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Pe3iome

Lleav pabomot. TIpoaHaTM3MPOBATh KIMHUYECKYIO FeTEPOreHHOCTh BPOXIEHHOM THIIOIIa3U | MTOYEK Y OLICHUTh UMEIOIIMeCsT TaHHbIe
0 BO3MOKHBIX IJTa3HBIX MTPOSIBIICHUSIX MIPY 3TOM MATOJOTUH IS 000CHOBaHMST MEXKIUCIIMTIIMHAPHOTO MOAX0/1a K BEICHUIO IMallUeHTOB.
Mamepuanst u memods. ITpoBeaeH mouck auTepaTypbl B 6a3ax naHHbix PubMed, Google Scholar, Cyberleninka, GeneReviews
32 2013-2025 rT. Mo KJIIOYEBBIM CJIOBAM, OTPaKAIOIIUM CBSI3b BPOXKACHHBIX aHOMAJ Ui MoYeK U odTaIbMOINaToJoruu. B uTorosslit
aHaJM3 BKJIIoYeH 21 UCTOYHMK, COOTBETCTBYIOIIM I KPUTEPUSIM OTOOpa (OpUTrMHAIbHBIC UCCIIeIOBaHMsI, CHCTEeMaTHYeCK1e 0030pbl,
ONMCaHUs CyYaeB U TJ1aBbl U3 CIIPABOYHUKOB).

Peszyavmamor. TToka3zaHo, YTO BpOXACHHAs TUITOIIA3U sl ITOYEK XapaKTepU3yeTcs 3HAYMTEIbHON reTepOreHHOCThIO — OT GeCCUM-
MTOMHOTO TE€UYEHMUSI 0 MPOrpecCupylolleilt XxpoHUYeCcKoit 60Je3HU MoYeK, C BapuabdebHbIM BO3PACTOM MaHUMECTAlMU U YACTBIMU
COIMYTCTBYIOIIMMM TOpoKamMu pa3putus (68,4% — B masiom Tasy, 21,5% — B rpyaHoii kieTke). OKos0 54% reHoB, acCOLIMMPOBAHHBIX
C BPOXJIEHHBIMU aHOMaIMsIMU TTouek 1 MoueBbiBoasiuX nyTeit (CAKUT), umeroT onrcaHHble 0(hTalbMOJIOTMYECKUE MPOSIBIACHMS.
[TaT1h u3 mectu Hanbosee yacTbix reHOB CAKUT (PAX2, EYAI SALLI, GATA3, PBX1) cBs3aHbI C IJIa3HBIMU aHOMaJUSIMU. B 0630-
pe neTaJlu3nupoBaHbl oTaabMoOJoTHIYecKre (eHOTUITHI TPY CUHAPOMAaX, BKIIIOYAIOIIMX TUTIONIa31I0 MOYeK: MamuIOPeHaTbHBIi
cuHIpoM (PAX2) — nucnia3us 1MCKa 3pUTEbHOTO HEpBa; CUHAPOM, CBsI3aHHbIN ¢ SAL L4, — aHomanus [ysiiHa, kosoboma (Duane-
radial ray syndrome); cunapom TayHca — bpokca (SALLI) — anomanus JlysiiHa, KojjoOboMa paaykKKu; OpaHXHooKyJiodaliialbHbIi
cuHapoM (TFAP2A) — mukpodranbMmus, KoJloboMa, KatapakTa. JlaHHbIE O CUCTEMaTUYeCKOM O(PTaIbMOJIOrMYeCKOM 00CeI0BaH UK
MaIMeHTOB C U30JMPOBAHHOM (HECUHIPOMaJbHOI) BPOXKICHHON I'MITOIIIa3uell oYeK B IUTepaType OTCYTCTBYIOT, OMHAKO BhICOKAST
3KCIpeccus MOYeYHBIX TEHOB B TKAHSIX IJ1a3a MpearnoiaraeT BO3MOXHOCTh CYOKJTMHMISCKUX U3MEHEH A,

3axatouenue. BpoxneHHas TMIIONIIa3MST TIOYEK YaCTO SIBJISIETCSI KOMITOHEHTOM CUCTEMHBIX HapylIeHU 1 aMOproreHesa. [1a3Hbie cuM-
MTOMBI (KoJlo6oMa, aHoMasust lyaiitHa, TUCIia3us AMCKa 3pUTeTbHOTO HepBa U AP.) MOTYT CIIYKUTh BaXXHBIMM TUArHOCTUUECKUMU
MapKepaMyu KOHKPETHBIX TeHeTUYeCKMX CUHAPOMOB. BKiTIoueHMe 0 TaIbMOJIOrMYECKOr0o CKPUHUHTA B IIPOTOKOJI 00CIeI0BaH U ST
NeTeli ¢ BpOXKISHHOM I'MMoria3ueit moyek mpeacTaBiisieTcss 000CHOBAHHBIM JJIsi pAHHETO BBISIBJIEHUsI CKPBITBIX aHOMAJIM i 3peHU ST
Y ONITUMU3ALUH MEXIUCIUILIMHAPHOTO BEACHUS TAIIUEHTOB.

Kuouessie ciioBa: BpoxaeHHas runoriasus noyek, CAKUT, ria3Hblie MposIBJICHUsI, FTeHETUYeCKHEe CHHIPOMBI, KOJIOOOMa, aHOMaJIH ST
HysiiHa, manuajopeHaaIbHbIA CHHIPOM
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Clinical heterogeneity of congenital renal hypoplasia and possible ocular
phenotypic manifestations
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Abstract
Objective. To analyze the clinical heterogeneity of congenital renal hypoplasia and to evaluate the available data on possible ocular mani-
festations associated with this pathology in order to substantiate an interdisciplinary approach to patient management.
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Materials and methods. A literature search was conducted in the PubMed, Google Scholar, Cyberleninka, and GeneReviews databases for
the period 2013-2025 using keywords reflecting the association between congenital kidney anomalies and ophthalmic pathology. The final
analysis included 21 sources that met the inclusion criteria (original studies, systematic reviews, case reports, and handbook chapters).
Results. Congenital renal hypoplasia is characterized by significant heterogeneity, ranging from an asymptomatic course to progressive
chronic kidney disease, with variable age of manifestation and frequent associated malformations (68.4% in the pelvis, 21.5% in the tho-
racic cavity). Approximately 54% of genes associated with congenital anomalies of the kidney and urinary tract (CAKUT) have described
ophthalmic manifestations. Five of the six most common CAKUT genes (PAX2, EYAI, SALLI, GATA3, PBX1) are associated with ocular
anomalies. The review details the ophthalmic phenotypes in syndromes that include renal hypoplasia: papillorenal syndrome (PAX2) —
optic disc dysplasia; SALL4-related disorders (Duane-radial ray syndrome) — Duane anomaly, coloboma; Townes-Brocks syndrome
(SALLI) — Duane anomaly, iris coloboma; branchiooculofacial syndrome (7FAP2A) — microphthalmia, coloboma, cataract. Data on
systematic ophthalmological examination of patients with isolated (nonsyndromic) congenital renal hypoplasia are absent in the literature;
however, the high expression of renal genes in ocular tissues suggests the possibility of subclinical changes.

Conclusion. Congenital renal hypoplasia is often a component of systemic embryogenesis disorders. Ocular symptoms (coloboma, Duane
anomaly, optic disc dysplasia, etc.) can serve as important diagnostic markers for specific genetic syndromes. Including ophthalmological
screening in the examination protocol for children with congenital renal hypoplasia appears justified for the early detection of hidden
visual abnormalities and the optimization of interdisciplinary patient management.

Keywords: congenital renal hypoplasia, CAKUT, ocular manifestations, genetic syndromes, coloboma, Duane anomaly, papillorenal
syndrome
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poxaeHHas runoniasus novyek (BI'TT) npencrasiser

coboil oHy U3 HauboJjee pacmpoOCTPaAaHEHHbBIX aHOMa-

JIMI pa3BUTUSI MOYEBOU CUCTEMBI, XapaKTEePU3YIOIILY-

10CSl yMEHbIIEHUEM pa3Mepa MOYKU ¢ COXpaHEHUEM
€€ OTHOCUTEJIbHO HOpMaJibHOM CTPYKTYpHhI [1]. KnuHuveckas
kaptuHa BI'TI oTiinyaeTcst 3HaYUTEIbHOU reTePOreHHOCThIO —
OT 6eCCUMIITOMHOIO TeUEHHU S 10 POrpeccupyolleit XxpoHuue-
CKOIt 6071€3HM MOYEK, pUuyeM MaHUdeCcTalUsI MOXET MPOUC-
XOIUTh B TIIOOOM BO3pacTe, 4acTo Ha (hOHEe MHTEPKYPPEHTHBIX
3aboJieBaHUii [2].

BakHO OTMETUTH, UTO U30JMPOBAHHAS TUTOIJIA3U S TOYKU
MOXET OBbITh YaCThIO 00JIEe IIMPOKUX CUHAPOMAJbHBIX MOpaXe-
HUM, 3aTparuBaloUIUX ApYyTrue opraHbl U cuctemsbl [3]. Ocobblit
MHTepec MpeacTaBisieT Bo3MoxHas cBsidb BI'TI ¢ odTanbmosio-
TMYECKUMU HApYLIEHUSIMU, MOCKOJbKY MHOT M€ T€Hbl, OTBET-
CTBEHHBIE 32 pa3BUTUE MOYEK, SKCIIPECCUPYIOTCS TAKKE B TKAHSIX
r1as3a, U UX MyTalliyi MOTYT MPUBOAUTH K COYETAHHBIM (heHO-
Tunam [4, 5]. I'nmazHble CUMIITOMBI CITOCOOHBI HE TOJBKO IMTOMO-
raTh B AMarHOCTUKE OCHOBHOIO 3a00JieBaHM I, HO U yKa3bIBaTh
Ha KOHKPETHBII TeHeTUUeCcKuii neeKT, a Takke TpedboBaTh CBOe-
BPEMEHHOI0 HaOJIOACH WS Y JIeUeHU s 7151 TTPeOoTBpAlleH U TTOTe-
pu 3peHus [6, 7].

Llenb nanHHOTO 0630pa — MPOAHAIU3UPOBATH KJIMHUUYECKYIO
reTeporeHHOCTh BPOXAEHHOU T'MMOIJIa3u U MOoYeK U OLEHUTh
“MelollMecs JaHHbIE O BO3MOXKHBIX TJTa3HbIX TPOSIBJICHUSIX TPU
3TOW MaTOJOTUU.

Jlnsg HanmucaHust 0030pa MPOBEASH MOUCK JIUTEePATyPhl B 3JIeK-
TPOHHBIX 0a3ax naHHbIX PubMed, Google Scholar, Cyberleninka,
a Takxe B 6a3ze GeneReviews. [Touck ocylecTBSICS MO KJIO-
UYEeBBIM CJIOBAM: «BpOXJAeHHas rurnornasusi nouyek», «CAKUT»,
«HacJeACTBEHHbIE He(pomaTum», «0pTaIbMOJIOTHYECKIE TTPO-
SIBJIEHU S1», «IJIa3HbIE CUMITTOMBI», «<T€HETUYECKHUE CUHIPOMBI».
I'ny6una noucka cocraBuia 12 net (2013-2025 rr.). Kputepusmu
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BKJIIOUEHU ST ObIJIM: OpPUTMHAJIbHBIE UCCIIEIOBAHU S, CUCTEMa-
TUYeCKUe 0030pbl, ONTMCAHU I KIMHUYECKUX CIIy4aeB U IIaBbl
M3 aBTOPUTETHBIX CIIPABOYHMKOB, OIMMCBHIBAIOIINE CBSI3b MEXK Y
MaToJIOrMel moyek U o TaabMOJOIMUYeCKUMHK HapYIIeHUSIMU.
B utorossiii aHaau3 BoIaKn 24 KICTOYHHWKA, TPEIOCTaBIeHHbIS
IUTSI AAHHOM paGOThl, KOTOPBIE MOJTHOCTHIO COOTBETCTBOBAIN
KpuUTepusiM oTbopa.

Kaunuueckas eemepoeennocmo BI'TI

HccnenoBaHust pocCUNCKUX aBTOPOB, MOCBSILIEHHbIE HA0JI10-
MeHUIo 3a 236 NeTbMHU ¢ TUTOIIa3Ueill TToYeK, BBISIBUJIM 3HA-
YUTEJIbHBIC HAPYIIEHHUsI BHYTPUYTPOOHOTO pa3BUTUS Y DTUX
MalreHToB. XapaKTepHO 0COOEHHOCTBIO OKa3ajl0Ch HaJIM4re
pPa3HOOGPAa3HBIX COMYTCTBYIOIIUX MTOPOKOB Pa3BUTU S IPYTHUX
OpPTraHOB U CUCTEM, MMPHUUYeM OOJIBITMHCTBO U3 3THX TTIOPOKOB TaKXKe
pa3BUBAJIOCH 1O TUTIOIIACTUYecKOMY TUITy. HanGomee yacto
CONYTCTBYIOIIME AaHOMAJIM U JIOKAJIM30BaIUCh B 00JIACTU MaJIOTO
Ta3a (68,4% oT Bcex BBISIBJICHHBIX ITOPOKOB) 1 B TPYIHOM MOJOCTH
(21,5%), uTo MOATBEPXKAAET CUCTEMHBIN XapaKTep HapyLIeH A
ambpuoreHesa [1].

Knunnueckas kaptuHa BI'TI cyiiecTBeHHO BapbupyeT B 3aBU-
CUMOCTHM OT Bo3pacTa BhisiBJieHUs1. COrlIacHO TaHHBIM PETPOCIIEK-
TUBHOI'O aHaJIn3a, y AeTei 0 OTHOTrO rojia MOPOK TUarHOCTH-
pyercs B 13,4% cnydaeB, oT ogHOTO rofa 1o Tpex jet — B 10,4%,
a ot Tpex 10 7 et — B 14,4%. CHUXeHWe BBISIBJISIEMOCTH B BO3-
pacTe OT OJTHOTO rojia 1o 7 JIET aBTOPBI O0BSICHSIOT KOMITEHCAII -
el GYHKIIMK ITOYeK B ITOT Mepro. B aToif Bo3pacTHOII rpymiie
OCHOBHBIM ITOBOIOM JIJIs1 HE(PPOJOTrMIECKOro 0O6CIeIoBaH M
CITY>XKMJTY U3MEHEHHU S B aHaJIM3aX MOYM Ha (hOHE MHTEPKYPPEHT-
HBIX 3a00JIeBaHU I (OCTPBIe peCTUPATOPHbIEe MHGMEKIINHT, aHTHA,
OPOHXMUT), IPU 3TOM paHee NeTH HaOII0MaINCh KaK MPAaKTUYECKU
3710poBbIe. B aHanmm3ax Moun 06HapyKMBAJIUCh TPAH3UTOPHAS
JIEWKOLMTYPUST U MUKPOIIPOTEUHY PUsI, YTO HEPEIKO TPAaKTOBA-
JIOCh KaK MHGMEKIIU ST MOYeBBIBOISIIMX My Teid. JTabopaTopHbIe
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MmokasaTeJu KpOBU U apTepuaibHOE JaBJeHUE OCTaBaJIUCh
B HOpMeE, a UHCTPYMEHTaJbHbIe METO/bI, TAKWE KaK YJIbTpa-
3BYKOBO€ MCCJIeJOBaHUE U DKCKpPEeTOpHas yporpadusi, Bbl-
SIBJISLIA TUTMOTJIA3UI0 TTIOYKU C OMMHAKOBOI 4YacTOTOM cripaBa
u ciena [2].

Tenemuyeckue cunopomot, xkarouarousue GUNONAA3UI0 NOHEK U 21a3-
Hble nposAaeHuUs

AHaIu3 reHOB, aCCOIIMUPOBAHHBIX C BPOXKIEHHBIMU aHOMA-
nusimu royek u MmoueBbiBoasiux nyteit (CAKUT), moka3biBaer,
4TO 0KOJIO 54% 13 63 N3ydeHHBIX TEHOB MMEIOT OIMUCAHHbIE
odTasbmonornyeckue nposieHus. Cpenu iectu HauboJiee
yactbix reHoB CAKUT (PAX2, EYAI, SALLI, GATA3, PBXI),
Ha KOTOpbIe MpUXoauTcst okoyio 30% Bcex TMarHo30B, MSTh
aCCOLIMMPOBAHBI C TJIa3HBIMU aHOMaJUsAMU. CreKTp odTanb-
MoJjiornyeckux HapyteHuii mpu CAKUT BkJtoyaeT Kojodoomy,
MUKpOMTaIbMUIO, aHOMAJUM TUCKA 3PUTEJBHOIO HEPBA U pe-
dpakuuu (acTUrMaTU3M, MUOTIU S, TUTIEPMETPOMHUSI), a TAKXKE
KaTapakry |[8].

Psn reHeTUYeCKMX CUHAPOMOB, B KIMHUYECKYIO KAPTUHY
KOTOPBIX BXOAMUT TMIONJa31s MOYEK, TIEMOHCTPUPYET YETKUE
o ranbmonoruueckue peHorunsl. [Ipu cuHaApOME, CBSI3aHHOM
c reHoM SAL L4 (BkawouatonieM cuHapoM ysiitHa — Duane radial
ray syndrome, a Tak>Ke aKpOpeHaIbHOOKYJISIPHbIII CUHIPOM),
onucaHbl aHoMmanus JlysitHa (BpOXXAEHHOE HapylIeHUe Mo~
BUKHOCTH IJ1a3), T1a3Hasi KoJoOoMa, a TaKKe peHaJbHbIe MaJlb-
(opmanuu, BKatoUyasi rTUMONIA3UIO MTOYEK, IKTOMU IO, TOJKOBO-
00pa3Hy1o MOYKY U My3bIPHO-MOYETOUHUKOBBII pedatokc [3].
CunapoM TayHca — bpokca, BbI3BaHHBII MyTallUSIMU B Te€HE
SALLI, xapakTepusyeTcs TpUaaoil NpU3HAKOB: aHOPEKTaIbHbI-
MU aHOMAJIMSIMU, AUCIJIa3Ueil YITHBIX PAKOBUH C TYTOYXOCTbIO
U MajbhopMallMsIMU OOJbIIMX MaJblieB KUCTel. B ciekTp
pEeHaJIbHBIX TIPOSIBJCHU I 9TOT0 CUHAPOMA BXOIST IUITOIIa-
3Us1 MOYEK, MaJbpOTallvsl, 9KTOIU I, MOJKOBOOOpa3Hasl Mouyka,
MOJIMKUCTO3 U MY3bIPHO-MOYETOUHUKOBBII pedtoke. Cpenu
penKuX MPU3HAKOB YyIIOMUHAIOTCS aHoMaus JlysiiHa u KoJio-
O6oMma paayxku [9].

IManunnopeHalbHbIN CUHAPOM, CBSI3aHHBII ¢ MyTallUSIMU
B reHe PAX2, xapakTepusyeTcsl AUCIIa3ueil AUcKa 3pUTeIbHO-
ro HepBa U pa3IMYHbIMU PEHAJbHBIMU aHOMATUSIMU, BKJTIOUAst
runonasuto [8]. [Tpu 6paHxrookynodanaibHOM CUHIPOME
(myTtauuu TFAP2A) onvucaHbl MUKpOdTaIbMUs, KoJJoOOMa, KaTa-
paKTa, CTeHO3 HOCOCJIE3HOTO MPOTOKA B COUETAHUM C OpaHXU-
aJIbHBIMU U peHaJIbHBIMU aHOMausimMu [10].

Jpyrve MyJabTUCUCTEMHbBIE CUHAPOMBI TaKK€ IEMOHCTPU-
PYIOT CBsI3b MTOYEYHOM U I1a3Hoi matonoruu. [1pu cuHapome
Jloy (okyJonepedpopeHaJibHOM) MOpaXkKeHe MoYeK MpoTeKaeT
mo TuIry Tyoyiaonatuu ®aHKOHU, HO B psijie CIy4aeB MOTYT
HaO0I01aThCsl CTPYKTYPHbIE AaHOMAJIMU; TJ1a3HbIE POSIBJICHU S
BKJIIOUYAIOT BPOXACHHYI0 KaTapakTy u riaykomy [11]. Cunapom
HyHaH MoXeT BKJIIOYATh IJ1a3HbIe CUMIITOMBI (CTPaObU3M) U pa3-
JINYHbBIE peHAJIbHbIE AHOMAJI MU, XOTSI TUTIONJIa31sl TTOYEeK ornuca-
Ha He Kak o0s3aTenbHbIil npusdHak [12]. Cunapom PyouH-
mreitHa — Teltbu xapakTepusyercs ohTaabMOJOTUUECKUMU
HapylieHUsIMU (KoJoOoMa, KaTapakTa) M aHOMaJUSIMU MOYeK,
BKJItouas rurnoriasuio [13]. CuHApOM HOTTe-HaIKOJEHH KA
(mytauuu LMXIB) accounupoBaH c HedpornaTtueit u riay-
KOMOIi, HO TUIIOTIJIa3us MOYeK JJIsl Hero He TUunuuHa [14].
[Tpu BpoXA€HHBIX HApYIEHUIX TTUKO3UIUpoBaHus (PMM2-
CDG) onucaHbl TUTMEHTHbBIII PETUHUT, MUOTU S, CTPAOU3M,
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a TaKXe KMCTO3HbIe U3MEHEHU S TOYeK, HO He rumnoriasus [15].
BpoxneHHast aHUpUAMSI, YaCTO BbI3BaHHAsI MyTausaMu PAX6,
MOXeT ObITh yacTblo cuHapoma WAGR (onyxonb Bunbmca,
aHUPpUIWS, TEHUTOYPUHAPHbIE aHOMAJIMU), T/Ie OpakeHue
MoyekK npeacTaBjeHo HehpoOJIacTOMOM, a He TUTIONIa3uei,
OJIHaKO CUHJPOM TpeOyeT KOMIJIEKCHOTO MOIX0Aa C y4acTu-
eM Hedposora u opranbmosora [16]. [Tpu neneunn 22ql1.2
BCTpevyaloTcs: ohTaabMOJOTMUECKHE HApYLLIEHU S (CTpadbu3Mm,
aHoMauu pedpakiiMu) HAPSIAY € pa3JIMYHBIMU MOPOKAMHU
MoyYek, BKJIlovas rurmnoriaasuto [17].

Jlannote uz 0630poeé no opyeum epynnam Heghpponamuii

WccnenoBaHus, MOCBSLIEHHbIE TJIA3HBIM MPOSIBJICHUSIM TTPU
JNPYTUX HACJIEeACTBEHHBIX HeponaTusix, couepxart nHpopma-
11110, KOCBEHHO 3HAYMMYIO AJIsl TOHUMaHMUs CBSI3U TUTOMNJIa3uu
noyek u odpranbmonarojoruu. [lpu bokaabHO-cerMeHTapHOM
rinoMepynockiepose (PCI'C) okoio 58% reHOB UMEIOT TIa3-
Hble accollMallMM, BKJIOYas KaTapakTy, MUOIHIO, CTpabusm
u atpoduto cetyatku [6]. Xotss DCI'C He siBIsIETCSI CTPYKTYPHOM
aHOMaJIuell TUIa TMIoNJIa3uu, OOIIHOCTh TeHETUYECKUX MTYTel
(HanmpumMmep, BoBjeueHue WTI, PAX2) yka3biBaeT Ha BOSMOXHbIE
MepPeKPbITUSL.

TTpu Ty6ynonatusix okoyio 37% reHOB MMEIOT TJIa3Hble PO~
SIBJIGHU 1, BKJIIOYAs CTPYKTYPHbIE aHOMAaJIUU (KoJloOoMa, MUKDP-
odTanbMus) U aHOMaJIMU pedpakuuu [4]. DTo MOATBEPXKAAET,
YTO IFe€Hbl, OTBETCTBEHHbIE 32 Pa3BUTHE U (DYHKIIUIO MTOYEYHBIX
KaHaJblieB, MOTYT BJIMSITh HA MOp(oreHes riasa.

Hunuromaruy npeacTaBiasioT 0COObIi MHTepec: 10 95% mnenu-
aTPUYECKUX PEHAJIbHbBIX LIIMJIMONATU I UMEIOT TJ1a3Hble MPOSIBIIe-
HUS (HacJaenCTBEHHAs JereHepalus CeTyaTku, rja3oaBuraTe/ib-
Hble HapylIeHu s, Kojoboma) [5]. XoTs Kjiaccuyeckue 1uamorna-
TUU Yallle aCCOLIMUPOBAHBI C KUCTO3HBIMU UBMEHEHUSIMU TTOYEK,
a He ¢ TUIOIJIa3Kueil, HEKOTOpbIe CUHIPOMBI (HarpuMep, mamnui-
JIOpEHaJIbHbI ) IEMOHCTPUPYIOT MepeKpbITUE (PEHOTUTIOB.
HHTtepecHo, 4yTo 320071€BaHMSI, CBSI3aHHbIE C BADUAHTAMM B FeHaX
ANK6, MAPKBPI, NEK8w TCTNI, He UMeIOT ONMCaHHBIX IJ1a3-
HbIX CUMIITOMOB, YTO COTJIaCyeTCsl ¢ HU3KOU 9KCIpeccueit aTux
reHoB B ceTyaTke [5].

s cuHapoMa AJIbIOpTa, BbI3BAHHOTO MYTAllUSIMU B TeHaX
kosnareHa IV tuna, xapakTepHbl epeqHU I JEHTUKOHYC, MaKy-
JISIpPHbIE U3MEHEHU S U peTUHAJIbHbIE aHOMAJIUU, KOTOPbIE MOTYT
OBITh BBISIBJICHBI C TIOMOIIIBIO ONITUYECKON KOT€PEHTHON TOMO-
rpacduu [18-20]. OnucaHbl ciyyau, KOraga MMEHHO 0 TaJibMOJIO-
ruyeckoe o0cieoBaH e MO3BOJISIJIO 3aM003PUTh Auartos [21].
B cucremaTuyeckux o630pax monuepKruBaeTCsl BAXKHOCTh paH-
HEro pacrno3HaBaHMs [JIa3HbIX CUMITITOMOB JIJ1S1 CBOEBPEMEHHOM
Tepanuu, 3aMelJIsIolIeil MTPorpeccCupoBaHue MOYEYHON Helo-
craTouyHocTH [7, 22]. Eule onuH cucteMaTu4ecKuit 0630p noj-
TBEPXJIaeT, YTO paHHEee BMEIIATEIbCTBO MOXKET OTCPOUUTH TUATU3
U YJIYUYLIUTh BBIXKMBAeMOCTb [23].

O¢maavmoaoeuneckue uzmeneHus y nayueHmog ¢ XpoHu1ecKkol
noueunoti nedocmamounocmuto (XIITH)

B uccnenoBanuu 60 maruenToB ¢ XITH, He monyvatonux nua-
JI13, ObLIM BBISIBIEHBI CHUKEHUE OCTPOTHI 3peHus (66,7%), kata-
pakTa (26,7%), ontnueckas HeiiponaTus (23,3%), oTeK MaKyJIbl
(10%), a Takke TuIepTOHUYecKas peTuHonarus [24]. OnHako
aBTOPbI HE OOHAPYXKUJIU MPSIMON KOPPETSIIIUU MEXAY STUMU
MPOSIBJICHUSIMU U CTETIEHbIO MOYEYHOM HEAOCTATOUHOCTH, TIPe-
rnoJjiarasi BEAyIIyo pojb COMyTCTBYOIIMX (DaKTOPOB, TAKMX KaK
apTepuvajbHas TUMIEPTEH3US U caXapHblii AUabeT. DTO BaXHO
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YUYUTHIBATH MPU BEIEHU U MALIUEHTOB C TUMOIJIa3Ueil Moyek,
Yy KOTOpBIX MOxeT pa3BuThbcst XITH.

Jlannvte 0 24a3HbIX NPOAGAEHUAX NPU U30AUPOBGAHHOU 2UNONAAIUL
nouex

[Tpsimble uccnenoBaHu s, MOCBSILIEHHbIE U3YYEHU IO O Tab-
MOJIOTMYECKUX HApyLIEHU Y MallMeHTOB C U30JIMPOBAHHOM
(HecunapomanbHoit) BI'TI, B mpoaHaiu3upoBaHHbBIX UCTOYHU-
Kax OTCYTCTBYIOT. OHaKO psii HAOIIOEHU i MTO3BOJSIET MPe/i-
rnoJiaraTb, YTO IJ1a3HbIE CUMIITOMBI MOTYT ObITb BbISIBJIEHBI TPU
HeJieHarnpaBJieHHOM oOcieoBaHuU. B 0030pax, MocBsIIIeHHBIX
FeHEeTUYECKUM TYOyI0MaTUsIM U LIUJIUOMATUSIM, OTMeYaeTcs,
YTO MHOTHME F'€Hbl, OTBETCTBEHHbIE 32 pa3BUTHUE MOYEUHOU
MaTOJIOTU U, SKCITPECCUPYIOTCS B CETYATKE U UX MyTallUU MOTYT
MPUBOAUTH K CYOKJIMHUYECKUM UM OTCPOYEHHBIM O(TaTbMO-
JIOTMYEeCKUM u3MeHeHusM [4, 5]. Hanpumep, 1o 95% ciayuaes
LIMJIMONATH ¢ TeAuaTpUYecKuM 1e0I0TOM UMEIOT I1a3Hoi heHo-
TUI, XOT$ KJIACCUUYECKUE KUCTO3HbIE 00JIE3HU B3POCIBIX OOBIUHO
HE COMPOBOXIAIOTCS MTa3HBIMU CUMIITOMaMU [S]. DTo yKa3bl-
BaeT Ha TO, YTO TMMOMNJa3Usl MOYeK KaK YacTh IMOPUOHATIBHOTO
HapylIeHU s pa3BUTUSI MOXET UMETh O0LIME MaTOreHETUYECK e
MEXaHU3MBbI C TJIa3HBIMU TUCTIJIa3USIMU.

[IpencraBieHHbIe JaHHBIE CBUIETEIbCTBYIOT O TOM, uTO BI'TI
peIKO BCTpeyaeTcsl Kak M30JMpoBaHHas aHoMma us. Yacto oHa
SIBJISIETCSI KOMITOHEHTOM CUCTEMHBIX HapylIeH Ul aMOpuore-
He3a, 3aTparvBaloliux apyrue opransl [1, 2]. Haauuue yeTkux
o TaabMOJOTrUYECKUX PEHOTUTIOB MPU FEHETUYECKUX CUHIPO-
Max, BKJIIOUaloIMX rumnormniasuto nouek (SALL4, SALLI, PAX2
U [Ip.), YKa3bIBAET Ha TO, YTO IJ1a3HbIE CUMIITOMbI MOTYT CJIYKUTh
BaXXHBIM IMAaTHOCTUYECKUM KJ104oM [3, 8, 9].

OTCyTCTBUE B JIUTEpaType JaHHbBIX O CUCTEMAaTUYECKOM
o(TaspMoIOrnYeckoM 00cIeIOBaHN Y MALIMEHTOB C U30JMPOBaH-
Hoit BI'TI npeacrapisiet coboit mpoOest B 3HAHUSIX. YUUTbIBAsI, 4YTO
0koJ10 11% renoB CAKUT He MMeIOT ONMMCaHHBIX TJIa3HBIX TTPO-
SIBJICHU A, HO DKCITPECCUPYIOTCS B ceTYATKE YeJOBeKa WU atoT
IJ1a3HOUM (DEHOTUTT Ha MBIILIMHBIX MOJIEJISIX, MOXHO MTPEANOJIOXHUTh
CYILIECTBOBaHMUE €llle He paCIO3HAHHBIX ODTaJIbMOJOTMYECKUX
accouuanuii [8]. 3To nmoaTBepKaaeT HEOOXOAMMOCTh MYJIbTU-
THUCLUMIMHAPHOTO MOAXO0/A: ETH C BbISIBJIEHHOI TMITONJIa3neit
MoYeK TOJXKHbI TPOXOAUTH 0D TaTIbMOJIOrMUECcKOe 00CIe 0BaHUE
IUTSl UCKJTIOYEH U ST CKPBITBIX aHOMaJIM i, a 0(TaJIbMOJIOT Y MTPU
oOHapyXeHUU XapaKTePHBIX CUMIITOMOB (KOJJOOOMa, aHOMaJIu I
HysiiHa, nucria3us 1McKa) N0JIKHbl peKOMEHI0BaTh He(po-
Jlornyeckoe obcieoBaHue 111 UCKJIIOUYEHU S TUTONIa3uy Uin
NPYTHUX CTPYKTYPHBIX aHOMaJIWii TTouexk [6, 10].

Kinununyeckas rereporeHHocTh BI'TI mposiBiisieTcs He TOIbKO
B BapuabesIbHOCTH MTOYEUHbIX CUMIITOMOB 1 Bo3pacTa MaHube-
CTalMU, HO U B CTIEKTPE BO3MOXHBIX BHEMOUYEUHBIX MPOSIBACHU I
[2]. OdbTanbmosiornyeckue HapyeHusl, 1axe Mpu OTCyTCTBUU
’KaJ100 y malMeHTa, MOTYT ObITh 3HAUMMBbI JJI1 PAaHHEU nua-
THOCTMKH CUHAPOMaIbHBIX (popM U mporHo3a |5, 6]. C nmpakTu-
YECKOU TOYKM 3pEHUsI BaXKHO YUUTHIBATh, YTO MHOTHE JieKap-
CTBEHHbIE TIpernapaThl, IPUMEHsieMble MTPU MOYEYHO! MaTOJOTUHU,
MOTYT 00J1a1aTh OTO- UJU 0D TaJTbMOTOKCUYHOCTbIO, UTO Tpe-
OyeT 0co00it HaCTOPOXKEHHOCTH [9]. ONBIT BeeHU I TALlUEHTOB
C CUHIPOMOM AJIbIIOPTA MOKa3bIBAET, YTO PAHHEE BbISIBIIEHUE
IJIa3HBIX CUMIITOMOB MTO3BOJISIET YIYUIIUTh BU3YalbHbIE UCXObI
[20, 22, 23].
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OrpaHuyeHueM TaHHOro 00630pa SIBSIETCS OTCYTCTBUE KPYTI-
HBIX IPOCTIEKTUBHBIX UCCIIENOBAHUI, HATIPSIMYIO OLIEHUBAIOLIUX
YacTOTY U CIIEKTD IVIA3HBIX POSBICHUI Y KOTOPTHI ALlUEHTOB
¢ BepudUUMPOBAHHON M30JIMPOBAHHON rUIIONJIa31el Movyek.
BonbmmHCTBO MMEIOIIMXCSI JAHHBIX MTOJYYeHbl U3 ONTUCAHU A
CUHAPOMAJIbHBIX CJy4aeB, YTO HE MO3BOJISIET SKCTPAIOJUPOBATH
X Ha BCIO MOMYJISLUIO.

BI'I1 xapakTepusyeTcst BEIpaxkeHHOU KJIMHUUECKOM TeTe-
POreHHOCThIO, KOTOpas IPOSBJsIETCs BapuabelbHOCThHIO
BO3pacTa IMarHOCTUKU, TSAKECTH TEUYEHU S M YaCTOTHI COMYT-
CTBYIOIIMX ITIOPOKOB pa3BuTusi. Mmerolnecs nanHble yoeau-
TEeJIbHO NEMOHCTPUPYIOT, YTO TUIIOILIA3HUST TOYEK MOXKET BXO-
IWUTh B CTPYKTYPY pSAla FeHETUYECKHUX CUHIPOMOB C Y€TKUMU
odranbMoaOornyecKuMu GeHOTUMNaMHU, BKJII0UYast KOJIOOOMY,
aHomanuio JyasiiHa, TUCIIa3uio IUCKa 3pUTEILHOTO HepBa
u apyrue. OQHaKO BOIIPOC O YaCTOTE U CIIEKTPE IIa3HBIX IIPO-
SIBJICHU I TIPU M30JMPOBAHHON (HECUHAPOMAaJIbHOI) TUIIO-
[1JIa3U U [I0YEK OCTAETCS OTKPBITHIM U TPEOYeT maibHEM X
HcclienoBaHuii. BkioyeHue ohTaibMOIOrMYeCKOro CKpUHMHTa
B IIPOTOKOJI 00CIeIOBaAHUS AeTei C BPOXKIACHHBIMU aHOMa-
JUSIMHU TIOYEK MPEACTaBISIETCSI 000CHOBAHHBIM IJISI pAHHEr 0
BBISIBJICHU I TTOTEHIIMAJIbHO 3HAYMMBIX HapyILIeHU I 3peHU ST
M ONITUMHU3ALNAY MEXIUCIUIIINHAPHOTO BEAEHU S TAKMX [Tl K-
€HTOB.

BAaropapHOCTH: aBTOp BblpaXaeT 6AaropAapHOCTb HayUYHOMY PYKOBOAM-
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