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AHomanus [letepca — HanboJiee TeHETUYECKU re-
TeporeHHass (hopMa BPOXIEHHBIX TTOPOKOB pPa3BUTHUS
TepeaHero oTaena riasa y nereii. B ocHose dhopMupo-
BaHus aHoMajuu [leTepca JIeXXUT HETTOTHOE pacileryie-
HUe TIepeTHe KaMephl IJ1a3a, «<HeOTaeIeHUE» PaTLy KKK
OT POTOBUIIBI HA PAHHUX CTaAMSIX dMOpUOTEeHe3a, Ha-
pyieHre nuddepeHIMPOBKU Me3eHXUMAJIbHBIX KJle-
TOK B 3HIOTeJMU poroBullbl. IIpoiiecc, Kak mpaBuio,
JIBYCTOPOHHMI1, HO BO3MOXHA pa3INYyHasi CTETIEHb BbI-
pPaxkeHHOCTH TopaxeHus ria3. [7]. OCHOBHbIMU K-
HUYECKUMU TIPOSBICHUSIMU TaHHOM aHOMAaJIUM SIBJISI-
I0TCSl IEHTPpaJibHOE 0eIbMO (MTOMYTHEHNE) POTOBUILHI,
OTCYTCTBHE€ B 30HE MIOMYTHEHUSI 3aTHUX CTPOMAJIbHBIX
CJIOEB, IECLIEMETOBO MeMOpaHbl U 9HAOTENINS, YILIO-
IIeHNEe TepeaHell KaMephl, HAJIMYKME MOITHBIX Tepe-
HUX CMHEXUi1 (CpalleHuil) Mexay nepudepueii oeabMa
M pamykKoil. XpycTaJMK TpU JaHHOW Me301epMalb-
HOIi (hopMe ocTaeTcss MHTaKTHBIM. BBISIBIISTIOTCS pas3-
JIMYHBIE aHOMAJIMW Pa3BUTHS yIjia MepeaHeil KaMephl,
HO MWarHOCTMKa WX 3HAYUTEJIbHO 3aTpyJHEHa M3-3a
rpyObIX U3MEHEHUI pPOroBoii 06osouku. bosee yem B
TOJIOBUHE CiiydyaeB aHoManus Ilerepca compoBoxnia-
€TCSl TJIayKOMOM, KOTOpasl pa3BUBAaeTCs cpasy Iocie
poxneHus pedenka. [1, 2, 3, 5, 6, 11, 13]. AHoManus
Iletepca xapakTepusyeTcsl CTALlMOHAPHBIM TEUEHUEM,
HO MHOT/IAa BCTPEYaloTCs Cliydau TedeHMs Ipoiiecca ¢
YBEJIMYEHUEM BPOXIECHHOTO MOMYTHEHMSI POTOBMIIBI,
C €€ YTOJNIIeHUWEM W Pa3BUTHEM IICEBIOCTA(UIOMBI.
IIpencraBisger MHTEpPEC, YTO B HEKOTOPBIX CIIydasix
KJlaccudecKre CMMNTOMBI aHoMauu Iletepca codera-
I0TCsl C aHUPUAMEN, a TakKe C BPOXIEHHOM KaTapak-
TOWM M runoruiasuei osea.

AHomanus Iletepca MoXeT HaOIOAATHCS U30IU-
POBaHHO, COMPOBOXIATHCS APYTOM TIIa3HOM MaTOJIOTH -
el — aHupuIHueit, MUKpOo(pTaTbMOM, XOPUOPETUHAIIb-
HOI KOJI00OMOW, BpoXAeHHOM adakueit, ¢eTtaabHONI
cocynucToii ceThlo [11—14], a Takke BXOOAUTH B COCTaB
HEKOTOPBIX CHMHIPOMOB. B nuTepartype ommcaHa Bo3-
MOXXHOCTh BKJItoUeHUsi aHoManuu [lerepca B coctaB

cunapoma Kpaysze-KupnrHa, MposiBASIIONIErocsl I0-
MMMO TJIa3HOM CUMITTOMAaTUKU, KpaHUOMbacIIMaaIbHbIM
TUCMOPGDOU3ZMOM, KOPOTKMMM KOHEUHOCTSIMU, Hapy-
eHueM cayxa [9].

ITo naHHBIM TUTEPATYPBI, ONTMCAHBI YETHIPE Te€HE-
TUYECKUX BapuaHTa aHoMmanuu IleTepca, BhI3BaHHbIE
myTtauusmu B reHax PITX2, FOXCI1, PAX6, CYP1BI.
IlepBrle TpM BapuaHTa HACJEOYIOTCS ayTOCOMHO-
MOMWUHAHTHO, BapWaHT, OOYCJIOBIEHHBIA MyTallusi-
mu reHa CYP1B1— ayrocomHo-peueccuBHo. Kpome
TOTO, B M30JIMPOBaHHOI aHOManuu Iletepca Bbiaensi-
0T TaK>Ke 3KTOoAepMabHYIo (popMy, B OCHOBE (hOpMU-
pOBaHUSI KOTOPOW JIEXWUT HEMpPaBWIbLHOE OTAECIEHUE
XPYCTAIMKOBOTO MY3bIpbKa OT 3KTOAEPMBI, TaKUM
o0pa3oM, cpallleHUs] BO3HUKAIOT MEXIY POTOBUIIEH,
pPagyXKOW M XPYCTaJWKOM M COIPOBOXIAIOTCA pa3-
BUTHUEM KaTapakThl, KaK MPaBWjo, MepeaHeld mosip-
HOW unu cyokamncynspHoil. [eH, MyTaius B KOTOpOM
BBI3bIBAET 3a0o0JieBaHUE, JOKAAW30BaH B 00JacTU
11p13, cxomHoii ¢ Jokanu3anueit reHa PAX6, ogHako
MPOBEACHHBIA MOJIEKYJISIPHO-TEHETUYECKUI aHaIu3
ucKimouns red PAX6 M3 clmmMcKa reHOB-KaHIWIAaTOB
IUJI 9TOM matojoruu. TuIl Hacaea0BaHUS ayTOCOMHO-
MIOMWUHAHTHBI [7].

VYcnemHoe JsieyeHue aHomanuu Iletepca mom-
pa3yMeBaeT pelleHUe HECKOJbKMX 3adad, TUKTYeMbIX
OCOOEHHOCTSIMM KJIMHMYECKOW KapTUHBI Y KOHKPET-
Horo 6oabkHOTO [2, 3, 15]. Haubonee cnoxHoi ais g0-
CTUXEHUS ONTUMAIbHBIX PE3YJIbTaTOB CJIEAYET CYUTATh
3a/layy BOCCTAHOBJICHMSI U COXPAHEHUS 3PUTEIbHBIX
dyukuuii. [ToaToMy mpaBuiibHasi TMarHOCTUKA, CBOEB-
peMeHHoe U 3(h(HEKTUBHOE JIEUEHUE BaXXHBI IJ15 TPy -
MPEXACHUS CIENOThI, CTA00BUIECHUS U UHBATUIHOCTU
Y TaKuX JICTECH.

Kak moarsepxieHune 3Toro, HHTEPECHO HAOJIOIEHHE pe-
oenka M., 2 jet 6 Mmec. BriepBbie pe0eHOK MOCTYNII B IETCKOE
oTae/IeHue I/IHCTI/ITyTa IIa3HbIX 00JIe3Hell M TKaHeBOit TEpANuu
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um. B. II. ®unarosa B Bo3pacte 1 roga 2 mMecsies ¢ IMATHO-
3om: Cunznpom Ilerepca o6oux ria3. Knmanyecku npasblii mia3:
BpozkeHHoe AMCKOBHIHOE MOMYTHEHHE POTOBHUIBI CPALIEHHOE
C paayXkKoii ¥ mepemaHeii Kamcymoii xpycramuka. YacTuuHas
BpPOXKIEHHas KaTapakTa. Bropuunas maykoma. JleBblid mias:
IlenTpanbHoe MOMyTHEHHE POroBuIbl. BpoxaeHHas Koioooma
PANYKKH U COCYAUCTOI 000I0UKH.

OOmmii comaTHyecKuii cTaTyc peGeHKa XapaKTepu30BaJi-
cs 3aJepKKOil (pM3NIEeCKOro MCMXOMOTOPHOIO PAa3BUTHS, CO-
NMPOBOKIABIICHCS CHUKEHHEM IOKa3arejieil pocTa M Beca Io
CPaBHEHHIO C BO3pacTHOii HopMmoii (puc. 1). lnarHocTHpOBaHO
BpoxnenHoe nopaxenue ITHC rumokcumyecKu-uimeMuyecKoro
reHe3a, OKyJIonepeOpaibHbIii CHHAPOM; ruapoHedpo3 cmpa-
Ba; BPOXKIEHHbIN MOpok cepaua. Ha ocHoBaHMM COBOKYMHO-
CTH 00LIeCOMATHYECKMX M NIA3HbIX CHMITOMOB NMpPH MEIUKO-
reHeTHYeCKOM  KOHCYJIBTHPOBAHMM  YCTAHOBJEH [HATHO3:
cunapom Ppakkapo-ITImuna.

Puc. 1. Buemmmii Bun pedenka ¢ cunapomoM Dpakkapo-

IIImuna. OTMeyaeTcss Maiblii POCT, yMepeHHbId KpaHuodac-

HMAJBHBIA TH30CTO3 U Herpybas nedopManusi BEDXHUX KOHEY-
HocCTeid.

Cocrosinne a3 npu nocrymwienun: IlpaBeiii ria3: yse-
Jn4YeH B pa3mepe. B nenTpe poroBuubl AMCKOBHIHOE MOMYT-
HeHne auaMeTpoM 3,5 MM, mo mepucdepn poroBuIAa mpo3pay-
Had. B neHTpa/nbHOI 30He cpamieHne SHI0TeMs POrOBHIbBI CO
3paykoBbIM KpaeMm panyxku Ilepenndas kamepa menkasi, Biaara
npo3paynas. 3pavyoK He PACHIMPSIETCS, CPAINEH C dHIOTeNeM
poroBunibl ¥4 O()YCUMPOBAHHON mNepenHeil Kamcyaoii MyTHOTO

xpycTajauka B nentpe. Peduekc ¢ rasHoro qHa He opraibmo-
cKkonupyetcs (puc. 2).

Puc. 2. ITpassiii ria3 pedeHKa ¢ ncesaopakueii, moJIHOM ONTH-
YecKOil omepanuoHHOi KO0J00OMOI pPaxyXKKd NPH CHHIpOME
Ilerepca B cocraBe cunapoma Dpakkapo-IlImuna. Bumno
NMpocBeTieBHIee IEHTPAIbHOE NOMYTHEHIE POTOBUIIbI, 3PAY0K
NnocJjie paccoeMHEHUs CPAUIEHWI ¢ POrOBMLEH M XPyCTaJu-
KOM CBOOO/IeH, MEPEXOIUT B MOJHYI0 ONTHYECKYI0 KOJIOOOMY
panyxku, 1OJI pacnoJiokeHa B KanCyJIbHOM MeNIKe, HEeHTPH-
poBaHa.

JleBblii IIa3: LEHTPAJbHOE IMCKOBHIHOE WHTEHCHBHOE
noMyTHeHue porouibl. IlepenHss Kamepa paBHOMepHasi, BJa-
ra npo3pauHas. 3pavoK KanjieBUIHbIHA, Mepexoadmmii Ha 6 4 B
MOJIHYI0 KOJI000MY paayKKu. XpyCTaJIMK mpo3pavnbiii. Ped-
JIeKC € IIA3HOTO JHA PO30BbIii: JUCK 3PUTEJIHLHOTO HepBa 0Jie-
HOBAT KOHTYPbI Y€TKHE, COCYIbl y3KHE, MAKYJISAPHbIA peduiekc
yMepeHHo criaxeH (puc. 3).

Puc. 3. JleBblii ma3 Toro ke pedenka. IlentpanabHoe 0061a4Kko0-
BUIHOE MOMYTHEHHE POTOBMIbI. 3PAYOK MEPEXOAUT B MOJIHYIO
BPOXKIEHHYIO KOJIOOOMY PaIyKKH.

OcTpoTa 3peHusi NPaBoOro ria3a CHUIKEHA 10 CBETOOMIyIIe-
HHe, JeBoro mia3a 0,2 no onrorunam Teiiepa, He KOPPUTHPY-
ercs.

BII: OD — 27,0 mm pr. cT.; OS — 24,0 MM pT. CT.

Y3-ouomerpusa: OD=22,5 mm, 0S=21,3 mm.
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Ckanupoanue: OD coHorpauyecku — mepeaHss Ka-
Mepa MejiKas. XPyCTAJMK AKYCTHYECKHM HErOMOTeHeH, MMeeT
O0M3Kyl0 K mapoBuaHoii ¢opmy. Topu3oHTANIBHBI JHAMETP
XpycTajauka -7,6MM. Yroa mepemHeil Kamepbl cpeHeil MIMpHU-
Hbl. CreKyioBUaHOE TeJio mpo3paynoe. OS conorpaduyecku —
nepeaHssi KaMepa cpeaHeii LTyOMHbI. XPYCTANMK aKyCTHYECKH
npo3pavyeH. [opu3oHTANIBHBI THaMeTP XpycTainka — 7,6 MM.
‘Yrou nepenHeii Kamepsl cpeaneii mupunbl. Y JISH oTveualoTcs
KOPOTKHE HU3KOii 9XOT€HHOCTH TSKH, CBSI3AHHBIE C Mpenanui-
JISIPHBIMH OT/IEJIAMH CETYATKHU.

01.07.10. va OD BbImOJHEHA omepaiMs: IEHTPaIbHAS
cuHexuoTomusi, cunkrepakromus. Ilociaeonepanuonnsiii ne-
PHOI MPOTEKAT 0e3 OCJIOKHEeHHi Ha (DoHe CTaHIAPTHON MecT-
HOW ¥ 00IIell MPOTHBOBOCIAIMTENBHO TEPANUM B COYETAHUH
¢ KOpTHKOCTeponaamMu (MaKCHAEKC B Kaluix, mapadyabdapHo
JIEKCa30H).

Ilocne onepanun ocTpoTa 3peHus NPaBOro IIa3a MOBLICH-
J1ach, 0TMedYeHo nossienne pukcanum s3misgaa. BIJT OD nocae
onepanun CHU3WIOCh 10 19,0 MM pT. CT. HA (hoHE rUMOTEH3NB-
HBIX CPEACTB.

Chycrss 7 MecseB mocje NepBUYHOTO BMeEIATEIbCTBA
XPYCTAJMK MPaBOro riasa nmojHocTeio momytHen. 10.02.11. na
OD BbinosHeHa omepanuar — (akoacnupanusi BPOXKIECHHOMH
KaTapakTsl ¢ BHyTpuKancyapHoii ummiantanueis MOJI Acrysof
SN60WF u coxpaHeHneMm npo3paunoii 3amHeii kancyisi. Ilo-
cJIeonepPANMOHHbI NMepuos MPoTeKaN IIAJKO, MPOBedeH Kypc
NPOTHBOBOCTIAMUTEIBHOM TEPANHH.

OcTpoTa 3peHus: MPaBOro I11a3a mocje Onepamud MOBbI-
cunach 10 0,1; Ha OS ocraBanach B npenenax 0,2—0,25. BI/T
nocJe onepamuu Ha OD ocTaBaioch HOPMAJIBHbBIM.

Takum 06pa3oM B pe3yJsTaTe NMPOBEIEHHBIX JABYX omepa-
mmii ynajaoch x00uthes Kak komnencamuu BIJ Tak n mosiBae-
HHS 3PUTEIBbHBIX (DYHKIIMIA.

B Hacrosimee BpeMs peGeHOK HAOI0AaeTCs B TMHAMUKE.
Cocrosinue a3 vepe3 6 mecsimeB Mocjie NMPOBEIEHHbIX ABYX
onepanuii ocTaercs CTa0MIbHBIM.

IIpaBblii m1a3: cnoKoeH. B meHTpe poroBuibl AMCKOBUI-
HOe TMOMYTHEHHe 3HAYMTEJbHO MPOCBETIEN 0, Mo nepudepun
POTOBHIIA OCTAETCSA Mpo3pauHoii, Oaectameii. Ilepennsas ka-
Mepa coXpaHsieTCsi pPABHOMEPHO# [TyOUHbI, BJIATa MPO3PavyHas.
3payvok pacnoJioKeH B EeHTpe, HA 7—8 4 mepexoauT B ONTH-
YeCKyl Ko0Jio0oMy mnocje chunkrepakromun. IlceBnodakms,
noJyioxkenne MOJI «Acrysof» cTabuibHOe B KancyJIsspHOM MelI-
Ke, 3a/IHss Kamncyia coxpaHseTt npo3pavyHocTs. C ria3Horo qHa
npocMaTpuBaeTcs YeTKuii po3osblii pediekc, JI3H 6eanoBar
KOHTYpPbI YeTKHE, COCYAbl OOBIYHOTO KAJMOPa MAKYJISPHBIi
pedrieKe HeCKOJbKO criaxkeH. OcTpora 3peHHs MOBBICHIACH
1m0 0,2.

JleBblii I1a3: B IEHTpe TUCKOBUAHOE MomyTHenue. Ilepen-
Hsisl KaMepa PaBHOMepHAasi, BJara npo3payHasi. 3padyoK B IeH-
Tpe, Ha 6 4 mepexoAAIMii BO BPOXKIEHHYI0 KOJIOOOMY PaIyKKH.
XpycTaauk mpo3pavnblii. Peduieke ¢ mia3Horo aHa po3oBblid,
JI3H 0ieanoBaT, KOHTYPbI YeTKHE, COCYAbI Y3KHE, MAKYISAPHbIIA
pediekc ymepenHo criazked. OcTpoTa 3peHus JIeBOro Iia3a co-
xpangercs 0,2—0,25.

BI'Jl: OD — 21,0 mm pt. cT.; OS — 23,0 MM pT. CT. ¥Y3-
onomerpusa: OD=23,6 mm, OS=22,5 mm.

JlaHHBIN cioy4yaii MHTEpEeCeH TeM, YTO YYUThIBast
0COOEHHOCTM KJIMHMUYECKOW KapTUHBI aHoManuu [le-
Tepca, OblIa U30paHa ageKBaTHAs TaKTMKa KOHCEpBa-
TUBHOIO U XUPYPTUYECKOTO JIEYEHUS, YTO ITO3BOJMUIIO
CcTabMIM3MpoBaTh OPTATLMOTOHYC Ha 00OOMX IJIa3ax U
YAYYIINATD 3pUTEJbHBIC (DYHKIIUM MallMeHTA.

JleueOHBIE MepONpUATHSL B OTHOILIEHUN Beaylle-
ro CUMMNTOMa aHOMAJIMM —LEHTPaJbHOIO ITOMYTHE-
HUSI pOTOBULIBI — HE MOTYT OBbITh 3(D(MOEKTUBHBIMU 0€3
HOpMaM3aluu o(PTaIbMOTOHYCA M BOCCTAHOBIICHUS
MPO3PAYHOCTU OCTAJIbHBIX MPETOMISIONIMNX cpen |2,
3]. I[ToaTOoMY, YYUTHIBasl BHICOKYIO YaCTOTY TJIayKOMBI
npu aHoManuu Iletepca, Ha MepBOM 3Talle JIEUSHUSI
0COOEHHO BaxKHO BBISIBICHUE HapylleHUs o(TaaIbMO-
TOHYCa U €r0 CBOEBPEMEHHOE XUPYPTrUYECKOoe Jede-
Hue. B maHHOM KOHKPETHOM ciyyae HOpMaslM3alus
BHYTPUIJIA3HOTO [ABJICHUs ObLJIa JOCTUTHYTA ITyTeM
BOCCTAHOBJIEHUSI TIpaBUJIbHOW aHATOMUM TIepeaHei
KaMepbl MpHU pa3beIWHEHUM CPALIEHUN POTOBUIIBI C
panyXKou v epeaHeNr KarcyJon XpycTaluka.

XUpypruyeckoe JeYeHUEe METOIOM OITUYECKOM
WPUIOTOMUM B 30HE, COOTBETCTBYIOIIEH OoJjiee Ipo-
3payHOil 30HE POTOBMIIbI, C LIEJbIO YJIYUYIIEHUS 3pU-
TETBHBIX (DYHKIUI B HACTOSITIIEE BPEMSI MAJIO TTOITYJISIP-
Ho [8]. bonblie BHUMaHUS yAeasieTcsl KepaToIIacTUKe
[4]. YunThiBast BHICOKYIO YaCTOTY HEIIPO3PauYHOTIO MpU-
>KMBJIEHUS K€paTOTpaHCIIaHTaTa B IE€TCKOM BOo3pacTe,
a B JaHHOM CHMIITOMOKOMILJIEKCE ellle 0oJiee OTSIro-
IIAOIIME YCJIOBHS B CBSI3M C HAIMYKMEM MYTHOTO Xpy-
cTajiuKa, TpeOyIoLIero BIOCAeICTBUM XUPYPTUIECKOTO
JICYEHUST — TIPOTHO3 TSI TIPO3PAYHOTO IIPYDKUBIICHUS
CTAHOBUJICA ellle Oosee HeOMaronpusaTHBIM. B cBS3U
C 9TUM B JaHHOM KOHKPETHOM cCJlyyae M Obljla BhIOpa-
Ha UMEHHO ONTUYeCKas MPUIIKTOMMUS, a He CKBO3HAsI
KepaTorulacTMKa B KaueCTBE BMeIlIaTeIbCTBA IJIS YIIyd-
IICHUS 3PCHUS.

OcobcHHOe BHMMAaHHUE XWPYProM IIpU IIpOBE-
IEHUW CUHEXUOTOMUM OBLIO YAEIICHO COXpaHECHHIO
LIEJIOCTHOCTH TIEPeIHEH KaICylIbl XpycTaJuKa IIpH
yIAJCHUU BPOXICHHOM KaTapaKThl, YTO OOECIICUMIIO
CIIOKOHOE TeUCHHUE ITOCICOIEePAllMOHHOTO TIepHOoa,
BIOCJICICTBUH JAJI0 BO3MOXHOCTD ITPAaBUILHO BBITION -
HUTH pacuer onrudeckon cwisl MOJI 1 ocyliecTBUTh
BTOpPOI 3Tam orepanuyd — (HaKoaCIUpalnio BPOXK-
IEHHOU KaTapaKThl ¢ OMHOMOMCHTHOM MMIUTaHTAIIM-
et MOJI Acrysof SN6OWE. Ilokasareny 3puTEbHBIX
(GYHKIIMI, MMOMYyYEeHHBIE B Pe3YJIBTaTe ITPOBEICHHBIX
oIepaluii, COOTBETCTBOBAIM OCTPOTE 3PCHMUS ITAPHOTO
IJ1a3a ¢ BPOXICHHOI KOJIOOOMOI M TIPO3payHbIM XPYy-
CTaJINKOM.

OnucaHHBI KIMHUYECKUI CIydail MpemcTaBIIs-
eT TaKKe 3HAYMTEJIbHBINI MHTEPEC, YUYUTHIBAsI, 9YTO B
IOCTYITHOM JIUTepaType HaMy He ObUIO HAlIEHO CO-
obmeHnit 0 couetaHmn aHomanuu Ilerepca ¢ cuH-
npomoM paxkkapo-IlImuma. CuHapom Dpakkapo-
IMuma wau CMHIPOM «KOIIAYbUX TJ1a3» OOYCIOBJICH
M30BITKOM TE€HOB, JIOKAJIM30BAHHBIX, IO Pa3IAIHBIM
MaHHBIM, B 22 XpOMOCOME, ¥ OTJIMYACTCS HAIMINEM
XapaKTepHbIX aHOMAaJIMI TJla3 B BUIC KOJOOOMBI pa-
IYXKM W COCYOVCTOM OOOJIOUKHM, COYETAIOIIMXCS C
3aIEPXKOM IICMXOMOTOPHOTO PAa3BUTHUS, ITOPOKAMH
Pa3BUTUSL MOYETIOJNIOBOM U CEPIEYHO-COCYIUCTON CU-
creM, atpe3ueil aHaabpHoro orsepcrus [10, 16]. Cpe-
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