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PE3IOME

AymouMMyHHbIU NOUSHOOKPUHHBIU cuHOpom muna 1 (AlIC muna 1) — 3a6osne-
8aHuUe, Xapakmepusyoujeecs pa3Ho00PazHbIMU KIUHUYECKUMU NPOs8/IeHUsMU,
803HUKAIOWUMU 8 pe3ysibmdame 808J1e4eHUs 8 NamoJio2udeckuti npoyecc MHOXe-
€Mea 3HOOKPUHHbIX U He3HOOKPUHHbIX opeaHos. ATTC muna 1 sensemcs peokum
2eHemuy4ecKu 06yc/108/1eHHbIM 360/1€8AHUEM C dyMOCOMHO-peyeccusHbiM NYméem
HacnedosaHusA. Mymayuu 8 2eHe aymoumMmyHH020 pezyniasmopa (AIRE) npugoosam
K HapyWeHUIo MexXaHu3mMa HopMasibHOU SKCnpeccuu aHMuU2eHO8 U 8B03HUKHOBEHUIO
NamoJso2uyeckux KJI0H08 UMMYHHbIX KJIEMOK U MO2ym 8b138dMb pd3gumue aymo-
UMMYHHO20 NOPAXXeHUs pas/iIudHbIx opeaHos. B pamkax AMIC muna 1 Haubonee
pacnpoCMpaHéHHbIMU HapyWeHUsMU A8J1A0MCs Nep8uYHAs Ha0NoYe4YHUKOB8As
HeAoCMAamoyHOCMb, 2uNONAPAMUPEO03, XpOHUYeCcKUl KAHOUO003. OOHUMU U3 He0o-
CMAmOoYHO U3yYeHHbIX K/TUHUYecKux nposgneHuti AlIC muna 1 a81s10mcs aymoum-
MYHHble NnamoJio2u4ecKue NPOYeCCsl 8 2/1a3ax: KepamoKOHBIOHKMUBUM, CUHOPOM
CyX020 2/1a3a, UpudoyUKIUM, PeMUHONAMUs, 0MCJ/I0eHUe cemyamku U ampogus
3pumesibHO20 Hepsd. B 0630pe npedcmassieHbl HaKoNneHHbIE SKCNepuMeHMab-
Hble U KJIUHUYecKue OaHHble 0 pa3sumuu NOpaxeHUs 2/1a3 aymouMmyHHOU Npu-
poodsi npu ATIC muna 1, a makxe 1a60pamopHsle U UHCMPYMeHMAsbHbie Memoobi,
npumeHsieMble 0719 0UAzZHOCMUKU 3a60/1e8aHUs. VI3MeHeHUs coO CMOpOHbl 0p2aHO8
3peHus 8 COYemMaHuU € KITUHUYeCKUMU NpOsA8/IeHUAMU 2unonapamupeosd, Haono-
YeYHUKOBOU HEAOCMAmMoYHOCMbIO U KAHOUOO30M OOJIXKHbI 3dCmasume 8payd-
KJIUHUYUCmMa npednosioxums y nayueHma Hanuvue AlIC muna 1 u 8cecmopoHHe
06cs1edo8ame e20. C8oe8peMeHHOe 2eHemu4YecKoe KOHCY1IbmuposaHue N0380/1um
Ha paHHUX 3manax 8bis8/71ime 0aHHOE 3a60/1e8aHuUe, CBOE8PeMeHHO Ha3Ha4YUMb
Heobxo0umoe sieueHuUe U Npedomapamume MAXEsble 0C/TOKHEHUS.

Knroyesole cnoea: aymoummyHHbIl NOTUIHOOKPUHHBIU cuHOpom muna 1 (Al1C-1),
Haono4Ye4HUK08AA HEOOCMAMOYHOCMb, 2UNONAPAMUPEO3, KEPAMOKOHBIOHKMU-
sum, breghapum, nUMbasIbHbIe CMBOJI08bIE K/TeMKU, KAMApakma, Mymayuu 2eHa
AIRE
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ABSTRACT

Autoimmune polyendocrine syndrome type 1 (APS type 1) is a disease characterized
by a variety of clinical manifestations resulting from the involvement of multiple
endocrine and non-endocrine organs in the pathological process. APS type 1isarare
genetically determined disease with autosomal recessive inheritance. Mutations
in the autoimmune regulator gene (AIRE) lead to a disruption of the mechanism
ofnormal antigen expression and the formation of abnormal clones ofimmune cells,
and can cause autoimmune damage to organs. Within APS type 1, the most com-
mon disorders are primary adrenal insufficiency, hypoparathyroidism, and chronic
candidiasis. Some understudied clinical manifestations of APS type 1 are autoim-
mune pathological processes in the eye: keratoconjunctivitis, dry eye syndrome,
iridocyclitis, retinopathy, retinal detachment, and optic atrophy. This review presents
the accumulated experimental and clinical data on the development of eye damage
of autoimmune nature in APS type 1, as well as the laboratory and instrumental
methods used for diagnosing the disease. Changes in the visual organs in combi-
nation with clinical manifestations of hypoparathyroidism, adrenal insufficiency
and candidiasis should lead the clinical doctor to suspect the presence of APS type 1
and to examine the patient comprehensively. Timely genetic counselling will allow
early identification of the disease, timely prescription of appropriate treatment
and prevention of severe complications.

Key words: autoimmune polyendocrine syndrome type 1, adrenal insufficiency,
hypoparathyroidism, keratoconjunctivitis, blepharitis, limbal stem cells, cataracts,
mutations, AIRE gene mutations
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AyTOMMMYHHbBIV NOAUTAAHAYAAPHbBIA CUHAPOM TrMa 1
(AMNC Tvna 1) — KNMHUYECKN BapunabenbHoe 3abosieBaHe,
nposABnALIeecs ayTOUMMYHHbIM MOPaXeHneM SHOOKPWH-
HbIX (MapaLLMTOBUAHbBIE Xefe3bl, HaAMOYeYHVKN, LINTOBMA-
Has »ene3a, roHaAdbl, r’MNopu3s) N HESHJOKPUHHbIX OPraHOB
(Ko»a, neyeHb, MOYKK, NErkne, rnasa, Kuweynuk) [1, 2]. AMNC
Tmna 1, 4acTo Ha3biBaemMbll ayTOMMMYHHOW MNOAN3HAOKPU-
HoMaTnen-KaHANA030M-3KTOAEepPMaibHON anctpoduen,
npeacTaBnseT cobo MOHOreHHOEe 3abosieBaHMe C ayTo-
COMHO-peLecCnBHbIM HaciegoBaHuem [3, 4].

ATIC Tna 1 reHeTUYEeCKN [EeTEePMUHNPOBAH 1 00Y-
CNOB/EH MyTaLUAMN B reHe «ayTOUMMYHHOTO perynatopa»
(AIRE), pacrnono»eHHbIM B 0651acT XpoMocombl 21 g22.3
[3, 5]. AIRE nrpaeT peluaioLwyto posnb B perynaumm Heyno-
pAOOYEHHON SKCnpeccnn reHoB B Tumyce. AIRE npnsoguT
B [leNCTBME IKTOMNYECKYIO SKCNPECCMI0 FTeHOB, KOTOopble
KOAMPYIT GepMEHTbI, TOPMOHBI, pPeLenTopbl, CTPYKTYpP-
Hble 6eNKU 1 Apyrie MoseKysbl, CUHTE3UPYIOLLMECH B pa3-
JINYHBIX TKaHAX opraHu3smMa [6-9]. x npeacraBneHne tu-
MOUMTaM Bbi3blBaeT anonTo3 1 fiefiel o CaMopeakTUBHbIX
KNOHOB, YTO NpefoTBpallaeT Kak pacnpocTpaHeHne no-
cnepHux B Buae 3penbix T-numpountos, Tak u GopmmpoBa-
HUe ayTOMMMYHHbIX npoLeccos B opraHusme [10-13]. Ta-
KOe YHUMKaJlbHOe NpefAcCTaB/ieHNe aHTUreHa cnocobCcTByeT
oTpuLaTENbHOMY OTOOPY AYTOPEAKTUBHbBIX NMMMOOLMTOB,
a TakXKe CaMOTONIePAHTHOCTK, T. €. HEBO3MOXHOCTM aTaKo-
BaTb COOCTBEHHbIE TKaHM opraHu3ma. Ho, ecnv kakne-nu-
60 aHTUreHbl He MOTYT ObITb SKCMPECCMPOBaHbI B TUMYCE,
npoLiecc oTbopa TaKNxX ayTOPeaKTMBHbIX T-KIEeTOUHbIX KJ0-
HOB OyZieT «C/ienbiM», U OHU MOTYT N36eXaTb HeraTMBHOM
cenekumm. Takum obpasom, myTauuu reHa AIRE moryT npu-
BEeCTU K Pa3BUTUIO ayTOMMMYHHOTO My/IbTUMOPaXeHNA SH-
JOKPVHHbBIX M HESHAOKPUHHbIX opraHos — AlNC tuna 1 [14].
HepaBHme nccnegoBaHua nokasanu, uto AIRE koHTponu-
pYeT IMMYHHYI0 TONIePaHTHOCTb TakXe C MOMOLLbIO AOMOSI-
HUTENbHOIO MeXaHN3Ma — UHAYKUUN YHUKaNbHOW NONyns-
uuun FOXP3-no3uTtunBHbIX T-perynaTopHbIX KNEeTOK B TUMY-
ce, KoTopble 06/1aaloT CMOCOOHOCTbIO NMOAABNEHMS ayTO-
peakTUBHbIX KneTok [15].

O6uwas pacnpoctpaHéHHocTb AMNC Tuna 1 — meHee 10
Ha 1 MJTH HaceneHus, HO 6oee BbICOKAsA PacnpOCTPaHEH-
HOCTb PerncTpupyeTca cpefm NCTOpUYeCcKn N30anpoBaH-
HbIX FPYNMN HAaceNeHNA, TaKMX Kak paHcKre espen (1/9000),
capavHubl (1/14 000), duHHBI (1/25 000), HUXKe — y HOPBEX-
ueB (1/80 000) n nonakos (1/129 000), n oueHb mano B Boc-
TOuHOM A3unn [16, 17, 18].

K HacTosAwemy BpemeHn onncaHo 6onee 140 pasnnu-
HbIX MyTauuii [19]. Hanbonee pacnpocTpaHEHHON ABNAET-
€A TaK Ha3blBaeMasa Ma)kopHas puHcKasa mytaumsa (p.R257X).
OHa pacnpocTpaHeHa y xutenen GuunaHgum, Poccum v Boc-
TouHoM EBponbi [20, 21]. B HefaBHO onybnMKoBaHHOM MTa-
NbAHCKOM NCccneaoBaHnm y naumeHTos myTtauma AIRER139X
6bla obHapyxeHa B 21,3 % NpOoTeCTMPOBAHHbIX asfesnei,
R257X -8B 11,8 %, W78R - B 11,4 %, C322fsX372 — B 8,8 %,
T16M -B6,2 %, R203X-B4 % n A21V - B 2,9 %. MeHee ya-
CTble MyTaummn npucyTcrsoBanu B 12,9 % cnyvaes, oyeHb
penko - B 9,6 %, mytauumn otcytcteoBanu B 11 % criyuaes
[22]; cpean BeHeLMAHCKUX GONbHbIX 66 % ObINW roMo3u-
roTHbl o R257X nnu coctaBHou retepo3unrotHon no 1094-
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1106del13 [23]. iMMyHOMIOrMYeCKN OTANYUTENbHON Yep-
Ton AMNC Tuna 1 ABNAIOTCA ayTOAHTMTENA B BbICOKOM TUTpe
NPOTUB GOJIbLIOIO KOMMYECTBa TKaHeCcneundryecknx aH-
TUTEHOB U LIUTOKMHOB [24], 0COOEHHYI0 3HAUNMOCTb 1Me-
0T HeMTpanu3ylLMe ayToaHTUTeNa NPOTUB UHTepdepo-
HOB; laHHbIE AaHTUTEa ObINM NPeIoXKeHbl B KauecTBe UyB-
CTBUTENbHOrO AiAarHOCTMYeCKoro nHctpymenta AlNCtmna 1
13-3a paHHero NnoABeHWA 1 BbICOKo cneunduryHoctu. An-
arHo3 AMC tina 1 noaTBepXaaeTca nyTém obHapyx eHus
QHTUTEN NPOTUB MHTepdepoHa-omera unu nHTepdepoHa-
anbda unm NyTém BbiABIeHNA MyTaunii B reHe AIRE [25-30].

OcHoBHbIMM KomnoHeHTamu AlC Tvna 1 gnAa yctaHoB-
NeHNA KNMHNYECKOro AnarHo3a ABNATCA NAMONaTUYeCcKni
rMnonapaTupeos 1 ayTonmyHHas HagNoUYeYHNKOBasA Hefo-
cTaTouyHOCTb [21, 31, 32]. 3aboneBaHue, Kak NPaBWIO, NPO-
ABNAETCA B NepBYI0 Aekagy *un3Hu. MNepsbi npmnsHak AlC
Tuna 1 B 6ONbLNHCTBE CIyYaeB — XPOHUYECKNI KaHANA03
KOXW 1 CIU3KCTbIX 06010ueK (Yalle B Bo3pacTe Ao ABYX
neT), BCNieq 3a KOTOPbIM pa3BUBaeTCA rmnonapaTnpeos
(yawe oo 7-9 neT) 1 NepBMYHAA HaANOYEYHKOBasA Helo-
ctatouHocTb (HH) (vawe go 12 net) [33]. AyTOMMMYHHbIN re-
He3 HH ABnAeTCcA caMbiM pacnpoCTPaHEHHbIM 3TUOIOrnYe-
CKUM paKTOpOM, Ha JONto KoToporo npuxoantca 85-90 %
OT 0bLero uncna cydaes nepsryHorn HH B pa3BuTbix cTpa-
Hax [34]. BaHO MOMHWTb, YTO ayTOMMMYyHHasA HH moxeT aB-
NATbCA COCTABHOW YaCTblo ayTOUMMYHHbIX MOAUIAAHZYNAp-
HbIX cMHAPOMOB (AlC), KOTopble BKMOYAOT B Ce0S U ApY-
rme ayTouMMyHHble 3ab6oneBaHusa [35].

CrepovgoreHes, NpoTeKawoLWmin B KOpe HagnovyeyHu-
KOB, NpeACTaBsieT cob0l CIOXKHbIN KacKa peakuuii ¢ yya-
CTYieM MHOXeCTBa peLenTopoB U pepMeHTOB, HOpMasibHas
paboTa KOTOPbIX KOAVPYETCA Pa3NyYHbIMM reHamu. B cepe-
avHe 1980-x rogoB Obinu aeHTUGUUMPOBaHbI reHbl CYP,
kogupytowme pepMeHTbl KOpbl HAAMOYEYHUKOB 1 OTHOCA-
Wwmeca K ceMencTBy uutoxpom P450 [36]. Bckope dpepmeHT
21-rupgpokcnnasa, Kotopyto kogupyet CYP21, 6bin ngeHTun-
durLMpOBaHa Kak OCHOBHasA MULLEHb-ayTOAHTUIEH AJ1A CNo-
pagnyeckon AHH unn ceasanHom ¢ AlNC tuna 2. B nocne-
aylowmx paboTtax o6HapyxeHa cBasb ¢ CYP17 (kopupyeT
depmeHT 17a-rngpokcmnasy), CYP21 (kogupyeTt dpepmeHT
21-rupgpokcunasy) n CYPscc (depmeHT pacuienneHms 6o-
KOBOW Lienu xonectepurHa) y nauymeHTtos ¢ AMNC tuna 1 [37].

HH nmeeT MHOronnkocTb 1 HecneunPUUHOCTb CUMMTO-
MOB: apTepuasnibHaa rMNoTeH3nA, CONPoBOX4aeMas roso-
BOKPYXEHUEM, CHVXeHMe Macchbl Tena, cnabocTb, ycunu-
BalOLWWAACA K Beyepy, rmneprnmnurMeHTaumnsa KOXHbIX MOKpPO-
BOB, »KeJTyJOUHO-KILLIEYHbIE PACCTPOWCTBA — TOLWWHOTA, 60/b
B XKMBOTE HEACHOW NIOKanm3auum, TAra K CONEHON nuue.
CYIMNTOMOKOMIM/IEKC OMMCAHHbIX MPOABNEHNI TpebyeT na-
60paTOPHOro NOATBEPKAEHUS NN NCKMtoueHns HH [38].

[narHo3 nepsBuyHon HH TpagnLMOHHO OCHOBbIBAETCA
Ha onpeaeneHnn HU3KOM yTPeHHeN KOHLUEeHTpaumnm KopTu-
302 B CbIBOPOTKE WK Maa3mMe 1 NOATBEPKAAeTCA HU3KUM
YPOBHEM CTUMYNIMPOBAHHOIO KOPTUKOTPOMMUHOM KOPTU-
3ona. Ecnn npoBepeHme Tecta co cTumynAumnen KOPTUKO-
TPOMMHOM HEBO3MO>KHO, NpedJiaraeTca NCNob30BaThb No-
KasaTtenib yTpeHHero kopTtusona < 140 Hmonb/n B coyeTa-
HUK C YPOBHEM afPEHOKOPTUKOTPOMNHOro ropmoHa (AKTT),
U NpeBbIWALWKM 2-KPaTHbIN BEPXHUI nNpeaen pede-



pPeHTHOro nHTepsana unu Bbiwe 300 Hr/n (66 nmonb/n),
uTo 0becneurBaeT MaKCUMaJIbHYIO CTUMYMISLMIO CUHTE3a
rNIOKOKOPTUKONAO0B. HN3KNN YPOBEHb HAaTPUA Nia3mbl pe-
ructpupyetca B 90-100 % cnyyaes y naLMeHTOB C NepBuY-
Houn HH He3aBMCMMO OT CTeneHn BbipaXKeHHOCTK, MOBbILle-
HVe Kanus GrKCMpYeTCA TONbKO Y TPETU O0JIbHbIX, MO3TOMY
o060 NALNEHT C HU3KMM YPOBHEM HaTpuA MIa3mbl 4JiA UC-
KnoueHna HH HyxpaeTca B foobcieoBaHNM YTPEHHETO
kopTtusona n AKTI. AytonmmyHHbI reHe3 HH noateepx-
0aoT no3uTrBHble aHTUTeNa K CYP21A2 [38, 39].
AyTOVMMMYHHbIV FeHe3 rmnonapaTpeosa o0ycnoBeH
VMMYHOOMOCPeAOBaHHbIM pa3pyLleHneM KneToK OKOMo-
LNTOBUAHbBIX XKeNé3. AYyTOMMMYHHbIV rMnonapaTupeos mo-
XeT 6bITb M30/IMPOBaHHbIM 3ab0JIeBaHNEM, O HAKO 3Ha-
UNTENbHO Yalle BCTpeyaeTCcAa B pamKkax HacneACTBEHHOro
ATC tuna 1 [40]. Bonpoc o ponu cneunduyecknx aHture-
HOB B Pa3BUTUN ayTOMMMYHHOIO MNOPa*KeHNA OKONOLNTO-
BUIHbIX Xe/E3 OCTAETCS OTKPbITbIM U TPeOyeT fAanibHenLwero
n3yyeHns. OCHOBHbIe KIMHNYeCKne NpoABAeHNA rmnonapa-
THpeo3a NPOABAAIOTCA B BUAE NapecTe3nil BEPXHUX N HXK-
HUX KOHEUYHOCTeN, GUOPUNNAPHBIMY MbILLEYHBIMU NOAEP-
rMBaHUAMMU, CYyLOPOramu, BIIOTb O TOHNYECKMX, TAPUHTO-
1 6POHXOCMA3MOM 1 0OYCNIABNNBAOTCA TMINOKasbLEMUEN
nrunepdochatemment, NPUBOZALLMMN K YBESIMYEHUNIO HEPB-
HO-MbILLEYHOW BO30YAMMOCTM 11 OOLLEN BEFETAaTVBHOW peak-
TMBHOCTU. CTENeHb X KIMHNYECKON BbIPaXKeHHOCTU 3aBU-
CUT OT YPOBHA KabLMA 1 TAXKECTU rnoKanbumemum. Anu-
TeNnbHaA rMnoKanbumemMmma MoXKeT NPUBeCT! K Pa3BUTUIO
KaTapakTbl, fedeKTaM 3Manm 3y60B, CyXOCTU KOXM, JIOM-
KOCTU HOrTel. [JoCTaTOYHO GbICTPO Pa3BMBAOTCA M3MEHe-
HUA NCUXNKM, TPOABAAIOLLMECA HEBPO3OM, CHUXEHVEM Na-
MATU, 6eCCOHHMLEN, Aenpeccuert [41]. XpoHunuecKas runo-
KanbLMemMma NeXNT B OCHOBE KanbUnduKaLmm MArknx Tka-
Hel, UTo, BEPOSITHEE BCErO, MOXKET ObITh CJIefICTBUEM YCUE-
HUA peabcopbumm dochopa B MPOKCUMMASIbHBIX MOUYEYHbIX
KaHanbLax 1 XpoHuyeckon runeppocdparemmun. Hanbonee
TUNUYHAaA NIoKanmM3auma KanbumdurKaumm — rofoBHON MO3r
1 NoYKM (HedpokanbLMHO3). B page cnyyaeB oTMeyaeTcsa aK-
TOMMYECKOe OTNOXKEHNE KanbLnA B XPALLEBYIO TKaHb, rN1asa,
KO>KY, COCYAibl U fpyrie OpraHbl U cucTembl. JTabopaTopHbI-
MU NoKa3aTensamMu, MOATBEPKAAIOLMMM AMArHO3 rmnonapa-
TMPEeO03a, ABNAITCA rMnoKanbunemus, runepdocharemus,
CHUXKEHMe YPOBHA napaTtupeoungHoro ropmoHa (MTT) B cbi-
BOpOTKe KpoBu [40, 42, 43]. OTcyTCTBME UK HeonpaBaaH-
HO HM3KKI ypoBeHb [TTT Ha doHe rnnokanbunemmmn ABnA-
eTCA AMarHOCTYeCKM KpuTeprem runonapatpeosa [44].
K apyrum npossneHuam AlNC Tuna 1 OTHOCAT Kpanus-
HULY, UMMYHOOMNOCPEeAOBaHHbIE XeyAoYHO-KMLIeYHble 3a-
6oneBaHuA (Manbabcopbuus, arnapes, ayTOMMMYHHbIV ra-
CTPWT 1 NEPHULMO3HAA aHEMMSA), TUMOMIa3nIo 3Manu, Tyoy-
NOVIHTEPCTULMANbHbIA HeGPUT, anoneyuio, BUTUANIO, Nep-
BMYHYIO HEJOCTAaTOYHOCTb ANYHUKOB, CaxapHbli Anabet
1-ro TMna, rMNOTMpPEO3, N’MNepTUPEeOs, rMNeproHagoTpon-
HbI TMNOroHaAN3M, rnnodr3apHyO He[OCTaTOYHOCTb, MO-
pakeHue rna3 [45, 46]. C 3aboneBaHMeM CBA3bIBAOT 6osee
20 pa3nnyHbIX KIMHUYECKNX NPOABEHNI; TaKasa BblCOKas
BaprabenbHOCTb leNlaeT TeueHne 6one3HN HenpeacKasye-
MbIM [47]. OdTanbmonorunueckue npoasneHma AlNC tuna 1
BK/TIOYAIOT KEPaTOKOHbBIOHKTUBUT, CUHAPOM CyXOro rnasa,
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VNPUAOLUMKIINT, KaTapaKTy, OTC/IOEHME CEeTYATKM 1 aTpodurio
3pUTEeNbHOro HepBa [48, 49].

KepaTtonaTtus 6bina cBa3aHa ¢ AMC Tuna 1 ¢ MOMeHTa
€€ NepBOHaYasIbHOro OMNMCAHWA N CYUTALTCA BaXKHbIM Mpu-
3HaKoM cuHapoma. Bnepsblie 1929r. E. Thorpe n H. Handley
onucanu cnyyai 3aboneBaHus 4-neTHen AEBOYKUN C XPO-
HWYECKOWN TeTaHnen N XPOHNYECKOWN TPYQHOM3NEUYMMON
rPUOKOBOW MHbEKLMEN NONOCTU pTa. ABTOPbI TaKXKe onu-
canu «HebosbLIOe MOMYTHEHMNE 06X POrOBUL, YTO MO3-
e NprBeNo K «GONbLIMM U3bA3BAEHUSM PoroBuLbl» [50].
B 1962 r. J. Gass onybnunkoBasn nepeblii 0OWNPHbBIA 0630p
KepaTOKOHbIOHKTUBUTA, cBA3aHHOro ¢ AMC tuna 1. OH co-
06U, UTO KEPATOKOHBIOHKTUBUT BCTpeyaeTcs y 50 % na-
LIMEeHTOB 1 YacTo ABNAETCA OfHMM M3 CaMblX PaHHUX NPO-
ABEHNN CUHAPOMA, M NpeAcTaBu cnegytollee onvcaHme —
«nepudepuueckre 75 % porosuubl Obiaiv MyTHbIMU 1 CUJTb-
HO BaCKynsapr3npoBaHbl. B cpegHelt nepudepryeckon 3oHe
NPUCYTCTBOBANO HECKOJIbKO HeMpaBWiIbHbIX, Cerka npuv-
NOAHATBIX, CIMBHbIX CEPOBATbHIX Y3/10BaTbIX MOMYTHEHWIA PO-
roBuLbl. HNXHAA YacTb POroBULbl OCTaBanacb NHTAKTHON»
[51]. R.D. Wagman et al. B 1987 r. onncanu camoorpaHunyu-
BaIOLWMNCA ABYCTOPOHHUIN KepaTuT y YeTblpéx 13 16 na-
umneHToB ¢ AMNC Tna 1. Bo3pacT nebiota coctaBun ot 2 Ao
9 net. Y 2 n3 4 nauneHToOB KepaTUT npeaLwecTBoBas pas-
BUTWIO M0G0 SHAOKPUHOMNATV. ABTOPbI MPELNONOXUIN,
UTO NMPUYMHON KEPATUTA MOXET OblTb HapyLLEHMWe Cynpec-
copHom GyHKUMK T-NMPOLINTOB, a HE peaKkUna rmnepyys-
cTBuTenbHoCTU K Candida. OiHako nabopaTopHble Uccre-
[JOBaHNA TOFO BPEMEHM He MOoKa3ann ayTOMMMYHHOM 3Tu-
onoruu KkepatuTa [52].

B 2000 r. L. Merenmies n A. Tarkkanen ony6nvkoBanu
pe3ynbTaTbl ANUTENbHOIO U KPYMHOMO ANA peAKon NaTono-
rn HabnoaeHNa ANUTeNbHOCTbIO OT 2 Ao 25 neTt 69 nayu-
eHToB c AMNC T1na 1. MaureHTbl 6bLIV OCMOTPEHDI B OdpTasib-
MOJTOTMYECKON KIMHIKKE YHBepCcHTeTa XeNTbCUHKM B O6LL el
cnoxHocTun 370 pas, y 25 % naymeHToB 6bi1 AUArHOCTUPO-
BaH XPOHNYECKNI ABYCTOPOHHUI KepaTuUT C CUMATOMamu
CUJIbHOW CBeTO60A3HM, bnedapocnasma u CJie30TeueHNs.
Y 13 nauyneHTOB NepBble CUMMNTOMbI NOABUANCH B BO3pacC-
Te 10 4 neT. Kepatut 6bii NepBbIM NPU3HAKOM, yKa3blBato-
LM Ha HaJIMYmMe CUCTEMHbIX 3a0051eBaHNI y TPEX NaLMeH-
TOB, 1 Yy BCEX MALMEHTOB KEPATUT OblT OJHUM 13 MEPBbIX
Tpéx npoasneHun AMC Tnna 1; onrcaHa KnMHnYecKas Kap-
TUHA OT OCTPOI 4O XPOHMYECKOM PyOLIOBOI CTagmu; fydLlas
CKOPPEKTMPOBaHHAA OCTPOTA 3PEHNA B KOHLIE HabntoaeHns
TOMbKO Y LWeCTV nauyeHToB 6bina 0,6 1 Bbiwe; y 12 13 69 na-
LIMEeHTOB Habofanocb NOMyTHEHME XPyCTanmKa Kak npo-
ABleHMe rnonapaTtmpeo3a. ABTOPbl NPULWAN K BbIBOAY,
YTO XPOHMYECKUI ABYCTOPOHHUI KepaTuT ABAAETCA Npo-
asneHvem AlNC Tnna 1. OHn pekomeHoBany odTanbMONo-
ram npv AMarHOCTMKe ABYCTOPOHHEro XPOHNYECKOro Kepa-
TUTa C CUMMNTOMaMM MHTEHCUBHOV CBETOOOSA3HM, briedapo-
crnasma, cfie3oTeyeHma B CoueTaHnn C KaHANA030M Cn3un-
CTOW KOXM IGO0 C rMnonapaTipeo30M HanpaBiATb Takoro
nauveHTa Ha KOHCYNbTaUMio SHAOKPUHOSOrA ANA NCKI0-
yeHua AINC Tuna 1 [48].

M. Shah et al. npeagnonoxunun, 4yto KepaTonaTus, CBs-
3aHHaA ¢ AlNC tnna 1, ABNAeTCA BTOPUYHOW MO OTHOLIe-
HUIO K fedrLmTy NMMOanbHbIX CTBOSOBbIX KneTok [49]. Mo-



BEPXHOCTHasA HEOBACKYNAPU3aLMsA IMMOa YacTo HAYMHAET-
Cs CBEPXY M B UTOTe 3aTparvBaeT BeCb IMMO 1 pacnpocTpa-
HAETCA No LueHTpy c yTepen nanucag Oorta. Peructpmpyet-
ca anodysHoe cybanuTenmnanbHoe pybLeBaHmne, KOTOpoe
B pAfe C/yyaeB HaMOMUHAET CyOanuTenvanbHble y3en-
Ku. LleHTpanbHasa nnv napaueHTpanbHasa porosurLa MoXeT
0OCTaBaTbCA MPO3PAYHON B TEYEHNE MHOT X JIET, HO CO Bpe-
MEHEM 1 3Ta 06/1aCTb TaKXKe CTAHOBUTCA BACKY/ISIPU30BaH-
HOW C pa3BUTVIEM CYO3INUTENMANIBHOTO Py6OLIEBaHA. ABTOPDI
OTMeYanu No3aHee okpaLumBaHme GyopecLienHoOM, YTo Xa-
pakTepHo Ana geduumnTa CTBONOBbIX KNETOK [49]. YcTaHOB-
NeHnio AnarHo3a aeduunTta NMMO6anbHbIX CTBOIOBbIX Kile-
TOK B 3HAUUTENIbHOWN CTENEHN NOMOraeT XapaKTep OKpa-
LWBaHMNA GIOOPECLIENHOM SNUTENNA KOHBIOHKTUBBI. B KO-
6anbTOBO-CMHEM CBeTe ¢GyiyopecLienH Nno3BonseT obHapy-
XKUTb KaK Hanmume aHOMaslbHbIX SNMUTENMANbHBIX KNETOK,
TaK 1 XapaKTep nx pacnpegeneHusa. B otnuune ot gedek-
TOB 3NUTENUA, KOTOPble HEMEeAJIEHHO OKpaLurBatoTca ny-
opecuenHom, Kpacutenb andoyHANPYET B NapakieTouHoe
NPOCTPAHCTBO KOHbIOHKTUBM3MPOBAHHOWN MOBEPXHOCTH,
1 aHOMaJIbHOE 3aMefNIEHHOE OKpalluvBaHuWe HabnoaaeTcs
yepes 10 nnm 6onee MUHYT NOCIE MHCTURASALUN driyopec-
LevHa npu geduumTe NMM6anbHbIX CTBOMTOBbIX KIETOK [53,
54]. DedpnunT nMMb6anbHbIX CTBOJIOBbIX KNIETOK NpeacTaB-
naet cobori 3aboneBaHne NOBEPXHOCTY 1333, BbI3BaHHOE
yMeHbLUeHreM NoNynaunmn n/mnn GyHKLMM anuTenmnanb-
HbIX CTBOJIOBbIX KNETOK/KNETOK-NpeLLIeCTBEHHUKOB POro-
BULbl, YTO MPVBOAUT K HECMOCOOHOCTY NMOAAEPXKMBaTb HOP-
MaJibHbI/l FOMEOCTa3 ANUTENA POroBuULibl. 3a601eBaHME Xa-
paKTepusyeTca KOHbIOHKTMBaNM3aUumen (T. e. 3amelleHnem
HOPMaJIbHOrO SNUTENVA POrOBULbI SMUTENINEM KOHBIOHKTU-
Bbl) /U APYrMMU NpU3HaKkaMuy SNUTennanbHoOm ANChyHK-
LK, TaKMMK Kak CTOMKME Ui NOBTOPAOLWMECA SNuUTenu-
anbHble fedeKTbl C peBackynapusaumen nim 6e3 Heé, Boc-
nasieHVvie rina3Ho MOBepPXHOCTY 1 pybLieBaHUe. YacTble no-
CNencTBUA — yxyaweHune 3peHnsa 1 guckomdopT, BegyLyme
K CHUPKEHMIO KayecTBa XM3HW, CBA3AHHOIO C COCTOSAHMEM
300p0oBbs. [lepnumnT numMbanbHbIX CTBOMOBbIX KNETOK MO-
XKeT NPoABAATLCA OTAENbHO UK ObiTb CBA3AH C aHOMaNu-
AMU [PYTrX KOMMOHEHTOB I1a3HOM NOBEPXHOCTU, MPeXae
BCEro KOHbIOHKTMBbI. B KauecTBe NoTeHUManbHOro neve-
HUA NauuneHToB ¢ KepatonaTtuert AMNC Tmna 1 obcyxpaercs
TpaHCMaHTaLMsA CTBOJIOBbIX KIIETOK KEPaTONMMb6aibHOro
annoTtpaHcnnaHTaTta [55]. B 2019 r. 6b11 ony6nvkoBaH KOH-
ceHcyc «Global consensus on the definition, classification,
diagnosis and staging of limbal stem cell deficiency», 06b-
eVHAIOWNIA OCHOBHbIe AedrHMLMIM NO BONpoCy Aeduuu-
Ta IMMOAsbHbIX CTBOSIOBbIX KNETOK. [peAcTaBiieHHas B HEM
Knaccndurkauma 3TMONOrMYEeCKUX NPUUYNH HE[OCTAaTOUYHO-
CTV IMMOAJIbHBIX CTBOJIOBbIX KJIETOK OTAENIbHbIM MYyHKTOM
BK/TIOYAET ayTOMMMYHHYIO NOSIMSHAOKPUHONATUIO, KaHAU-
[103, 9KTOoAepManbHyto auctpoduto nnm gucnnasumio — ANC
Tina 1 [55].

P.Y.Wu et al. npeactaBunu KnmHnyeckoe HabnoaeHne
1, BEPOATHO, BNEPBbIE ONMCanu HEMPOTPOPUUECKUI Kepa-
TMT y naumeHTKn 27 net ¢ AlC Tmna 1, KoTopbin BKoYan
rMnoTUpPeos, rmnonapaTMpeos, anoneuunio, HaanoyeyHu-
KOBYK HeJOCTaTOYHOCTb U FMNOrOHafOTPOMHbIN rMNoro-
Hagm3Mm. Y Heé B TeueHue 13 neT Habtoaanocb NopaxkeHme
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poroBuUbl B BUAE KepaTtuTa ¢ 3po3uamu. MNpu nposeaeHnn
KOH)OKaNbHOM MUKPOCKOMWY in Vivo Gbina NoaTBepKaeHa
3HaunTesIbHasA aHOMaNMA Cy66a3anbHbIX Y CTPOMasbHbIX
HepBOB POroBuLbl B 000MX Fa3ax y nauueHTku. MNnockue
SnuTenmnanbHble KNeTKN B CAMOM MOBEPXHOCTHOM CJ10€ pOo-
roBULbl UMeNN yanuHEHHY GOpMy 1 TEHAEHLMIO K NErko-
My OTC/TIOEHUIO, UTO YKa3blBasio Ha HeloCTaTouHYo aAndde-
PEHUMPOBKY SNUTENNANBHOMO c10s porosuubl. Cyb6a3anb-
HOe HEPBHOE CMNIETEHUE ObIfIO U3BUINCTBIM 1 y3/10BaTbIM;
OHO MOTEPANO NapannenbHOCTb B MPABOM a3y U1 CTano
KOPOTKMM U CErMEHTVMPOBAHHbIM B JIEBOM rna3y. B o6oux
rnasax nyyku CTPOMasibHbIX HEPBOB CTasIM OYEHb TOHKUMM
N U3BUAUCTBIMY 1 3HAYMMO OTINYANUCh OT TOJICTbIX CTPO-
MasbHbIX HEPBHbIX MYYKOB B HOPMasibHOW porosuLe. B sH-
[OTeNranbHOM CJI0€ POroBULbl 3HAYUTENbHbBIX U3MEHEH WA
He PpUKCMpPOoBanoch. B pesynbTaTte 6bIIO AVArHOCTUPOBAHO
nopakeHne PoroBuLbl, BbI3BaHHOE CYXVM I1a30M C TAXKE-
non dopmoim HenpoTpoduueckoro Kepatuta [56].

HepBbl poroBuubl MMeKT pellatkolee 3HaYeHme
OnA NogaepaHusa 300pOBbA NOBEPXHOCTU rnasa [57];
B TO K€ BPeMsA Masio UTO M3BECTHO O MeXaHM3Me eHep-
BaLWM WS CTEMEHW, B KOTOPOW U3MEHEHHAs UHHepBaL A
dYHKUMOHANbHO CBA3aHa C BOCManeHnem /iy N3MeHEH-
HoW auddepeHUNPOBKON KOPHEOTNMOANIbHOMO SNUTENUS.
MexaHun3m nospexgeHua porosuubl npm AlNC tnna 1, cBa-
3aHHOTO C HapyLleHnem TPopNUECcKoro AencTBna HePBOB
POroBULbl, JOCTAaTOYHO ybeanTenbHo nokasanu F.Y. Chen
et al. B cBOel 3KCnepumeHTanbHoM paboTe. Tak, y MblLlei
c pedmumtom reHa AIRE pa3BrBanacb CNOHTAHHAsA SK30KpU-
HonaTtuA, onocpeaoBaHHaa CD4* T-kneTkamu, U CUHAPOM
CyXOro rnasa c geduunTom Bnaru, Kotopble Obin cBA3a-
Hbl C NOTepeli HePBOB, UHHEPBUPYIOLLMX POrOBULY U CNIE3-
Hyt0 >kenesy. I3meHeHnA MHHepBaLMK 1 CeKpeLMmn CNE3HON
KNOKOCTM CONPOBOXAANNCh NOBbILEHHON NponudepaLu-
el 6a3abHbIX KNETOK 3MNUTENNA POroBuLbl, TMMOANbHbIM
paclinpeHnEM KINeTOK-NpeaLeCcTBEHHNKOB, yCUIEHMEM Ba-
CcKynapusauuy nepudpepryeckom poroBuLbl Y CHUXXEHNEM
HeBpasibHOM GYHKLMM B CIE3HON »Kene3e. Kpome Toro, 6binia
obHapy»XeHa 3HaunTeNIbHasA NOTePs CEKPETOPHbIX aLHap-
HbIX KJIETOK B CJIE3HOW »efie3e, YTo NO3BONMIIO aBTOpam
NpPeanosioXuTb, UTO aLMHapHbIe KNEeTKM ABAAIOTCA TaKKe
OCHOBHOV1 MULLEHbI0 3ab60neBaHNA. MecTHoe NprMeHeHe
odTanbMoNornyecknx cteponaos 3GpPpeKTBHO BOCCTAHO-
B0 MHHEPBALUIO POroBuLbl y Mbiwen ¢ aepuumntom AIRE,
TeM CaMbIM GYHKLIMOHaNbHO CBA3bIBaA MOTEPIO HEBPAIbHOW
bYHKLUMM C MECTHBIM BOCNAieHMEM B YCJTOBUAX CyXOro ra-
3a ¢ gedurymMTOM Bnarv. 3Tn AaHHble Aanu BaxHyo UHPop-
MaLMI0 O B3aIMOCBA3N MEXY XPOHUUYECKMM BOCNanieHneM
N HEMPOMATUYECKMU N3MEHEHUAMY NMPU ayTOUMMYHHOO-
nocpefoBaHHOM CyXoM riase [58]. Takum 06pa3om, MOXHO
npeanonaratb, YTO B reHe3e NOBPEXAEHWA POroBULbl y Na-
umneHToB ¢ ATMNC Trna 1 urpaeT 3HauYUMyI0 POfb He TOJIbKO
neduunT NMMOaNbHbIX KNETOK, HO 1 NMOBPEXKAEHNE HEPBOB,
WHHEPBUPYIOLLNX POrOBULY, Y CNIE3HbIX KeNé3 ¢ GopMnpo-
BaHMEM CyXOro rnasa.

B Poccuiickon ®epepaunn E. Opnosoii 1 coasT. 66110
npoBeaeHo 0b6csieoBaHVe 605bLION KoropTbl (112 naunex-
ToB) c AMNC T1na 1. Mo nx AgaHHbIM, MOPaXeHA a3 BKva-
JIN CYXOCTb 1133, KepaTuT, XpOHUYeCKun 6nedapunTt, noTepto



pecHWL 1 NTo3. Y AeBATU NaLMeHTOB Haboaancs npuobpe-
TEHHbIN NTO3 6€3 NPUCYTCTBUS aHTUTEN K peLienTopam aLle-
TUJIXONVIHA; TnonapaTpeo3 6bi1 ANarHOCTUPOBAH Y Lue-
CTV 13 AeBATU NauneHToB ¢ NTo3om. CpegHUIM BO3pacT ycTa-
HOBNeHuA AnarHo3a coctaBun 8 net (ot 1 go 15 net). Boipa-
»KEHHOCTb NTO3a BapbUpPOBasa, HO He TpeboBana Xnpypru-
YeCKoW KOppeKUMn H1 B OQHOM Cilyyae; CpedHuin neprnog
HabnlogeHNsA C MOMeHTa NOsIBNIEHUsI MTO3a COCTaBUN 8 NeT
(o1 3 po 31 roga). ABTOpbI NpeanonaratoT, YTo NTO3 CBA3aH
C OCHOBHbIM 3a6oneBaHuem y naymnentos AlMNC tuna 1. Mur-
MEHTHasA ANCTPObUA CEeTUATKM BbIAABNIEHA Y YETbIPEX Nauu-
eHToB [21].

PeTnHonatnn ayToMmmmyHHOro reHesa npeacraBiatoT
cob0l1 reTeporeHHyIo 1 YacTo HEJOCTAaTOUYHO AMArHOCTY-
pyemyio rpynmny AgereHepaTrBHbIX 3ab0neBaHUI ceTyaT-
K1, BbI3bIBalOLLMX NOTEPIO 3peHus. B To e Bpema oHu pe-
ructpupytotca 'y naumenTos ¢ AlC tuna 1. [TockonbKy AaH-
Hoe 3abonieBaHMe pefKoe, a PeTUHONATUA HabnogaeTcs
He y BCeX MaLMeHTOB, OTAESbHbIE HAOMIOAEHUS U cepuu
ClyyaeB NpeAcTaBaAlnT HECOMHEHHbIV MHTepeC C MO3nLnn
ONUCaHMA Kak KIIMHUYECKNX MPOABIIEHUI, TaK 1 ONTUMaNb-
HbIX METOOB ANArHOCTUKY. Tak, B 2015 . 6binn ony6mKo-
BaHbl pe3y/bTaTbl PETPOCNEKTMBHOWN CEpUY HAbMOAEHNIA
NATU MONEKYNAPHO-NOATBEPXKAEHHDbIX cnyyaes AMNCTvna 1
C rnopakeHvem rnas B Bo3pacTe ot 19 mecaues Ao 44 neT;
CcpepHUn nepviof HabnogeHua — 8 net. bbinu npoaHanu-
3MPOBaHbl UCTOPUMN OONE3HV, aHAMHE3 MOPaXXeHWA a3,
OLeHKa TeCTUPOBaHWA NONeN 3peHus, SNeKTPOPeTMHOrpam-
Mbl U pe3ynbTaTbl UCCE[0BAHNA aHTUPETUHANbHBIX aHTU-
Ten. Bo Bcex cnyuyanx Habnopanmce nepupepryeckmne nur-
MEHTHbIe U3MEHEHMA CceTyaTKy; atpodua XENTOro nNATHa
oTMeueHa B 80 % cnyuaeB. Hanbonee yactont ocobeHHo-
CTbIO NPV NPOBEAEHUM ONTUYECKOW KOrepeHTHOM TOMorpa-
¢dun B cnekTpanbHol 0651acTy ObifIO HapyLUEHUE BHELIHEN
OrpaHuyrBaLLen MeMOpaHbl U MNONOCHI ANNMNCOMAA BHY-
TPEHHEro CErMeHTa, a TaKkXKe Cy>KeHure nonen 3peHns (n=3).
DneKTpopeTHOorpaMma 6bisla aHOMasIbHON BO BCEX Clyya-
AX; HO OTHOCUTESIbHOE BOBJIeYEHNE B NaTONIOrMYeCcKuin npo-
Liecc nasioyek 1 Konbouek pasnmyanoch. Y YeTbipéx nayu-
€HTOB onpefenAnnCcb aHTUpeTHaNbHble aHTUTena. Taknum
obpaszowm, S. Bourgault et al. npuwnu K BbiBOAY, UTO fiereHe-
pauua ¢oTopeLenTopoB ABNAETCA YacTbio peHoTMna AlC
TUna 1, U HaNMuMe aHTUPETUHANbHBIX AHTUTEN ybeanTenb-
HO noATBepxJaeT 3TUOSIOTNIO0 aHANIOTUYHYIO STUOIOT NN He-
napaHeonnacTMyeckon ayToMMMyHHON peTruHonatuu. le-
priognyeckasn oueHKa 1 BU3yanusauma cetyaTkum, TecTupo-
BaHVe Monel 3peHnsa 1N SNEeKTPOPETUHOrPAaMMbl MOTYT MO-
MOYb B MOHUTOPUWHIe PeTMHONaTUN y NaLMeHToB, CTpaja-
towmx AMC tuna 1 [59].

B 2021 r. H. Sakaguchi et al. onucanu knuHunyecknin
Cyyan 2-neTHen ANOHCKOWM NauneHTKN, y KOTOPOW NepBbl-
MU MPOABIEHNAMY FeHeTnYecKkn fokasaHHoro AMNC tmna 1
6bINN aQyTOMMMYHHbI renaTuT C OCTPOW NEYEHOUHON He-
[OCTAaTOYHOCTbIO, @ TaKXe ayTOMMMYHHaa peTMHonaTus,
CBfI3aHHas C aHTUTENIaMM NPOTUB pereHepurHa. Y pebéHka
OTCYTCTBOBAJIO BOCNpUATNE CBETa B NpaBoM rnasy u 5/20
B JIEBOM /133y C 3KCLEHTpUYeCcKon Gukcaumen n sKk30Tpo-
nven B npaBom rnasy. O6ciefoBaHVEe ra3HOMo AHa NokKa-
3a510 ocnabneHne BM3yanu3saLunm Cocyaos, brnegHocTb auc-
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Ka 3pUTE/IbHOrO HEPBA U MUTMEHTHbIE N3MEHEHUSA ceTuaT-
K1 060ux rna3. MakynspHasa onTuyeckasl KorepeHTHas To-
Morpadusa NpoaeMoOHCTPUPOBasa 3aMeTHOE pa3pyLleHne
BHELUHEN OrpaHNYMBAIOLLEN MEMOPaHbI C STUNCOVAHON
30HOI B 060KX FNa3ax 1 Hebonbluve GpoBeasnbHble KACTbI
B neBoM rnasy. Ckotonuyeckme n GpoTonmyeckre snekTpo-
pPeTMHOrpaMMbl He MOKa3anu H1 B OQHOM Cilyyae pernctpu-
pyembix oTBeTOB. IccnenoBaHve aytodnyopecueHumm rnas-
HOrO jHa B CBEPXLINPOKOM MoJie NOKa3aso TOHKOE KOMbLO
upesmMepHoI ayTodpnyopecLeHLUN B napadoBeanbHbIX 06-
nacTsax 060VIX ra3, a ONTMYecKas KorepeHTHas Tomorpadus
B CBEPXLUMPOKOM NoJie NPoAeMOHCTpupoBana andpysHoe
WCTOHYEHVE CeTUYATKM B 000OUX rNa3ax C NoTepen ux BHeLl-
HUX CTPYKTYP. BbIABNANMCH NONOXMTESbHbIE aHTUTENA NPO-
TUB PEKOBEPVHA 1 OTCYTCTBOBANN aHTUTENA NPOTUB anbda-
3Honas3bl. KomnnekcHoe 06ceioBaHe He BbISIBUITO 3/10Ka-
YyeCcTBEHHOr0 HOBOOOPa3oBaHMs. Ha OCHOBaHUU BbileyKa-
3aHHbIX OPTaNbMONOIMYECKNX 1 CEPOSTOrMYECKNX AaHHbIX
naumeHTKe Oblil yCTaHOBJIEH ANArHO3 BYCTOPOHHEN ayTo-
UMMYyHHOW peTuHonaTtum [60].

[encrButenbHo, KepaTonaTia 1 PeTUHOMNATMA MOTYT
6bITb TKENBIMY NposaBieHuamu AMNC Trna 1. MoxeT Ha-
604aTbCsl HEOAHOPOAHOE MOPAKEHNE POrOBULbI, Ha-
UMHaA OT MUHUMAJIbHOrO OKpPaLIMBAHWA MOBEPXHOCTHbIX
YUYACTKOB M 3aKaHUMBAsA TAKENbIM PyOLEBAHEM CTPOMbI
C rnyboKoI HeoBacKynsipu3aLmelnl porosuLbl. 3Ta GpeHo-
TUNMYeCKas reTeporeHHoOCTb, HabaaeMasn gaxe y naum-
€HTOB C naeHTUYHbIMU MyTaumnamn AIRE, cBupeTenbcTBy-
€T O NJIOXON KoppenAaumn reHoTun-peHoTmn. Y naymeHToB
C peTMHOMATUEN BO BCEX ClyYasax OTMeyvaloTca nepudbepu-
YyecKme MUIrMeHTHbIe 3MEHEHWA, HO C HEOAHOPOJHOM CTe-
NEeHbIO TAXKECTN, OT U30SIMPOBAHHOW NATHUCTON aTpoduUm
NMUrMEHTHOrO SMNUTENUA CETYATKM A0 NMUTMEHTHOrO peTu-
HWUTa rNa3Horo AHa. B 6onbLnHCTBe criyyaeB 06Hapy»KuUBa-
eTca aTpodumA XKENTOro NATHA C NOTepPEN 3peHns, NPUYEM
TAXECTb 0PTaNbMONIOrNYEeCKUX CUMNTOMOB HE KOoppenu-
PYEeT C TAXKeCTbI0 CUCTEMHbIX NposABneHnia. [Tporpeccnpy-
IoWan Kepatonatua n/vnn peTrnHonaTusa MoryT nNpuBecTu
K Cepb&3HOW MoTepe 3peHus 1 BbipaxkeHHOMY 60/1IeBOMY
cuHapomy y naumeHToB ¢ AMNC tuna 1, uto 06ycnaBnnBaeT
HeO06X0AUMOCTb ANHAMMYECKOTO HaboAEHUS NaLUEHTOB
odTanbmonorom [61].

OAHMM 13 BaXKHbIX OC/TIOKHEHWI rMnonapaTnpeosa,
B ToM uncne v npu AMNC Tnna 1, ABnAaeTca pasBuTue KaTta-
paKkTbl y nauueHToB. Pycckunm odptanbmonor C.H. Jloxeu-
HUKOB, BEPOATHO, Oblal NEPBbIM, KTO coobwun B 1872 r.
0 15 cnyyaax ABYCTOPOHHEN KaTapakTbl Y NauMeHTOB
oT 16 go 37 net; y 14 13 HUX HabnAaNacb TETAHUA HA MO-
MEHT 00C/IefIOBaHNs, Y HEKOTOPbIX MALMEHTOB B aHAMHE-
3€ IMeNUNCb CrasMbl KIIOHNYECKNX MblLULl, NpefLwecTBOBaB-
LWKX yXygweHuto 3peHnsa. OH NnpeanonoXun CBA3b passu-
TUA KaTapakTbl € TeTaHuel. B 1883 r. Schmidt-Rimpler co-
o6wwun o 27 cnyyvasix 4BYCTOPOHHEN KaTapaKTbl Y MaLeH-
TOB B BO3pacTe OT 16 10 48 neT, y LWecTn N3 KOTOPbIX Obinn
MblleyHble cygoporu [62]. Katapakta — yactoe npossne-
HVe XPOHNYECKOro rmnonapaTMpeosa, eé AnarHocTnpyoT
B 27-55 % cnyuaes [63]. B jaTCKOM KOrOPTHOM UCCefoBa-
H1V NauMeHTbl C TMNonapaTrMpeo3oM, MPUUYNHON KOTOPOro
ABNANNCb HEXMPYPrUYECKe BMELLIATENbCTBA, MMESV NOBbI-



LUEHHDBIN PUCK YXYALIEHUA 3peHNA BCNeACTBME KaTapaKTbl
(OP-4,21;95% [1/: 2,13-8,34) NO CpaBHEHWNIO C KOHTPOJSIb-
HOW rpynnoit. B cpegHeM y nauyeHToB Oblila ANArHOCTUPO-
BaHa KaTapakTa B Bo3pacTe 53 net (95% [W: 45-61), Torpa
KaK CpefH1IA BO3PacT B KOHTPOJIbHOW rpymnne cocTaBnas
60 net (95% [AW: 49-73 ropa) [64]. B Hopme MTT yBennuu-
BaeT BbiBefeHMne pocdaToB noukamu. Bcnepcreme pedumym-
Ta MNTI naumMeHTbl C FrMNoONapaTUPe030M UMEKOT NOBbILLEH-
HbIll ypoBeHb dpocdaTa B Na3me 1 NOoBbILLIEHHbIV YPOBEHb
Kanbunin-pochaTHOro NpoayKTa, UTo, BEPOATHO, OO BACHS-
€T MOBbILWEHHbIN PUCK KaTapaKTbl N3-3a OTIIOXKEHUI KpuU-
ctannoB ¢ocdarta Kanbuma B xpyctanuke [64]. JleueHne
BbICOKUMM J0O3aMK KanbLUMsA U aKTUBHOFO BUTaMnHa D mo-
XKeT yBenMumnTb Kanbunin-GochaTHbI NPOAYKT, KOTOPbIN
MO>KET BbI3BaTb 00pa30BaHme KprCTanioB ¢pocdaTa Kasb-
LA B XpycTanuke rnasa [65]. B reHese dopmmnpoBaHus Ka-
TapaKTbl NPV TMMNOKaNbLMEMMUYECKUX CYAOPOrax TakxKe 06-
Cy>[aeTcA 3HaYeHre HapyLweH GYHKL MM MOHHBIX KaHa-
NOB XPYCTanuKa, arperauuy 6enKkoB, KNeTOUYHOWN CTPYKTY-
pbl XpyCTanrka, B 60bLIOM KoflebaHUM nHAeKca pedppak-
U1K, 4TO YBENNYMBAET pacCcenBaHme CBeTa 1 yMeHbLIaeT
NpOo3payYyHOCTb XpycTanuka [66]. BepoAatHo, runepdocda-
TEMUA NrPaeT OCHOBHYIO POJib B SKTOMMNYECKON MUHEPanu-
3aUnn MArKMX TKaHen (cocyancTon ceTu, roI0OBHOrO MO3-
ra, NoYeK 1 gpyrux opraHos) [67].

Takum obpaszom, AMNC Tuna 1 npeacTaBnsaeT cobom re-
TEPOreHHYI0 rpynny peaKknx 3aboneBaHuUiM, XxapakTepusyio-
LMXCS aQyTOMMMYHHOW aKTVBHOCTbIO B OTHOLLEHWM Boee
yeM OHOFO SHAOKPUHHOIO NN HESHAOKPWHHOIMO OpraHa.
QeHoTunnueckas skcnpeccua AMNC Tuna 1 gemMoHcTpupy-
€T LUMPOKYI0 BaprabenbHOCTb KIMHUYECKUX MPOSABIIEHNI.
BBuay 3TOM HEOQHOPOAHOCTY KNUHUNYECKNX MPOABNEHNIA
paHHAA anarHoctika AMNC Tina 1 MOXeT ObiTb CIOXKHOM
3aayer 1 4acTo NPUBOAUT K 3HAUNTENIbHON €€ 3aepKKe.
MNostomy Hannume gake ogHoro komnoHeHta AMNC Tnna 1,
0COOEHHO y fieTeld, AOMKHO MNOOYXAaTb K TIATeIbHOMY UC-
CJlefOBaHUIO APYTMX MPU3HAKOB 11 CUMMTOMOB 3aboseBa-
HUSA, BKIIOYas reHeTUYeCcKre U UMMYHOMOMMYecKne TecTbl.
STO NO3BONMT NPOBECTU PAHHIOK ANArHOCTUKY U NPefoT-
BPATUTb OMACHbIe ANA XXN3HU NauneHTa OCNIoXHeHuA. He-
CMOTPSA Ha NPOBOAVMbIE UCCNIEAOBAHUA, B U3yUYeHUM Na-
TOreHesa v Ha3sHayeHun nevenusa npu AMNC Tuna 1 ocrta-
6TCA MHOTO HepeLIEHHbIX BOMPOCOB, UYTO TpebyeT Aanb-
Hellero n3yyeHus npobnemol. Mpy npoBefeHUN aHanw-
3a INTEPATypPbl He OblI0 OGHAPYXKEHO eAUHBIX KpUTEPUEB
OVArHOCTVIKM 1 OKa3aHMs MOMOLLM 60SIbHbIM ayTOUMMYH-
How natonorveit rnas npu AMC Tuna 1. B 6yayliem Heob-
XOAUMbI AOMOSIHUTENIbHbIE UCCNIeA0BaHNA ANA TOro, YTo-
6bl ry6XKe NoHATbL cneundryeckre NOBpPEXAeHNs opra-
HOB Yy AIRE-3aBMCMMOWN MMMYHHOW TONEPaHTHOCTA C Le-
Nblo Pa3pPabOTKM HOBbIX CKPUHUHIOBbIX, AVArHOCTMUYECKUX
1N NPOrHOCTUYECKUX MHCTPYMEHTOB, a TakKe YHUbnUmpo-
BaHHbIX MNOAXOAO0B K jieyeHunto. KnMHNUUCTbI pa3finyHbIX
cneumanbHOCTEN JOMKHbI BlafeTb akTyanbHOW MHbopMa-
uuern o faHHOM 3aboneaHuu. Nogo3peHne UM ycTaHoB-
neHve gmarHo3a AMNC Tuna 1 TpebyeT NOXN3HEHHOTO Be-
LEHVA N CTPYKTYPUPOBAHHOIO Nocieayiollero Habnwoge-
HMA NaLMEeHTOB C NPUBIeYEHNEM MHOFONPOGUIbHON KO-
MaHAbl Bpayen-cneymanncTos.
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