM
nuarao3zoM WAGR-cunpoma Obuta 60s1ee oTaromieH-
HOU. OCHOBHOM NMPUYMHON ACTPUBALIMH 3PUTEIBHBIX
(GYHKIMIA CTaM IEHTPATbHOE MMOMYTHEHUE POTOBHU-
IIbI, BPOXKJICHHASI TIPOOTIEPHPOBAHHAS TJIayKOMa, CO-
YEeTaNMecs ¢ YaCTUYHOM aTUMWYHOM KaTapakTOu
U QJIBTEPHUPYIOLIUM PACXOISIIMMCS KOCOITIa3HEM.
Comaruyeckuil JuarHo3 BKJIIOYaN BOASHKY STMUHUKA,
TUIEPTEH3UOHHO-THApOoLIePabHBI  CHHIPOM, CO-
CTOSTHE BTOPHUYHOTO HMMMYHOAC(HIINTA, 3aIEPKKY
TICUXOMOTOPHOTO ¥ (PU3NIECKOTO PA3BUTHSI M SMOIIH-
OHAJIbHYIO JJAOUJIBHOCTb.

Bo BropoMm ciyuae, rje UMeNnoch JHIlb FeHeTHYe-
CKO€ TMOJTBEPKIACHHE BOBJICUCHHS B JAENEIUI0 T'eHa
WTI, xknuHu4deckass kapTuHa BA Obuta jomosiHeHa
HayaJIbHBIMU MPOSBICHUSIMH KepaTOMaTHy, TUTIOILIA-
sueit JI3H, ocrarkamu tunica vasculosa lentis Ha me-
penHel MOBEPXHOCTH XPyCTAIMKA U OJHOCTOPOHHEM
BpOXKAECHHOM 3a/IHEH MOJIAPHON KaTapakToi.

MukpokopHea 1 MukpodTanbm Obliu 0OHaApY-
JKEHBI B 4-X U 2-X TJla3aX COOTBETCTBEHHO. YMEHbIIIE-
HHE TMaMeTpa POroBUIbl 0e3 pa3BUTUS MUKpO(TaIb-
Ma HaOITIOIaI0Ch Y TOHOIIIEHHOTO peOCHKa B BO3pacTe
18 MecsmeB ¢ reHeTHYeCKH HeBEepH(PUIIMPOBAHHBIM
IMarHo3oM. BHyTpuyTpoOHas wHbekuus mioga He
nonTBepkieHa, ananus kposu Ha TORCH-unbeknuro
orpuuarensHbii. [Ipu odranbmonornyeckom ocMoTpe
OoOHapy KEeHBI TOJTHAS AaHUPHUIUS, HAdYaJIbHbIE TIPU3HA-
KA KepaTonaThyd B BUJC PACIIUPEHUS JMMOATHLHOU
COCYAMCTON CETH IO BCEW OKPYKHOCTH, HAYaJbHbBIE
KaTapakTalbHble MOMYTHEHHMS B 3aJHUX KOPTUKAJb-
HBIX CJOsIX, cyOnItoKcanus xpycrainuka | crenenu, anb-
TEPHUPYIOLIEE CXOAAIIEEeCs] KOCOIIa3ue, TUMOTUIAa3Hs
¢dosea u /I3H. B Bo3pacte 18 mecsieB Habmomaercs
OTCTaBaHME B POCTE U Bece (MMOCTHATAIbHAS TUITOTPO-
¢bus cmemanHoro renesa Il ctenenn TsoKecTH).

Bropoii ciiyuaii MUKpOKOpHEA COYETAIICA C MUKPO-
($TanbMOM B CeMb€ C HACJIEACTBEHHBIM JMArHO30M
BA. B 1ByX MOKOJEHUSAX CEMbH HAOIIOAAICS KIIACCH-
yeckuil (henotun BA: momHOE OTCYTCTBHUE payKHOU
TKaHW, HHUCTArM, KeparomaTus, YaCTHYHAs OCIIOXK-
HeHHas Karapakrta, runorasus ¢osea u J[3H. Od-
TaJIbMOJIOTHYECKH JAMAarHOCTUPOBAaHbI MUKPO(DTAIbM,
MUKpPOKOpPHEa, CKJIEPOKOpHEa, BPOXKIACHHBIM NTO3,
SNUKAHTYC, TUIEPTEIOPU3M, BPOXKICHHAS HEMPOXO-
JMMOCTb HOCOCJIE3HOTO KaHajla coueTaromuecs ¢ de-
HOTUIIMYECKOU KapTrHOU cuHapoMa Ilerepca II tuma
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(mucreHes3 CTPYKTyp TepemHed KaMmepbl, aHUPHUIWS,
BPOXKJICHHOE IIEHTPAIbHOE CTPOMAIIbHOE BACKYJSPU-
3MPOBAaHHOE TIOMYTHEHHE POTOBUIIBI, KOPHEO-XPYCTa-
JIMKOBOE CpallleHue).

Anupuauiinasi keparonarusi. B Hamem wuccie-
JIOBAaHUHU MPU3HAKK AHUPUAUIHON Keparomaruu y
HOBOPOXKJIEHHBIX W JETeH MIIQIIero Bo3pacTa o0
3-x jer ObuM BBIABICHBI B 64% cirydaeB (Tadm. 3).
Haumenbmmii BO3pacT BBISBICHUS IPU3HAKOB aHUPH-
JTUITHON KepaTonatuu coctaBuil 14 mecsues (puc. 3,
a, cM. BKJEHKy). M3MeHeHus: poroBullbl BapbUpPOBa-
JM OT PacIIUPEHus: COCyIucTor cetu aumba (puc.3,
0, CM. BKJICHKY) /IO TIOSIBIICHHSI TIOBEPXHOCTHBIX TIO-
MyTHEHUH, pacmpocTpanstommxcs Ha 1-1,5 MM B
CTOPOHY ONTHYECKOTo IeHTpa (puc. 3, 8, CM. BKIICH-
Ky). B OonbmmHcTBe ciydaeB (85%) BO Bcex BO3-
pPacTHBIX KaTeropusx npeanuponana | cragus aHu-
punuiinoit keparomnatuu (cm. Tabn. 1). OgHako y 2-x
NanyueHToB B Bo3pacte 12 u 16 jer 6e3 onepaTuBHBIX
BMEIIATEIbCTB B AHAMHE3€ BBISIBICHO 3HAYUTEIHHOE
nporpeccupoBanue keparonaruu jao Il craauu ¢ pac-
IPOCTPAaHEHWEM BACKYJISPU3UPOBAHHOIO IMaHHyca K
HEHTPY O3 BOBJICUECHHUSI ONITUYECKON 30HBI POTOBUIIBI
W CHIDKEHUS 3peHus (puc. 3, e, cM. BKIEIKY). [denpu-
BUPYIOIIAsl pPOJIb MOTEPH MPO3PAYHOCTH POTOBHIIBI B
camwkennn O3 Obl1a oTMeueHa B 4-X ra3ax.

TonmmHaa HEHTPaIbHON 30HBI POTOBHIBI IO pe-
3yJabpTaTaM yJabTPa3ByKOBOW MaxXUMETPUU y JAeTed B
BO3pacTe oT 6 MecsI1eB 10 2-X JIeT cocTaBuia 635+47
MKM, y 1eTeil B Bozpacte 3—18 ner — 606+43 mMxm (B
aHaJIM3 HE BOILIM 4 TTa3a ¢ MUKPOKOpPHEa U MUKPO-
¢raneMoM nl5 a3 ¢ HaIMYMEM B aHAMHE3€ XUPYp-
THYECKUX BMEIIATEIbCTB).

I'maykoma. J[narHo3 miaykombl ObL YCTaHOBIIEH
Ha 19 (25,6%) ma3zax 11 manueHToB, U3 HUX BPOXK-
JIeHHasl TiiaykoMa Oblia oOHapyxkeHa y 3-x gereit (6
ma3) — 8,1%. CpenHuii Bo3pacT yCTaHOBJICHHS JTHa-
THO3a cocTaBml 7+5,5 roga, mennana — 4 roga. Xu-
pyprudeckoe jeueHue 0110 BoimoiaHeHo Ha 11 (58%)
a3ax, NpPeBaJUpOBAIN OINEpalMd MPOHUKAIOIIETO
Tuna (m1yooKas CKIepIKTOMHUS, CHHYCTPaOeKYIIKTO-
MUs1), TIOBTOPHBIE aHTUIIIAYKOMATO3HbIE BMEIIATEIb-
CTBa MmoTpedoBanuch B 4-x mazax. Hecmorps Ha oT-
CYTCTBHE HA MOMEHT OCMOTpPa JAHHBIX 32 TIIAYKOMY, Y
MHOTHX TallMEHTOB CTPYKTYPHI yIiia MepeIHei kame-
pot (VIIK) npu ronnockornmu He auddepenupona-
much. [1o Bcelt OKpy>KHOCTH WJIM YaCTUYHO OHU ObUTH
MPUKPBITHl HEKHOW ME3e€HXMMaJbHOW TKaHbIO c/0e3
2JIEMEHTOB BacKyssipu3amuu (puc. 4, a, CM. BKICHKY),
[JIBIOKaMU MUTMEHTA, MECTaMH PaayXKHas TKaHb ObI-
Ja aAre3upoBaHHA K POTOBHIIEC MEPEMBIYKaMHU (pHC.
4, 6, cM. BKJIEHKY) MJIM TIOJTHOCTBIO 3aKPBIThI KOPHEM
panyxku. Y 1 pebenka (2 ma3a) ¢ COXpaHHOU pagyx-
HOI 00O0JIOYKOI M 3IIeMEHTaMH JIETKOW TUnoTpodun
ctpoManbHoro ymctka YIIK Obul OTKpHIT Ha BceM
npotsokennu, cTpykrypsl YIIK xopomio mpocmarpu-
BAJIMCh U AP PEPEHITUPOBATHCH.

Karapakra. KarapakranbHble U3MEHEHUS B Xpy-
cTanuke Obutn oOHapyskeHbl B 57 (77%) ma3zax, u3
HUX BpPOXJICHHAs Karapakra Obula AMarHOCTHPOBAaHA
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B 67% cirydaes (38 rma3). [lomyTHeHHS B XpyCcTalnKe
OBUTH TIPENICTABICHBI BPOXKICHHOHN TIEpeTHEN TOJISp-
HOM KatapakTod (22 rnasa), 3aJiHel MOJIIPHON KaTa-
paktoii (7 m1a3), BpOsKJICHHOM MbUIEBUIHON KaTapak-
Toi (6 ma3), BpPOXKJACHHON SJIEPHOM MpOrpeccupyro-
nieii karapakroii (3 masa). B 13 mazax nabmonanocs
pa3BUTHE YAaCTHUYHBIX OCJIOKHEHHBIX KaTapakT, B 6
ClydasiX THI KaTapakTsl He ObLI ompeneneH. MuHu-
MaJIbHbII BO3PACT NAllMEHTOB C IOMYTHEHUSIMU B XpY-
CTaJIMKE COCTaBWJI 2 Mecslla, MUHUMAaJIbHbBINA BO3pacT
pebeHKa ¢ KaTapaKkTaabHbIMU IOMYTHEHUSMU, IPUBO-
JSIIMMA K Pa3BUTHIO OOCKYpAIMOHHOW aMOIHOTHH,
6bu1 paBeH 10 mecsiam. [lepepactsikenue HIUHHOBBIX
CBSI30K C JIETKOH JICTIEHTpaNnel XpyCcTaanKa HaOIko-
nanock B 12 (16,2%) rnazax, aegopmanus u HEpOB-
HBIA Kpail xpycranuka otmeuyeH B 4 (5,4%) rasax,
(eTanbHas BacKyJspHU3allMsl HA MEpeaHel Karcyssp-
HOM MOBEPXHOCTU coxpansiachk B 9 (12%) cayugasx,
B 2-X IJIa3ax MPHUCYTCTBOBAJ MEPEIHUIN JIECHTUKOHYC.
B 3-x cinyuasix Obuta BeITTONTHEHA (haKoacTIipanms Ka-
TapakTbl 0€3 UMIUIAHTAUN UHTPAOKYIIIPHOW JIMH3BI
(MOJI) B Bo3pacte ot 10 mecsues 1o 3-x jeT. 3 nauu-
eHTaM (5 mia3) Obula UMIUTAHTUPOBAHA MCKYCCTBEH-
Has upupoxpycranukonas nuapparma (MXJ) mpous-
BoncTtBa «Penmep-HH» (H.Hosropon, Poccus). Ana-
JM3 aHAMHECTUYECKHX JIAHHBIX BCEX 00CIIETIOBAHHBIX
nanyeHToB ¢ BA (85 dyenoBek) mokaszan Haaudue B
JIETCKOM BO3pacTe JBYX BO3PACTHBIX MUKOB BBINOJ-
HEHUS XUPYPru4eCcKuX BMEUIATeIbCTB M0 MOBOY IO-
MyTHEHUH B Xpycrainuke — 2,8+1,5 roma u 16,4+5,5
romga. B omHOM ciydae SKCTpakIMHM KaTapakThl Oe3
nmrutaaTanun MOJI Habmonanoch pa3BUTHE OTCIIOM-
KU CETYaTKH Yepe3 rofl mocie onepaTuBHOIO BMeEIIa-
TEJNbCTBA C MOCIEAYIOIUM HCXOIOM B cybaTpoduio
[1a3HOTO S0JI0KA.

I'naznoe gno. OOcienoBaHKe IMIA3HOTO JHA OBLIO
BO3MOXHO B 64 miazax. M3 HuX runomnasus Maxy-
nsipHOM 30HBI BhisiBIeHA B 60 (94%) rmazax. M3me-
HeHus, oOHapyxeHHbIe B JI3H, HOCcHnu paznuuHbIi
xapakrep. ['mnomnasusa /I3H nuarnocrtuposana B 10
(15,6%) rnasax, marojoruyecKasl SKCKaBaIlusl BBISB-
neHa B 9 cimywasx (puc. 5, cM. Bkielky). [Ipusznaku
YaCTHUYHOW aTpoduu 3pUTETHHOTO HEPBA IO TaHHBIM
0(pTaTbMOCKONIUH, PE3YyNIbTaTOB PETUCTPAIH  BBI-
3BaHHBIX 3pUTENIbHBIX MOTEHIMAJIOB, aHaMHe3a (11e-
peOpanbHas MIIEMHUs, BHYTPUYTPOOHAsl TMIIOKCHS,
TUMEPTEeH3UOHHO-TUAPOLIEPaTIbHBI CUHAPOM Y TLIO-
na) ObLIM OOHApYKEHBI B 8 Ti1a3ax.

Oocyxxaenue. BA sBiseTcs peIkUM IOPOKOM pas-
BuTHs ma3. Ee BcTpedaeMocTh B Mupe KoseOnercs
ot 1:40 000 no 1:96 000. Knuanueckue nposiBIeHUs
AQHUPUIUH HOCST IPOTPECCUPYIOIIMIA XapaKTep U cTa-
HOBSITCSl MPUYMHOM 3HAYUTENIBHOTO CHUKEHHUS 3pe-
HUs. B jerckoiit ohTambMONIOTMH BaKHBIM SIBIISICTCS
oTpe/ieNieHNe KIMHUYECKUX TMPU3HAKOB, WMEIOIINX
MIPOTHOCTUYECKOE 3HAY€HHE Ha TeueHue 3a0oieBa-
HUS B OyaymieM. B CBsi3u ¢ 9THM O4YeHb BakKHA paH-
HSISl TMarHOCTUKA U paHHEE BBISBICHUE OCIOKHEHUN
C LEJbI0 COXPAHEHUsS 3PUTENbHBIX (YHKIMM, MMosen
3peHusi, CHIDKEHHs EHCTBUS MOBpEXIAoMmX (ak-
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TOPOB M 00ECTICYCHHUS JIyUIIeT0 KaueCTBA KUZHU IS
AHUPUUIHBIX MTALUEHTOB.

OtcyTcTBUE pamyKHOH OOOIOUKH SIBISETCS Kilac-
CHUYECKHUM IPOSIBJICHUEM 3a00JI€BaHNUs, IEPBbIM CHM-
NITOMOM, MPUBJIEKAIOIINM BHUMAHHE KaK POAUTENICH,
TaK meauarpoB U opTanbMonoroB. CTeneHp mpe3eH-
Talliy Paay’KHOW TKaHW MOYKET BapbUPOBATh OT €€
HAJINYWS B BUJIE OCTATOYHOM PYIHMMEHTAPHON TKAHU
JI0 YaCTHYHOW aHWPHUIUH, ACCUMETPUYHBIX KOJI00O-
MOTIOJJOOHBIX J1e(DEeKTOB M CEKTOpajbHOH arpodum.
Ornucan ciay4ail moATBepKACHHON MyTanmuu B PAX6,
B KOTOPOM TMOpa)XeHHUE paJyKHON TKaHU OBLIO Mpe-
CTaBJICHO JIMIIb BHIBOPOTOM MMUIMEHTHOMN KailMbI (9K-
TPOIHOH Uvea) B COYETAaHWH C TUMIOIUIa3uel (osea,
J3H, HucTarMOM M HayalbHBIMHU CTaJHUSIMU KepaTo-
natuu [5]. [lomoOnble arunuuHbie ciayuan BA Hyxna-
IOTCSl B TEHETHUECKOM IOJITBEPKACHHUH C IIEIBI0 YTOU-
HEHUS JMarHo3a U JaJIbHEHIIero (PyHKIMOHATHLHOTO
mporro3a. B HacTosIee BpeMsi [okazaHa 3HAYNTEb-
Hasi KOPPEJLIMOHHASL CBA3b MEX]y BBIPAKEHHOCTBIO
paxyxnoro nedekra u O3 [3, 6]. AHaTU3 TaHHBIX BU-
30METpHHU B Hallled paboTe Mmokaszali, YTO OCHOBHBIE
nokazarenu O3 (73%) pacnpenenuinch MEXIy 3Ha-
yenustmu ot 0,05 1o 0,3. Y 0oblIMHCTBA ALIMEHTOB
B 88,3% ciy4aeB MpPUCYTCTBOBAIA aHOMAaJUH ped-
paKLUyU Yalle BCEro MajblX CTEIEHEW, COYeTarolIu-
ecst ¢ acturmatu3smMoM. B 15% a3 oGHapyxeHa ru-
nepMeTponusi BbICOKoi creneHn. Ha ¢one kocorma-
31U U HEKOPPUTMPOBAHHOW aMETPOIUU CTEPEOIICUC
orcyTcTBoBall, y 80% neTeil oTMeueH MOHOKYJISIPHBIN
xapakrep 3peHus. Ha stom one BaskHEHIIINM KOMIIO-
HEHTOM pealOWINTallMy MAJICHbKUX MTAllMeHTOB CTajla
0opbba ¢ aHOMaNUAMH pedPaAKIMA U aMOJTUOTIHEH C
LEJIbIO CO3/1aHUSI MAKCUMAJIbHBIX YCIOBHM JJ1s1 pa3BH-
TS 3pUTENBHOTO MOTEHIUAA.

B nameii rpynne nauueHToB, kak U B padorax K.
Gronskov u coasr. [1]u U. Eden u coasr. [3], mpeBanu-
pOBalu cCiopaiuecKue cirydan anupuanu (56,7%). B
Hay4YHBIX UCTOYHHUKAX coolraercs o 26—-30% wacto-
te WAGR-cungpoma B ciiyuasix de novo [7]. Oanako
B JlaHHOU pabote neneruu PAX6 u WT1 BcTpeuanuch
B 9,5% oT 00111er0 Yncia crnopagnieckoil aHupUanH,
B pabore U. Eden u coasr. [3] coobmaercs o 11,5%.
Takoii mm3kmii nporieHT WAGR-cunapoma B AByx
HE3aBUCHMBIX paborax TpeOyeT nanbHEHIIero moj-
TBEP>KJICHUS Ha OOJIbIIEM KOJIMYECTBE NAL[UEHTOB JUIs
YTOYHEHHUSI YacTOThI €r0 BCTPEUAEMOCTH Cpelu aHU-
PUIUIHBIX TTAIIUEHTOB.

PAX6 siBnsieTcst OTHUM U3 KIIFOUEBBIX PETYJISITOPOB
smOpuorene3a. Ero skcmpeccus BMecTe € JpyrHMHU
TPAHCKPHUIILIMOHHBIMU (paKTOpamMH Ba’kHa HA MHOTHX
sTanax (opMHPOBaHUs I1a3HOTO s10710Ka. B 90% ciy-
yaeB (peHoTunuyeckas kapruHa BA acconumpoBana ¢
MyTalUIMHU UMEHHO B 3TOM reHe. OfHaKo HE BCernaa
TeHeTHYeCcKasi MpuurHa 3a0oyieBaHusl ObIBaeT sCHA.
B xnmHMYeckoM ciydae MHKpOKOpHea 0e3 MHKpO-
¢dTanema, ¢ aHUpUANEH U U3MEHEHHSIMU XPYCTaJIKa
HaM He y/1aJloCh HAUTH MyTaluio B reae PAX6. Meto-
Ibl pryopecuentHol in situ Tubpunuzauuu (FISH) u
MYJIBTUIUIEKCHOM JIMTa303aBUCUMON aMIuTA(UKaum
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30H110B (MLPA) neneunu B paiione pl3 xpoMmocombl
11 He BBIABWIN, KapUOTHIT peOCHKAa COOTBETCTBOBAI
46 XY. Cia0XKHOCTh OOHApYXEHUSI BUHOBHOW MyTa-
LMY CBsi3aHa C OOJIbLION F€HETUYECKON TeTepPOreHHO-
CTbIO (PAKTOPOB, BIMSAIOIIMX HA PAa3BUTHE CTPYKTYP
VIIK. PITX2, PITX3, FOXCI, FOXE3, MAF Ttaxxe
MMEIOT KPUTHIECKOE BAKHOE 3HAYCHHUE JIJISI HOpMaJTh-
HOTO DPa3BUTHA TMEpPEAHEro cerMeHrta masa [8, 9] u
JOJKHBI  pacCMaTpHUBATBC B KauyeCTBE BEPOSITHBIX
MPUYUHHBIX (PAaKTOPOB.

AHanu3 KIMHUYECKUX TMPOSBICHUNA aHUPUIUU
B JIETCKOM BO3pacTe€ BBIABHI P OCOOCHHOCTEH.
CHUMITOMBI AHMPUIAUWHON KepaTONaTUU XapaKTEpHU-
3YIOTCS HE3HAYUTEIBHOW BBIPAKEHHOCTHIO. Bpems
MOSIBJIEHUSI U IPOrPECCHPOBAaHUS €€ MEPBBIX IPH-
3HAKOB BapuaOeIbHO M, MO JAHHBIM JIUTEPATYpHI,
coorBercTByeT Bo3pacty 10 met [10, 11]. Cpenuuit
BO3pacT YCTAHOBKM JMarHo3a aHUpUIUWHON Kepa-
toratuu B pabote D. Shiple u coast. 6b11 paBen 20
ronaMm [12]. HopBexxckumu ydeHbIMU 3a(pUKCHPOBAH
MUHUMAaJIbHBII BO3pacT MOTEPU IMPO3PAYHOCTH PO-
roBullsl (5 ser), npuBoadmmili k cHmwxkenuto O3 [3].
B nameit pabote 10515 NalMeHTOB B BO3pacTe 10 3-X
JIET C BBISIBJICHHBIMU NPU3HAKAMH KepaTomaTtuu Obuia
3HaYUTEIbHOH (64%), MUHUMAIBHBIN BO3PACT €€ BO3-
HUKHOBEHUS cocTaBm 14 mecsies (B padore U. Eden
— 24 mecsma [3]). C Bo3pacToM HabIrOIAIaCh TCH ICH-
LUl K YBEJIMYEHUIO MPOLIEHTHOTO COOTHOIIECHHUS Ke-
paronaruu (cM. Tabin. 3). ¥V 2-x gereit crapiiei Bo3-
pPacTHOM TpyHmbl OTMEYEHO 3HAYUTEIHLHOE MpOTrpec-
CHUPOBaHME KOpHEAJIbHbIX M3MeHeHuit 1o Il cragum Ha
(OHE TTOTHOTO OTCYTCTBHS “pOTOBHYHBIX” kanob. B
JIETCKOM BO3pacTe aHUPUIUIHAS KepaTomaTus Mpo-
TE€KaeT OECCUMNTOMHO, MAlMEHThl HE HCIBITHIBAIOT
IUcKoM(opTa, OIIYIIEHHUS WHOPOJHOIO Tejla B Ivia-
3y, IPAKTUYECKU OTCYTCTBYET (OTOPOOUS U KaT00bI
Ha 00JIb, DPO3UN POTOBUIIBI HE BO3HHMKAIOT. MHOTHE
JIETH XOPOIIIO MEePEHOCAT COMHEYHBIN CBET 0€3 CONH-
LE3aLUTHBIX OYKOB, PEAKTUBHBIN MTO3 OTCYTCTBYET.
Takoe BHelIHee ONaronogyyue MOXKET YCIOKauBaTh
poauTeneil U Bpaueld, 0TOABUTast HAYAJI0 MeTUKaMEeH-
TO3HOW Tepamuu. OJHAKO, HECMOTPSI HA OTCYTCTBHE
KIIMHUYECKON CUMITOMATHUKH, HadyaJbHbIC MPU3HAKA
MOTEPHU TPO3PAYHOCTH POTOBHIIBI MOTYT HAOIIONATh-
Csl YK€ C POXKACHUS, MIPEIONPEAETAs BBICOKUNA PUCK
MIPOrpeCcCUPOBaHUs KEPATONATHH B JAIbHEUIIIEM.

HaubGonee dvacThiM COMYyTCTBYIOLIUM TpOSBIIE-
Huem BA saBnsieTcs miiaykoma, MaHH(eCTHpYIOmas B
OOJIBITMHCTBE CITy4aeB B JETCKOM M IOIPOCTKOBOM
Bo3pacte [13—15]. BerpewaemocTh TiaykomMbl B Ha-
mem uccienoBanuu (25,6%) cornocraBuma ¢ JaHHbBI-
MU HOPBEXCKHUX Y4eHbIX (27%) [3], u ee pa3Burue
OOBSICHAETCA HaJUYMEM BBIPAXEHHOTO TOHUOJUCIE-
He3a. Pasnuynas creneHs ero BBIPAXKEHHOCTH OIpe-
JeNseT CPOKM MaHHu(ecTanuud TIayKOMbl H €€ Ts-
KECTb. BBIsIBIIEHA 3HAYUTENbHAS KOPPEIALUS MEKIY
CTENEHbIO HEJOPA3BUTHUS Paly’KHOM TKaHU, 00BEMOM
ee nedexkra M pa3BUTHEM MIAYKOMHOIO Ipouecca
[3]. B pabdorax D. Baulmann u coaBTt. moka3aHa poiib
skcripeccun PAX6 B nipe- U paHHEM IOCTHATAJIbHOM
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nepuosne B (QOPMHPOBAHUU CTPYKTYp IPECHAKHOU
CUCTEMBI TJIa3a. Y TeTepO3UTOTHBIX MBIIEH ¢ nedu-
IIUTOM OJKcnpeccuu reHa PAX6M?* tpabexynsipHast
TKaHb OCTA€TCs HE3pesioi, MIJIEMMOB KaHaj IOJIHO-
CTBIO OTCYTCTBYET [9]. DTH pe3ynbTaThl COINACYIOT-
CS CO CXOTHBIMU JAHHBIMH THCTOIATOJIOTUYECKOTO
WCCJIeIOBaHUs CTPYKTYp MepeaHell KaMepsl Iiaza y
2-x maneHToB ¢ WAGR-cunapomom [16], a Takxke
C KapTUHOM, BBISIBISIEMON MpU roHHockonuu. Hecmo-
TPsl HAa U3HAYaJIbHO CYIIECTBYIOIEE CONMPOTUBICHHE
OTTOKY BHYTPUIVIa3HOM BJIarM uepe3 H3MEHEHHbIE
crpykrypsl YIIK, BpoxaeHHass miaykoma y maiu-
€HTOB C aHupuaueu BcTpedaercsa peaxo [3, 13, 17].
B mamem mccnegoBannu oHa cocrtaBmia Bcero 8,1%
(6 tnaz). Ognako,no nanHeiM JI.A. Karaprunoii u co-
aBT., Y JIOBOJIBHO BBICOKOTO MPOLEHTA JAETEH C aHU-
punueit (68,4%) B Bozpacte 10 1 rona yxe UMEIOTCA
KJIMHUYECKHE TPU3HAKH, TO3BOJSIONINE AHUATHOCTH-
poBaTh BPOXKJCHHYIO IaykoMmy (rosbimeHue BIJI,
pacTsDKEHUE Ias3a, pa3BUTHE IVIAyKOMHOW ONTHYe-
CKO Helpomnaruu, oTek poroBulibl) [18]. Takas Bbico-
Kasl BBISBJISIEMOCTb BPOXKJIEHHON IIAyKOMBI, BO3MOX-
HO, 00BbsACHsIETCS OOJBIION KOHIIEHTpAIeH TshKeIon
COYETAaHHOH IIa3HOW MATOJIOTHH B BeIyleM o(Tallb-
MOJIOTHYECKOM IIEHTPE CTpaHbl. Te ke aBTOPHI, MPO-
BOJISl CPAaBHUTENBbHBIN aHAIN3 PE3YJIBTATOB XUPYPIHU-
YECKOTO JICUCHHs JIeTe ¢ TUApo(TaIbMOM U AeTei
C AHUPUAMMHOW IJITAyKOMOM, OTMEYAarOT CHUKEHHUE
TUIMOTEH3UBHOTO A dekTa oT onepauuit Ha 10-15% u
MeHee OIaronpusaATHOE TEYEHHE TOCIEOneparmoHHO-
TO MepHuojia B TIOCIIETHEM CITyYae.

K ¢akropam, BHOCSIINM BKJIaJ B BBIPAKEHHOCTD
[IayKOMHOI'O TPOLIECCA, OTHOCST TaKKe CEMEHHBIN
anamue3 anupuauu [19]. B nameit pabore y 8 u3
11 nmereit ¢ maykomol HAOMIOMAJCS CIIOPaIUYECKUI
XapakTep BpPOKICHHOW aHupuaun. HacnemoBanwue
ONpeJIe]ICHHOTo Tuna myTtauuu B PAX6 onpenensiet
OTCYTCTBHE BBIPAOOTKH OHMOIIOTUYECKHA aKTHBHOTO
NPOTEMHA UM CUHTE3 O€Ka C U3MEHEHHOM CTPYKTY-
poli M (YHKIIMOHAIEHOW aKTUBHOCTBIO, TEM CaMbIM
npuBOAS K (POPMHUPOBAHUIO OTIpENEIeHHON (heHOTH-
MMYECKON KapTUHBI aHupuauu. M3-3a paznnyHoii Kc-
MPECCUBHOCTU MyTauuid B rene PAX6 co3peBanue u
crenielb muddepermupoBku cTpykTyp YIIK moxer
3HAYUTEIBHO BapbUPOBATh Y WICHOB OJHOM U TOM XKe
CeMbH, BbI3bIBasi MaHU(ECTUPOBAHUE IIAyKOMHOIO
IpoIEecca B pa3Hble BPEMEHHBIE CPOKH.

BaxHOCTbh JUAarHOCTUYECKUX MEPONPUITHH B MO-
CTAaHOBKE TUAarHo3a TJIayKOMBI y JIeTel C aHHpUaAnen
HEBO3MOXHO TepeolleHnTh. Ha OLEeHKy BeIMYnHBI
BIJl Gombiioe BiAHMSIHME OKa3bIBaeT TOJIIHMHA IICH-
TpaJIbHOM 30HBI poroBulls! [20], yBenuueHre KOTOpoit
JIOKa3aHO y aHUPUANHHBIX marueHToB [21, 22]. Y go-
HOIIIEHHBIX HOBOPOXKJIEHHBIX IIEHTpaJbHAs TOJIIMHA
porosuisl pagHa 0,541 mm [23], k Bo3pacTy okoJio 3-x
JIeT TOJIIMHA POTOBHIBI peOEHKA CTAHOBHUTCS TaKOH
JKe, Kak Uy B3pocioro u coctasisier 0,52 mm [23].
B uccnenoBanuu M. Yungyan ¥ COaBT. JaHHBIA Ta-
pameTp, U3MEPEHHBIN Y IOAPOCTKOB B Bo3pacte 7—15
JIET, MO JaHHBIM ONTHUYECKOW KOT€peHTHOW TOMOIpa-
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¢un, 661 paBeH 532 pn [24]. [lonmyuyeHHBIE HAMU pe-
3yJbTaThl JEMOHCTPHUPYIOT 3HAYMTEIBHOE YyBEJINYE-
HHE TOJIIMHBI POTOBHIIBI y JeTel M MOAPOCTKOB Oe3
HAJIMYUsS ONEpPaTUBHBIX BMELIATEJILCTB B aHAMHE3E.
TonumHa UEHTpaJbHOW 30HBI POTOBHIBI Y AETEH C
AHUPUJIUEH B BO3pACTE OT 6 MECSIEB /10 2-X JIET U OT
3-x o 18 net cocraBuna 635+47 mkm u 606+43 MKkM
COOTBETCTBEHHO, YTO MOYKET MPUBOIUTH K JIO)KHOMY
3aBbIlIeHUIO 3HaueHni BTl mpu ux omenke 6e3 yde-
Ta mornpaBoyHoro kodddumuenra. C mensio Oonee
KOPPEKTHOT'O BBITIOJHEHUS U MPaBUJIbHON WHTEpIIpe-
TallMA JUATHOCTHYECKUX 00cie0BaHui (TOHUOCKO-
UM, TAXUMETPHUH, YIBTPAa3BYKOBOH OMOMHMKPOCKO-
AW TIEpEeTHETo OTpe3ka Iaza, m3mepenus BIJl) u
BBISIBJIIEHUSI 0COOEHHOCTEW pPOrOBUYHOM MOBEPXHOCTH
ClelyeT PEKOMEHJIOBaTh MEPBUYHOE OOCIENOBaHUE
JeTeil paHHero Bo3pacTa Moj Hapko3oM. CIIOXKHOM
SIBIISIETCSL OIICHKA TPOTHO3a 3a00JeBaHMs, TaK Kak
TEUEHHE TJIAYyKOMBbI HOCHUT, KaK MPaBUIIO, TPOTPECCH-
pyromeit xapaktep. B 3Tol CBsSI3HU, y4YHMTBIBas pPHUCK
Pa3BUTHS OTCPOUYEHHBIX MATOJOTUYECKUX MPOLECCOB
B T'MJIPOAMHAMUKE I71a3 M JIEKOMIIEHCAI[UIO THIIOTEH-
3UBHOTO 3((deKra XUpYyprudecKUx BMEUIATeIbCTB,
TpeOyeTcsi peryssipHbIN TUCIAHCEPHBIN KOHTPOIb 3a
AHUPUIUITHBIMU TTAIIUEHTAMHU.

He wmenee BaxHBIM B (HOPMHUPOBAHUU HHU3KUX
3pUTENbHBIX (PyHKIMH r1a3a npu BA sBistorcs mo-
BPEXKJCHUSI ONTHYECKOro ammapara miaza. [loteps
quadpparMupyomend QyHKIUN pagyHOW 000I0UKH
NPUBOAUT K PACCEMBAHUIO CBeTa, (HOPMUPOBAHUIO
3aCBETOB Ha ceTyarke M (orododbun, a HapylIeHue
MPO3PAaYHOCTH XPYCTaJIMKa CTAHOBUTCS IHMPUYUHOU
JENpUBALMU 3PUTEIBLHOW CUCTEMBI U PA3BUTHUS aM-
Onmuonuu. 3HAYUTENbHAs KOppeasuus OOHapyxe-
Ha MEXJly CTeNeHbIo paayxkHoro nedekra u O3 [3].
Bpoxxaennas karapakTa SIBISE€TCS OIHUM U3 YacCThIX
MPOSIBIICHUN aHUPHUINH, 4acTOTa €€ BCTPEYaeMOCTH
B HAllleM MCCIIEOBaHMU cocTaBuia 67%, B pabore
HOpBEeXKCKUX Koyuter — 44% [3]. bonbmyro pomo u3
HUX COCTAaBJISIIOT MEepeAHHUE U 3aJHUE TMOJIIPHBIE Ka-
TapakThl (76,3% OT BceX BpPOXKICHHBIX KaTapakr),
pacnoJyiararouiiecst BJ1ojib ONTHYECKOW ocu m1a3a [ 13,
25]. OnHako B OOJNBIIMHCTBE CIy4aeB MOJSPHBIE Ka-
TapakThl HE MMEIOT OOJBIINX Pa3MEPOB, MPAKTHYE-
CKH HE NPOTPECCUPYIOT U B YCIOBMSX OTCYTCTBUS
paaykKHOH OOOJOYKM HE SBISAIOTCS NPUYUMHOMU, 3HA-
YUTEJIHHO CHIDKAIOWEH 3puTenbHble (GyHKUMU. B
MOIPOCTKOBOM BoO3pacte CHikeHue O3 MPOUCXOAUT
3a CUET Pa3BUTHS OCIIOKHEHHBIX KaTapakT, BHI3bIBA-
IOLINX TOMYTHEHHE KOPTHKAJIBHBIX U CyOKamcyisip-
HBIX CJIOEB XpycTanuka. Bonpoc o cpokax u oobemax
XUPYPrUuecKoro BMeIATeIbCTBA MO TOBONY KaTa-
PaKTBI MO-TIPEKHEMY OCTAETCS aKTyalbHbIM. OH CBS-
3aH C 0COOCHHOCTSIMU UMMYHHON CHCTEMBI peOeHKa,
MPEIpacoNaraloiiMU K Pa3BUTHIO BBIPAKEHHBIX
9KCCYAATUBHBIX M MPOTU(EPATUBHBIX PEAKIUN B TO-
CJICOTIEPALIMOHHOM Tepuofe. DToT ¢dakT 0e3 yuera
AQHUPUIUIHBIX MPOSBICHUNA 3aCTaBISIET OCTOPOXKHO
OTHOCHUTBCSI K XHUPYPrHUECKHM BMEIIATEIbCTBAM B
JieTckoM Bo3pacTe. OTMEUEHHBIM B HAIllEM HCCIEN0-

DOI: 10.18821/1993-1859-2016-11-3-121-129
BaHUU CITydall pa3BUTHs cyOarpoduu rma3Horo s610-
Ka ITO0CJIE SKCTPAKIIUH JIETCKOW KaTapaKThl (BO3ZMOXKHO
HEIMarHOCTUPOBAHHOTO aHUPUAUNHHOTO (PUOPO3HOTO
CUH/IpOMA) MOATBEPKAAET BAKHOCTh B3BEILIEHHOTO
MoJXoJia B BEIEHUU MOAOOHBIX OONBHBIX. [HCTOMO-
FMYECKUN aHallu3 MepefHell Kalcyibl XpycTalauka
MI0Ka3ajl ee 0COo0YI0 XPYIIKOCTh Y MAIlEHTOB C BPOXK-
JIEHHOW aHWPHUINEH, YTO SBISAETCS JOMOJHUTEIBHBIM
(dakTopoM pHCKa B KaTapaKTadbHOW XUPypruw [26,
27]. B 10 ke BpeMsl MacCUBHAsI XUPYyprudyeckas no3u-
Ul MOJKET 00OpeKaTh MaJeHbKUX MAI[MeHTOB HA HU3-
KO€ KaueCTBO JKU3HU U COLUAIBHYIO J1€3aalTaluio
B nocnenytomieM. O0s3aTeIbHBIM YCIOBHEM XUPYP-
TMYECKOr0 BMEIIATEIbCTBA HA XPYCTAIMKE SIBISETCS
HaJIM4YUE €ro NOMYyTHEHUH, cHkaromux O3, a He xKa-
700BI TTALIMEHTA UM €r0 POAMTENICH Ha MPUCYTCTBHE
KocMmeTnyeckoro jaedexra. CrocoObl MHTPAOKYISp-
HOM KOppeKInK ahakuu y neTeil Takke 0OCTaroTCs OT-
KPBITBIMH, OHU BapbUPYIOT OT OTKa3a MMILIAHTAIUN
NOJI no ycranoBku uckyccrsennot UXJI. Cnenyer
OCTOPO)KHO MOJXOAUTh K PELICHUI0 HWMILIAHTALNUN
J000r0 NpoTe3a paaykKHOH 0007I04KH B 1a3zax ¢ BA,
MOCKOJIBKY 3TO XMPYPIHMYECKOE BMEIATEIHCTBO MO-
JKET HE TOJBKO CIIPOBOIMPOBATH MPOTPECCHUPOBAHHE
AHUPUINIHON KepaTonaTHH, HO U CTaTh ITyCKOBBIM
MOMEHTOM B Pa3BUTHUU aHUPUIUHHOTO (HUOPO3HOTO
CHHJpOMa WJIM BTOPUYHOW TyiaykoMmbl [28]. Omnako,
rOBOpsi O BPEMEHM MPOBEJEHUS JaHHOM XHPYPIUH,
HEJIb3$ MOJIHOCTHIO OTBEPraTh BO3MOXKHOCTh UMILIAH-
tauuu X1 B gerckom Bo3zpacre. Onupasich Ha ONbIT
H.A. Cenuenxo [29] u E.B. EropoBoii u coasr. [30],
HKCTPAKIIHSI KaTapaKThl C YCTAaHOBKON AuadparMupy-
tomerd MOJI He TonbKO ycTpaHseT 00CKypalmoHHYHO
JIENPUBALIMIO U CO3/1aeT YCJIOBUS JUIsl pa3BUTUS 3pU-
TEJIbHON CHCTEMBI, HO PEIIaeT KOCMETHYECKHUE U CO-
uanbHble TpobiaemMbl. Bo3MoxkHO, YTO TpoBeAeHUE
XUPYPrUYECKUX BMEIIATEIHCTB B PAaHHEM BO3pacTe,
KOTJIa €I1e COXPAaHIETCs] OCTATOYHBIN ITyJl CTBOJIOBBIX
KJIETOK U HET BBIPQXKEHHBIX NPOSIBICHUN aHUPUIHIA-
HOM KepaTonaTuu, BHITOJHEHHE MOJOOHBIX ONepanui
MEHee TPaBMaTHYHO JJIS I71a3a. Y UUThIBas, YTO B Ha-
CTOsIIIIEe BPeMsI He HAKOIUICHO JOCTATOYHBIX 3HAHUU
B 3TOM BOIIPOCE, CIIEAYET C OONBIION OCTOPOKHOCTHIO
MIPUHUMATh pENIeHHe 0 HEeOOXOTUMOCTH TOJ00HOTO
XUPYPrUYECKOro BMEIIATEIbCTBA.

3akiaroueHune

Takum 00pazoM, aHUPUIUS — BPOXKJICHHAs, NHBA-
JUAM3UPYIOIas ¢ AETCTBA NATOJIOTUsl, IPUBOSLIAS C
BO3pPACTOM K 3HAYUTEIIBHOMY CHUKEHUIO 3pUTEIBHBIX
¢byukumii. Manudecrauus MOpOSBICHUNA BPOXKICH-
HOW aHUPUIUU Y JeTel OTIIMYAETCs MO CTETEHU Bbl-
pPaKEHHOCTH KIMHHYECKOoW cummnromMatuku. C 0oib-
IO 4aCTOTOM JUArHOCTUPYIOTCS Ha4aJIbHbIE CTANHU
AHUPHUIIUITHON KepaTonaTuy, aHOMaJIMU pedpakiuy,
HUCTarM, BPOXKJIEHHBIE NOMYTHEHUS XpyCTalHKa MU
runoruiasus gosea. Cieayer ¢ paHHEro BO3pacTa Bbl-
SIBJISITH U KOPPEKTUPOBATH COCTOSIHUSL, TPUBOJISILIUE K
JENPUBAILIMN 3PUTEITBHBIX (PYHKINH, C EThI0 CO3/a-
HUSI MAKCUMAJIBHBIX YCIOBHH JUISl pa3BUTHS 3pUTEIb-
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K ecmamwve M. M. Buxkbosa u coasm.

Puc. 3. ®orto maza manuenra JI., 24 ner.
Jnarnos: ocTpblil KEPaTOKOHYC.

Puc. 3. ®oto m1a3 ¢ nposiBIEHUSIMU aHUPUJUITHON KEpaTOMaTHy.

a — 1 cTagus aHupuIUITHON KepaTonaTuy y peOeHkKa B Bo3pacTe 14 MecsIeB: BUAHBI JIETKHE Iepru(epriecKie TOMyTHEHHs pOTOBHUIIHI (YKa3a-

HBI CTpeNKamMHn); 6, ¢ — I-11 cragus aHuPUINITHON KepaToNaTHy: B IPOXOIAIIEM CBETE BU3YaTH3UPYIOTCS PACIIMPEHHbIE COCYAbI TMMOATBHON

30HEI (YKa3aHbl cTpenkaMn); e — 11 craaus anupuanitnol kepatonarun y pebeHka B Bopacte 12 yiet: onpenernsieTcs nepudepudeckas HeoBa-
CKYISIPU3ALHs, PACHPOCTPAHSIONIASICS B CTOPOHY ONTHYECKOTO IIEHTPA POTOBUIIHI (YKa3aHa CTPEIKAMH).



K cmamve A. A. Bockpecenckoii u coagm.

Puc. 4. Tounockomnus.

a — ctpyktypbl YIIK npuKpbITH HEXHON TUTMEHTHUPOBAHHONW ME3EHXUMAIbHON TKAHbIO;
6 — BU3yaIN3UPYIOTCS IEPEMBIYKH MEXK/Y PYAUMEHTAPHBIMH OCTaTKaMU Paay)KHOW TKaHM U cTpykTypamu YIIK.

I 250m #0f Averages 25, 30

Puc. 5. ®oro miazHoro aHa pedeHka B Bo3pacte 15 jet ¢ BA 1 BTopryHO# m1ayKoMOii.
a — OTCYTCTBYET MaKyJIsIpHbIH peduiekc, He onpenessiercs (poBeaabHOe YITyOlneHne, peTHHAIbHBIE COCY/IbI IIepecekaroT 301y (osea,
JI3H 6renHo-po30BEIi, TPaHUIBl YeTKHE, MHOITMUYECKUI KOHYC; O — ONTHYECKasl KOTepeHTHast ToMorpadust MaKyIIpHOH 30HBI HOATBEPXK/IaeT
HaJIN4YMuE TUIIoIlIa3un (I)OBea.



	121-129
	А. А. Воскресенской

