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Review

PE®EPAT

Ouctpodun porosuubl ([lP) 0xBaTbiBaloT reTeporeHHyto rpynny ABYCTOPOHHMX reHeTUYECKU JeTePMUHUPOBAHHbIX HeBOCNa-
nnTenbHbIX 3a6oneBaHnit porouLbl. KnMHUYECKK, B 3aBUCUMOCTH OT aHaTOMUYECKON NOKANMN3aLMUmM aHOManum, BblAeNAT
anuTenuanbHble U cyb3nuTennanbHble, 3ANMTENNaNbHO-CTPOMasbHble, CTPOMaJbHbIE, 3HAOTEeNNaNbHble AucTpodun. B noaas-
nAwlem 6onblWMHCTBE CyyaeB y naumeHToB ¢ [IP cucteMHas naTonorus oTcyTcTyeT, M 3ab6oneBaHne NpoABAAETCA NOMYT-
HEHUAMYW POTOBWLIbI PA3IMYHOI CTENEeHU BbipaxeHHOCTU. [IP yalue MeloT ayToCOMHO-A0MUHAHTHBIN, peXxe — ayTOCOMHO-pe-
LLeCCUBHBIN AW X-CLeneHHbI AOMUHAHTHBIA TUN HacneaoBaHuA. Ha ceroAHAWHUA AeHb BbIABAEHbI Cleayllime MyTa-
UMK B reHax, obycnasnuBatoLye nosBieHNe pasnuyHbix eHoTunuyecknx BapnaHTos 3abonesanusn: CHST6, KRT3, KRT12,
PIP5K3, SLC4A11, TACSTD2, TGFBI v UBIAD 1. B psise cnyyaeB naeHTMGULMPOBaHbI TONbKO XPOMOCOMHbIE JIOKYCbI, OTBET-
CTBEHHbIEe 3@ pa3BuTUe 3a60neBaHNA, 0AHAKO reHbl He HallAeHbl. HeCcMOTpA Ha 3HauMTeNbHbIe yCrexu B U3y4eHUN MoneKy-
NAPHO-TEHETUYECKMX aCMeKTOB HaC/eACTBEHHbIX NATONOrM1I POroBHULbl, AVArHO3 BbICTABNAETCA, KaK NPaBWIo0, Ha OCHOBE KNU-
HUYeCKoW KapTuHbl. Hannyme cnoHTaHHO NOABMBLUMXCA MOMYTHEHUIA POTrOBULIbI 060X a3, 0COGEHHO NPY NOAOKUTENBHOM
cemeiiHOM aHaMHe3e, yXKe No3BonseT 3anofo3puts aebot [P JleueHne [IP Bapbupyet B 3aBUCMMOCTU OT OKaNMU3aLUN, UH-
TEHCUBHOCTU NOMYTHEHWIA 1 KOPPENUPYIOLLEN C HUMU CTeMEHU CHUKEHUA 0CTPOTbI 3peHus. [1pu BbICOKOI 0CTpOTE 3peHNs,
GeccMMNTOMHOM TeuyeHun 3aboneBaHNA peKoMeHA0BaHO HabnoaeHne. [py BbIpaXeHHbIX MOMYTHEHUAX UCMOJb3YIOT hoTo-
TepaneBTUYECKYI0 KepPaT3IKTOMMIO, Pa3iniHble MOAMDUKALMMN KepaTonnacTuk.
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Corneal dystrophy: literature review, own clinical observations
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ABSTRACT

Corneal dystrophy (CD) is a heterogeneous group of bilateral genetically determined non-inflammatory disease of the cor-
nea. Clinically, depending on the anatomical localization of the anomaly, epithelial and subepithelial, epithelial-stromal, stro-
mal, endothelial dystrophy are distinguished. In majority of cases, patients with CD have no systemic pathology and the dis-
ease is manifested by corneal opacities of varying severity. CD are more likely to have an autosomal dominant, less often an
autosomal recessive or X-linked dominant type of inheritance. Up to date the following mutations in genes have been identi-
fied that cause the appearance of various phenotypic variants of the disease: CHST6, KRT3, KRT12, PIP5K3, SLC4A11, TAC-
STD2, TGFBI and UBIAD1. In some cases, only chromosomal loci responsible for the development of the disease have been
identified, but no genes have been found. Despite significant advances in the study of molecular and genetic aspects of he-
reditary corneal pathologies, the diagnosis is usually made on the basis of the clinical picture. The presence of spontaneous-
ly appeared corneal opacities of both eyes, especially in the presence of a positive family history, already makes it possible to
suspect the debut of CD. The treatment of CD varies depending on the localization, the infensity of opacities and the degree
of visual acuity reduction correlating with them. With high visual acuity, asymptomatic course, observation is recommended.
With pronounced opacities, phototherapeutic keratectomy, various modifications of keratoplasty are used.
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TEPMUHONOTUA. KNACCUOUKALINA

Bnepsoie TepMuH «1UCTPOGDUA pOropuLibl> (JIP) 6bu1 nc-
TIOJIb30BAH HEMEIIKUM O(PTAIbMOIOTrOM APTypOM I'peHOY B
1890 1. 111 O CaHMsA IBYX ITALIMEHTOB C I'PAHYIAPHOL JUC-
TPO(dUEN, TO3KE MBEUIIAPCKUN JOKTOP XbIOro bubep onu-
caJl clydad pemerdaron gucrpodun. B 1910 1. aBcTpuii-
CKHUUA OPTAIBMONOT DPHCT PYKC NpeacTaBul 13 cirydaes
LIEHTPAJIBHOI'O IOMYTHEHHA POTOBUIILI C IOTEPEN €€ ITPO-
3PaYHOCTH, OOPA30BAHUEM OYIII, TO3/IHEN MaHU(ECTAIN-
€M, MEUICHHBIM IPOTPECCUPOBAHMEM U HA3BAJ UX «3IUTE-
JUanpHOM aucTpodueh». B atnonarorenese aTux 3abosne-
BAHUH aBTOPBI BBIIE/IAIN [VIABHYIO POJIb HAPYIIEHUAM TPO-
uKH, THHEPBALIMY, KDOBOOOPAIEHNUA POTOBUALLHI [1-5].

M cx0o4 M3 COBPEMEHHBIX IIPEACTABIEHNI 00 STHOIOTUN
32060JI€BAHUS, TEPMUH «TUCTPOpUSI porosuripl» (dystrothy
oT Ap.-rped. dys — HapyIIEHUE, 3aTPYAHEHUE; trothe — nuTa-
HUE) ABJIAETCA HE TOYHBIM, HO IIPO/IOIKAET UCIIOIb30BATHCS
6arozapsi KIIMHUYECKOU IIEHHOCTH. B HacTosmee Bpems [IP
OIPEJENAIOTCA KaK I'PYIIA HACIEACTBEHHDIX IBYyCTOPOHHUX
T€HETUYECKH JIETEPMUHHUPOBAHHBIX HEBOCIAIUTEIbHDIX 3a-
GOJIEBAHNI, KOTOPBIE ITOPAKAIOT TOIBKO POTOBUILY, HE CBA3A-
HBI C (PAKTOPAMHU OKPYKAIONIEN CPEABI U HE UMEIOT CUCTEM-
HBIX POSIBICHHUIT [5, 6]. OJJHAKO CYIIECTBYET PSiJl UCKITIOYC-
HMIL B 9acTHOCTH, AUCTPOdUA 6A3aTbHOIM MEMOPAHEI U LIEH-
TpaJbHAA OOJIAKOBUAHAA AUCTPO(pUA PpaHCya Jalle ABIs-
IOTCA JET€HEPATUBHBIMH, 4 HE HACIEICTBEHHBIMU 320071€Ba-
HUAMHA. BCTPEYAIOTCA C1ydan OJJHOCTOPOHHUX MOPAKEHUN
POTOBHIIBL, 4 UMEHHO IIPU 3aHEH nosmumMopdHon P nzme-
HEHUS Yall[€ UMEIOT MECTO TOJILKO Ha O/IHOM I'/1a3y. Takoke He-
KOTOPBIE BAPUAHTDI JUCTPODHIL CONPOBOKAAIOTCA CUCTEM-
HOM NATONOTHUEN, HannpuMep, guctpodus Ilnanaepa B no-
JABJIAIONIEM OOBIIMHCTBE CIIy4A€B COYETAETCA C CEMENHON
THIIEPXOIUCTEPUHEMHUEN [7-9)].

OCHOBBIBAAACh HA COBPEMEHHBIX 3HAHUAX O I€HETUYE-
CKOU CcTpyKTYype [P, MexlyHapOJHbIN KOMUTET 110 KJIACCU-
puxanum fuctpoduit porosunsl (International Committee
for Classification of Corneal Dystrophies, IC3D, 2015) BbI-
JIENIAET 4 KATETOPUU 3200JIEBAHUIL:

* 1-g Kateropusa — 4eTKO onpenencHuas P ¢ uieH-

TU(UIMPOBAHHBIM '€HOM U U3BECTHOI MYTaIHEL;

e 2-f KATEropus — YETKO OINPEAEICHHAS KITMHUYECKU
JP ¢ KapTUPOBAHHBIMM XPOMOCOMHBIMHU JIOKYCAMU,
HO HEM3BECTHBIM I'€HOM U MYTaLIUEL;

*  3-49 KATEropusA — YETKO ONPeEAEIEHHAA KITUHUIECKU
JIP, XpOMOCOMHBIE JIOKYChI HE U3BECTHBI;

* 4-1 KaTe€ropus — 3ape3epBUPOBAHA /I HOBBLIX BapH-
anTOoB /1P wiu paHee ONUCAHHBIX, HO HE UMEIOIIUX JIO-
CTaTOYHOM MH@OpManuy, 6€3 NICHTU(PUITIPOBAH-
HOIT T€HHOM KapTHI [9].

Panx puctpodurt, B 4aCTHOCTH 3MUTEINUAIBHASL JUCTPO-
¢us Jlnma u X-CHenaeHHasa SH0Tenuanbuas [IP, ornocar-
Cs KO 2-1 KaTeropuu. JIpyrue, Takue Kak AUCTPodUs peru-
JUBUPYIOHIEH AMUTEINAIBHON 3PO3UHN U 3a/1HsIsS aMOpdHas
JIP, — K 3-11 KaTeropuu, a Cy63NUTEINAIbHAS MyITUHO3HAS
JIP — K 4-11 KaTeropu (TaK KaK IIOKa U3y4eHa HEJJOCTATOY-
HO). BompmmHCTBO AMCTPOMUIT XOPOUIO U3yYEHBI T€HETU-
YECKH U, CJIEIOBATENBHO, OTHOCATCA K 1-11 Kareropun. C pas-
BUTHUEM METO/A TECHOTUITMPOBAHUA B IEPCIIEKTUBE KOJIAYEC-
CTBO KaTErOpUii OyJIET COKPAIaThCH.

K.X. Tumosan, P.H. Xuxmamynrnun, 2.J1. Ycy6os, H./]. Banuuiim

B 2015 r. 6bl1a IEPECMOTPEHA AHATOMUYECKAS KIIACCHU-
ukanus JIP. Ha ceroiHAMIHNI IEHb BBIIEIAIOT CAEAYIONIIE
IPyIIeL JIP: snuTEeInaNbHbIE U CYyO3MUTEINAIBHBIE, SITUTE-
JINATBHO-CTPOMAIBHBIE, CTPOMAJIBHBIE U AHAOTETUAIbHEIE
JUCTPODUHN.

K snumenuanvnoim u cyosnumenuanrvroim P OTHO-
caTcs fucTpodus 6a3anIbHON MEMOPAHBI ATUTENS, TUC-
TpOo(Ua PELUAUBUPYIOMIEN SMUTEIUATLHOIN 3PO3UU PO-
TOBUIIBL, Ky/1d BKJIIOYEHBI AUCTPOPUA PpaHIECKETTH, CMO-
JIEHAMHCKAA TUCTPOdUA U AUCTpOdUa XeabCUHITAH/A,
cybanurenuanbHas MmykonHas [P, nucrpodus MecMmaH-
HAa, ANUTENUAIbHAAL JUCTPOdu JInia, )KEeTaTUHO3HAS Ka-
nesuHas JIP.

DnumenuaivrHo-cmpomanstasie /[P BKIIOYAIOT penieTda-
TYIO JUCTPO(UIO C MOATUIIAMU: | TUIT — MyTALIUS T€HA TPAHC-
opmupyromero gakropa pocra 1 (TGFBI1) u Il tun — pus-
CKHUH CEMEWHBIN AMWJIOUA03; TPAHYIAPHYIO JUCTPODHUIO |
u Il (pucrpodus AsenmnHo) tuna; P Perica—broxnepa, 1P
Tuna—bBenke.

Kcmpomansroim /[P orHOCaTCA naTHUCcTas JIP, 1P Ilnari-
Jepa, BpoxKAeHHad crpoManbHad [IP, kpamgaras P, 3aguas
amopdunas JIP, npenecuemeronas 1P, nenTpanbHas 061aKo-
BU/IHAA AUCTPOPUsa PPaHKO.

Duoomenuansroie /[P TPEICTABICHBI SHIOTEINAIBHON
quctpopuent Pykca, X-ClEIVIEHHON 3H/I0TENINANBHOM 1P,
3aHEN NOMMMOpP@HOM /1P, BpOKIEHHON HACIECTBEHHON
3HAOTETUAIBHON JUCTPOPUEN.

aTnonorna

Mnorue [IP Hacnenyiorca 1o ayroCOMHO-JOMMHHAHT-
HOMYy THIly. OJJHAKO 3MUTENUAIbHASL JucTpodus Jluma u
X-ClUeIUIEHHAS S3HI0TENUAIbHAS JUCTPOPUA UMEIOT X-CIIie-
IIJIEHHOE HACJIEOBAHNUE |5, 9].

Ha cerogHamHui 1eHb UACHTU(PUIIMPOBAHDL PSJ] TCHOB,
MYTALIUM B KOTOPBIX IIPUBOJAAT K Pa3BUTHIO [IP.

len TpaHcdopmupylomero @axkropa pocra 6era-1
(TGFpI) nokanu3oBaH B 5q31, KOAUPYET OEJIOK, TAKKE U3-
BECTHDBIN KaK KEPATONUTENIUH. JaHHBIN ITOJIUIENTUL 9KC-
NIPECCUPYETC MUTETUATbHBIMU KJIETKAMU POTOBUIIBL, d
TAKKE KEPATOLIUTAMU B CTPOME POTOBUILIBL. DYHKIIMEN TaH-
HOTO 6€eJ1Ka SIBNIIETCSl 0O0pazoBaHue (pUOGPUILT U B3AUMOJICH -
CTBHE C KOJUTAT€HOM, JIJAMUHUHOM M (PUOPOHEKTHUHOM, 1O/~
JIEPKAHUE FTOMEOCTA3a BHEKIETOYHOI'O MATPUKCA. Pasnny-
HBIE BAPUAHTHI MYTALIUI B 3TOM I'€HE INPUBOJAT K PA3BU-
THIO pemeTdaTon guctpodun I tTuna (MIM#122200), rpa-
HynapHOU guctpodum I tuna (MIM#121900), rpanynap-
Hoi guctpodun II (MIM#607541), nucrpodun 6a3ans-
HOU MeMOpansl anuTenus (MIM#121820), auctpodunu Peri-
ca — Bioknepa (MIM#608470) u quctpoduu Tuna — Benke
(MIM# 602082) [1, 5, 10, 11].

Passutne rpanynapaon guctpodun II Tmma CBa3aHo ¢
MYTAallMEN B I€HE, KOJUPYIOIMIEM OEIOK I'eJICONUH. PYHKITN-
€1 JaHHOT'O IPOTENHA ABJIAETCS Y/1aIEHUE U30BITKA aKTHHO-
BBIX HUTEH U3 IUIA3Mbl KpOBU. HapylieHue sKCrpeccuu rej-
COJIMHA IPUBOJIUT K HAKOIUIEHHIO AMHUIONA B COCYAUCTOM
pycie, Koxke, HEPBHOM TKAHH, 4 TAKKE B CTPOME POTOBU-
usl [5, 12, 13].

Jucrpodus MecMaHHa OOYC/IOBIEHA MYTAIlUEl B I'€HE
keparuna (KRT), B 9acTHOCTH KepaTuHa 3 (KRT3), kepaTu-
Ha 12 (KRT12), 3KCIPECCUPYEMBIX SN TEIUAIBHBIMU KJIET-
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KaMH POT'OBHIIBI U UTPAIOIIUX BAKHYIO POJIb B HOPMATbHOM
(PYHKIMOHUPOBAHUE STOTO CJIOA POrOBULHI [5, 14, 15].

DKCIpeccrusa MyTAHTHOT'O I'€H4, KOJUPYIOIIETO IPEHMUII-
TpaHC(EPA3HBII JOMEH-cojiepxkamuil 6enok 1 (UBIAD1),
OGHapysKeHa Y MaIUeHTOB ¢ guctpodueit lInataepa. Jax-
HBI 6EJIOK yIaCTBYET B MeTa00mM3Me BuTamuna K n kogep-
menTa Q [16].

AyTOCOMHO-PELIECCUBHAA MYTALlNA B I'€HE, KOAUPYIOIIEM
6e110K TACSTD-2, 06HapYKeHA Y TAIUEHTOB C KAIIJIEBUTHON
crypenncron P (1, 17].

MyTanus B 6€JIKE yIIIEBOAHOM CybdoTpandepassl 6, KO-
JpyeMoM reHoM CHSTG6, 06HAPYKEHA Y MTAIIUEHTOB C TIST-
nucron 1P [18].

HekoTtopbele Cllydyau 3HA0TENUATbHON 1UCTPO(punu DyK-
Ca, 4 TAKKE BPOXAEHHAA HACIEJCTBEHHAA IHAOTENIUANb-
Hasg JUCTPOMUA CBA3AHBI C MyTallMEN B I'€HE, KOAUPYIO-
IMEM TPAHCMEMOPAHHBIN 6EIOK-TIEPEHOCUYNK ONKAPHOHA-
Ta (SLC4A11). JaHHBIA I'€H PACIIOJIOXEH B XPOMOCOMHOM
peruone 20p13 [5, 19, 20]. Pax myranuii B reHe, KOAUPYIO-
IIEM FOMEOOMEH-CO/IeprKaIni 6e10K ZEB1, 66111 OOHAPY-
SKEHBI Y TAIIUEHTOB C 3HJOTEINAIbHON aucTpodueit dykca
U 3aHen noanmopduon J1P (21, 22].

Myraiys B reHe, KofiupytoIem 6e10K pochOnHO3UTHTI-
KuHa3y (FYVE), o6HapyXE€HA Y NAIMEHTOB C Kpanm4yaToii JIP
[23]. HekoTOpble BApUAHTHI dHAO0TENNANBLHOMN P DyKea ¢
paHHEN MaHUDECTAUUEN OOYCIOBIEHBI MyTallUEN B I'€HE,
kogupymomeM COLSA2 [9]. Myrauuu B reHax FCDI, FCD2,

FCD3 n FCD4 6p11n O6HAPYKEHBI Y MAIIMEHTOB C 3HJOTE-
JIMAIBHON AucTpodueit Pykca ¢ Mo3gHer MaHU@ECTAIIN-
en 3a6oseBanus (4, 9).

KNIWHUYECKAA KAPTUHA. AMATHOCTUKA

Teyenwue /IP MOeET OBITb 6ECCUMITOMHBIM U CTATh CIIy-
YANHON HAXO/IKOH TPU GUOMUKPOCKOIINYECKOM HCCIIE0BA-
HUU IIEPETHETO OTPE3Ka I71a3a. HekoTopsle popmel IP nipo-
ABJIIOTCA OOJIBIO, CBETOOOSA3HBIO, OIYIIEHUEM HHOPOAHOTI'O
TEJIA, TAUEHTBI MOTYT IIPEAbABIIATD KA7T00bI HA CHHUKCHUE
3peHus. [1osBIEHNE POIOBUYHOI'O CUH/IPOMA OOYCIIOBIEHO
Pa3BUTHEM IPO3UU POIOBULIBL IIPAKTUYECKU IIPU BCEX IIIU-
TEJIUATBHBIX U 3MUTEIUAIBHO-CTPOMATIBHBIX (popmax [IP.
Bonb 60mee BEIpakE€HA B YTPEHHEE BPEMS, UTO CBA3aHO CO
CHVZKEHHOM CIE30IPOTYKIIMEI B HOYHBIC YAChI U, KAK CJIC/-
CTBHE, ICINMUTEIN3AMEN POTOBUIIBI IPU OTKPBIBAHUU T71A3
rocsie npooyxaeHus. 3a60aeBaHne, KaK IPABUIO, IBYCTO-
ponnee. ICKII0UEeHNE COCTABIIAET 3a/1HsAsA NoauMopgHas [P,
KOTOPAas MOXKET IIPOAB/IATLCA TOJIBKO HA OAHOM IJ1a3y. Kpar-
Kas KIMHUYEeCKasg KapTtuHa JIP ripejcrasieHa B maoaue.

[Ipn 6ONBIIMHCTBE BAPUAHTOB [IP MMEET MECTO CHHU-
JKEHUE OCTPOTHI 3peHU. HEKOTOpBIE TUCTPO(PUH, TAKHUE
Kak guctpodus MecMaHHa, Kpan4daras AUCTpodus, npo-
ABJIAIOTCA B JIETCKOM BO3PACTE, MEJTIEHHO IIPOTPECCUPYIOT,
HE CHUJIBHO CHIXKAsI OCTPOTY 3peHus. JIpyrue Auctpoduu,
B YACTHOCTHU 3HJOTENNANBHASA AUCTpOdUusa PyKca, UMEIOT

Tabnuya

KnuHuyeckan xapaktepuctuka guctpocduit poroBuLibl

Table

Clinical characteristics of corneal dystrophy

[Aunctpoduu porosuLibl
(anbTepHaTMBHbIe Ha3BaHUA)
Corneal dystrophy (alternative names)

MaHudectauua
3abonesaHus

The age of manifestation

OcTpoTa 3peHusn
Visual acuity

Buomukpockonumyeckas KapTuHa
Biomicroscopy

SnuTtennanbHble U cyGanuTennanbHbie AUCTPOGUN POrOBULbI
Epithelial and subepithelial corneal dystrophy

Ouctpodmsa 6azanbHoin MeMOpaHbi
anutenus (puc. 1, 2)

Epithelial basement membrane corneal
dystrophy (Fig. 1, 2)

Crapwe 30 net
Over third decade

MHorpa cHMxXeHa
Sometimes reduced

MuKpouuctbl, Bynnbl, «kapTbi»,
«0TnevyaTKy nanblLeB», «TOYKW» [24]
Microcysts, bulls, «maps»,
«fingerprints», «dots»

[Juctpodua peunanBrpyroLLein 3po3nn
pOroBuMLibI
Epithelial recurrent erosion dystrophies

[lleTckunin Bo3pact
Childhood

MHoraa cHukeHa
Sometimes reduced

Jpo3ua porosuubl [25]
Epithelial erosions [25]

Auctpodmna MecmaHHa (loBeHUNbHAA
HacnejcTBeHHan anuTenuansbHasa [1P)
Meesmann corneal dystrophy

(juvenile epithelial corneal dystrophy)

PaHHuI getckuit Bo3pacTt

Childhood

OueHb peako
CHWXeHa
Rarely reduced

TouyeyHble Kpyrible Uin oBanbHble
NoOMyTHeHWA anuTenna [14]
Dotted round or oval opacities of the
epithelium [14]

Cy63nutenmanbHas MyKouaHas auctpoous
poOroBuLibl

Subepithelial mucoid dystrophy of the
cornea

[lletckuin Bo3pact
Childhood

Mporpeccupyiouiee

CHWXeHWe 3peHua

Progressive visual
impairment

Cy63nutennanbHble NoMyTHeHUA [26]
Subepithelial opacities [26]

InutennanbHas auctpodusa Jluwa (puc. 3)
Lisch epithelial corneal dystrophy (Fig. 3)

[etckuin Bo3pact
Childhood

MHorpa cHuxeHa
Rarely reduced

MoMyTHEHUS 3NUTENNA Pa3NUYHBIX
nattepHoB [27]
Epithelial opacities [27]
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ncTpodmm poroBuLibl MaHundecTauns
Auctpopum p 4 ¢ u OctpoTa 3peHuns BromMmkpockonuyeckas KapTuHa
(anbTepHaTUBHbIE Ha3BaHUA) 3aboneBaHua . . L.
. . . Visual acuity Biomicroscopy
Corneal dystrophy (alternative names) The age of manifestation
KenatnuHo3Han KanneBuaHaa Auctpodusa [lletckunin Bo3pacr, pexe | [porpeccupyrouwee Y3enkoBble cybanutenvanbHble

poroBuubl (cTyaeHucTan KannesugHasa [1P)
Gelatinous drop-like corneal dystrophy

ctapwe 20 net

Childhood, rarely second

CHWKEHWE 3peHns
Progressive visual

Aeno3uTbl ammunoungononobHoro
BewecTsa [17]

decade impairment Nodular subepithelial deposits of
amyloid-like substance [17]
InuTtenunanbHo-cTpoManbHble guctpoduu porosuubl TGFA T
Epithelial-Stromal Dystrophies TGFA 1
Pewertyatas guctpodus | Tuna n BapuaHThbl [leTckuit Bo3pact Mporpeccupytouee Pa3BeTBneHHbIe CTPYKTYpbI, TMHUU B

(11, 1A, IV tunbl) (puc. 4) Childhood CHVXEeHWe 3peHns ONTMYECKON 30He Yalye ¢ Npo3payHon

Lattice corneal dystrophy (I, 1l A types) Progressive visual nepudepuen [28]

(Fig.4) impairment Branched structures, lines in the optical
zone, often with transparent periphery

(28]

Pewetyatas anctpodua Il Tuna (cemeiHblit C 30-40 net MeaneHHoe ToHKue, peakue nuHw,

aMunonao3 GUHCKKUM T1n) From 30-40 years cHUXeHue K 60 pacnpocTpaHatoTca ¢ nepudepun B

Lattice dystrophy type Il (familial rogam ueHTp [28]

amyloidosis Finnish type) Slow decline by Thin, sparse lines, spreading from the

age 60 periphery to the center [28]
[paHynapHasa anctpodua | Tuna [etckui Bo3pact Mporpeccupytowee | BenoBatbie 3epHUCTbIE MOMYTHEHUA Ha

(3epHucras AP | Tuna, y3enkosasn [P, Childhood CHUXKEHWeE 3peHns (hoHe Npo3payHoil porosuLbl 6oabLie
anctpodus lpenoy) (puc. 5, 6) Progressive vision | BblpaxeHHble B LeHTpanbHol 30He [29]
Granular dystrophy type | (granular type |, loss Whitish granular opacities against the
nodular Greenough dystrophy) (Fig. 5, 6) background of a transparent cornea,
more pronounced in the central zone [29]
[paHynsapHas guctpogus Il Tuna C 10-20 net MeaneHHoe PasnunyHon dhopmbl 3epHucTbIE,
(ancTpodma ABennnHo, N 3epHUCTO- From 10-20 years nporpeccupyouiee JINHEeNHbIe MOMYTHEHNA B NepeaHen

pewertyarasn [1P)
Granular dystrophy type Il

CHUXEHMWE 3peHns
Slow progressive

ctpome porosuubl [30]
Granular, linear opacities of various

(Avellino dystrophy, or granular cribriform) vision loss shapes in the anterior stroma of the
cornea [30]
Ouctpodus Peiica - broknepa (auctpodus C paHHero aetcTBa Mporpeccupytouee HeperynsapHble pa3genbHble, 3aTeM

GoyMeHoBOI MeMOpaHbl, rpaHynspHas Childhood CHUXEHWE 3peHUs | CNUBHble KapToo6pa3sHble MOMYTHEHUA

auctpogua Il Tuna) Progressive vision B cnoe boymeHa, cTpombl, foxoaswume

Reis - Biickler dystrophy (Bowman's loss a0 numba [31]

membrane dystrophy, granular dystrophy Irregular separate, then confluent card-

type Il1) like opacities in Bowman'’s layer, stroma
reaching the limbus [31]

[uctpodua Tuna - beHke (auctpodusa no C 10-20 ner HesHauutenbHoe [TomyTHeHuA B cnoe boymeHa B Buage

TUNY «MeJl0BbIX COT»)
Thiel - Behnke dystrophy («<honeycomb»

From 10-20 years

CHUXEHME 3peHns
Slight decrease in

«com [32]
Opacities in Bowman's layer in the form

corneal dystrophy) vision of «honeycombs» [32]
CtpoManbHble AUCTPOGUN POroBuULibI
Stromal corneal dystrophies
MaTHUCTaA ancTpodra poroBuLibl Yalue c paHHero aeTcTBa B ncxoze 3epHucTble NOMYTHEHNA Ha doHe
(makynapHas A1P) Childhood 3HauuTeNbHoe M3MeHeHWsA poroBuLbl N0 TUMy
Macular corneal dystrophy (macular CHUXKeHWe 3peHns «mMatoBoro ctekna» [18]
dystrophy) The result is Granular opacities against the

a significant background of ground glass changes in

decrease in vision

the cornea [18]

Auctpodua WHanpepa
Schneider’s dystrophy

B paHHem Bo3pacTe
Early childhood

Mporpeccupyiolee

CHUXKeHWe 3peHns

Progressive vision
loss

Cy63nutenvanbHblie KpUcTaninyeckue
BK/IOYEHMA, N03Ke npuobpeTaiowee
KonbLesuaHyto gopmsl, K 30 rogam

nossnserca arcus senilis [16]
Subepithelial crystalline inclusions,
later becoming ring-shaped; by the age
of 30, arcus senilis appears [16]

42
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[vnctpodun porosuiibl
(anbTepHaTUBHbIE Ha3BaHUA)
Corneal dystrophy (alternative names)

MaHndecraumna
3aboneBaHus
The age of manifestation

Octpota 3peHus
Visual acuity

Bromukpockonuyeckas KapTuHa
Biomicroscopy

BpoxaeHHas cTpoManbHaa auctpopun
pOroBuLbl
Congenital stromal corneal dystrophy

BHyTpuyTpoO6HBIN Nepuog
Intrauterine period

Hwuskas octpota
3peHus
Low visual acuity

Anddy3Hble cMMMeTpUYHbIe
MOMYTHEHWS POroBMLbl C GenecoBaTbiMu
YewynyaTbIMM CTPOMaNbHbLIMU
BKloYeHuAMK [1]

Diffuse symmetrical opacities of the
cornea with whitish scaly stromal
inclusions [1]

Kpanyatas guctpodusa porosuubl
(AP ®pancya - HuteHca)

Mottled corneal dystrophy
(Frangois-Nietens corneal dystrophy)

C poxaeHus
from birth

Bbicokas ocTpoTa
3peHns
high visual acuity

[lBycTOpoHHWe, MesIKu1e, nnockwe,
cepo-Genble, 0BanbHble UMW KPYrble
MOMYTHEHWA MO BCEI CTPOMe POrOBULLbI
[23]

Bilateral, small, flat, grey-white, oval or
round opacities throughout the corneal
stroma [23]

3apHAs aMopdHas AncTpodua porosuubl
Posterior amorphous corneal dystrophy
(PACD)

C paHHero gercrea
Early childhood

HesHauntenbHo
CHuxkeHa
Visual acuity is
slightly reduced

OunddysHble 6eno-cepble NOMYTHEHNA
Gonee BblpaeHHbIE B 3afHUX CIOAX
cTpombl [1]

Diffuse white-gray opacities more
pronounced in the posterior layers of
the stroma [1]

lMpepecuemeToBas AncTpodua porosuLbl
Pre-Descemet corneal dystrophy

Yaue c 30 ner
More often from 30 years
old

Bbicokas
High visual acuity

OuvaroBble, MenKue, NonMMophHbIe
MOMYTHEHWA B 3afHUX CIOAX CTPOMbI
nepegs [lecuemetoBoit MemGpaHoin [1]
Focal, small, polymorphic opacities in
the posterior layers of the stroma in

front of Descemet’'s membrane [1]

JHpoTennanbHble AnCTpohumn
Endothelial dystrophies

SHpoTennanbHas guctpodusa Oykca
(snpotennanbHas AIP) (puc. 7)

Fuchs endothelial dystrophy (endothelial
dystrophy) (Fig. 7)

Pa3nunyHasn, Ho 00bI4HO C
40 net
Varies, but usually from
40 years old

lMporpeccupyolee

CHUXeHWe 3peHne
Progressive

decrease in vision

Yronwexue [lecLemeToBOi MeMBpaHbI,
ypexeHue u aTpodus IHA0TENNSA, OTEK,
Oynnbi [4]

Thickening of Descemet’'s membrane,
thinning and atrophy of the
endothelium, edema, bullae [4]

3agHAA nonumopdHas anctpodpus
pOroBuLibl
Posterior polymorphic corneal dystrophy

C paHHero gerctea
Early childhood

Pegko
nporpeccupymouiee
CHUXKEeHWe 3peHns
Rarely progressive

vision loss

OAMHOYHbIE 1 CrpyNNPOBaHHbIe Cepo-
Genble nomyTHeHws [lecLiemeToBo
MeMOpaHbl, 3HA0TeNNaNbHbIe MOOChI,
OKpY)KeHHble YewyinyaTbiM MaTepuanom
33]

Single and grouped gray-white opacities
of Descemet's membrane, endothelial
streaks surrounded by scaly material [33]

BpoxaeHnHan HacneacTBeHHan C poxaeHus Hwuskas octpoTa [vnddy3Hoe nomMyTHeHMe POroBuULLbI
3HAOTeNManbHas AMcTpodus poroBuLbl From birth 3peHua no TUMy «MaToOBOro CTeKNa» Ha (oHe
Congenital hereditary endothelial corneal Low visual acuity 0YaroBbIX CepbIX «MATEHY, yTONLeHNe
dystrophy poroBuubl B 3-4 pa3sa [34]
Diffuse opacification of the cornea
of the «frosted glass» type against
the background of focal gray «spots»,
thickening of the cornea by 3-4 times [34]
X-cuenneHHas sHAOTeNMaNbHasA C poxaeHns Y MyXUMH - HU3Koe | MyTHas MONOYHaA poroBMLa y MyXUWH,
anctpohus poroBuLbl From birth 3peHue KpaTeponofobHble 3HAOTeNNANbHbIE

X-linked corneal endothelial dystrophy

Men have low vision

KNeTKU Y )eHWunH (beccuMnToMHoe
HocuTenbcTBo) [35]
Cloudy milky cornea in men, crater-
like endothelial cells in women
(asymptomatic carriers) [35]
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Puc. 1. luctpodus 6asanbHoit MeMbpaHbl anuTenus (poTo aBTopoB)

Fig. 1. Dystrophy of epithelium basement membrane (photo by the authors)

K.X. Tumosan, P.H. Xuxmamynrnun, 2.J1. Ycy6os, H./]. Banuuiim

TEHJIEHIIUIO K 60JI€€ OBICTPOMY IIPOI'PECCUPOBAHUIO U TPE-
OYIOT CBOEBPEMEHHOI'O XUPYPIrUUECKOI'O BMEIIATENbCTBA.

B OCHOBHOM IMarHO3 ABJIAETCA KIMHUYECKUM, BBICTAB-
JIAETCA HA OCHOBAHUM OMOMHUKPOCKOIINN POTOBUIIBI ITPH OC-
MOTPE 34 MEIEBOM JIAMITON.

M Cnio/Ib30BAHUE ONTHYECKOU KOI'€PEHTHOU TOMOIpA-
¢pun (OKT) nepesHero oTpesKa 171a3a mo3BoIA€eT B PsJIe CIIy-
yaeM oTauPPEPEHINPOBATD KIMHUYECKH CXOXKHUE (POPMBI
JP. Tak, Ha cHuMKax OKT porosuIibl BLICOKOI'O Pa3pemeHns
BU3yanu3anus boyMeHOBOM MeEMOpPaHbl B BHjIE runepped-
JIEKTUBHOI IIOJIOCKU C «3y04YaThIMU» JTUHUAMU, OOPAIICH-
HBIMM B CTOPOHY 3IUTE/MSA, OOJIbLIE XAPAKTEPHA /IS JIUC-
Tpoduu Tuna — benke. B To BpeMsa Kak Ipy SNUTEIUAb-
HO-CTPOMaJIbHOM AucTOo(duu Perica — broknepa onpezens-
€TCA HENPEPDBIBHAA, YETKO OYEPUYEHHAA POBHASA TOHKAA 10-
JIOCA B 0651aCTH BOyMEHOBON MEMOPAHBI, YTO HAIJIAJHO OT-
paxeHa Ha pucynke 8 [8].

Kpome Toro, ncnons3zosanue OKT nepegnero orpes-
Ka CTaHOBUTCS HE3AMEHUMBIM UHCTPYMEHTOM B IJIAHHUPO-

Puc. 2. PaguanbHbie cpesbl OKT nepegHero otpeska rnasa nauueHToB npu auctpoduu 6azanbHoit MeMBpaHbl 3nuTenus (GpoTo aBTopoB)

Fig. 2. OCT radial sections of the anterior segment of patients with epithelium basement membrane dystrophy (photo by the authors)

Pue. 3. inctpodumsa Jinwa (dpoto aBTopos)

Fig. 3. Lish dystrophy (photo by the authors)
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Puc. 4. Pewetyatas guctpodus | Tuna: a) GuoMmuKpocKonus poroBuLbl naumenTa; 6) paguansHoii cpes OKT porosuubl Toro e nauuexTa (hoto aBTopos)

Fig. 4. Lattice dystrophy type I: a) slit lamp biomicroscopy imageof the patient's cornea; 6) OCT radial section of the cornea of the same patient (photo by the
authors)

Pue. 5. Buomnkpockonusa porosuLbl y NaLMeHTOB C rpaHynapHon auctpodueit | Tuna (Gpoto aBTOpOB)

Fig. 5. Corneal biomicroscopy in patients with type | granular dystrophy (photo by the authors)

Puc. 6. PagnanbHble cpesbl OKT poroBuLbl naLneHToB ¢ rpaHynapHon auctpodueit | Tuna (Gpoto aBTopoB.)

Fig. 6. OCT radial sections of the cornea of patients with type | granular dystrophy (photo by the authors)
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K.X. Tumosan, P.H. Xuxmamynrnun, 2.J1. Ycy6os, H./]. Banuuiim

Puc. 7. buomMukpockonusa poroBuLbl nauueHTos ¢ guctpodueit Pykca (Gpoto aBTOpOB)

Fig. 7. Corneal biomicroscopy of patients with Fuch’s dystrophy (photo by the authors)

Puc. 8. PaguansHbiin cpe3 OKT porosuubi: a) auctpodus Tuna - Berke; 6) auctpodus Peica-bioknepa (hoTto aBTopos)

Fig. 8. OCT radial sections of the cornea: a) Thiel - Behnke dystrophy; 6) Reis - Buchler dystrophy (photo by the authors)

BAHMU OOBEMA XUPYPIUYECKUX BMEIIATEILCTB, TO3BOJIAA
ONPEAEATD INTYyOUMHY IIOPAKEHUS IIPHU CTPOMAJIBHBIX U 31IH-
TEINAIBHO-CTPOMAIBHBIX AUCTPODUAX Y TAIUEHTOB.

OpfHAKO, OYEBU/IHO, YTO TOJIBKO Ha OCHOBAHWHU KJIMHHU-
YECKOM KAPTUHBI MPOM3BECTH TOYHYIO AUM EPEHITNATD-
HYIO IMAaTHOCTUKY (popM JIP He Bcerga BO3MOKHO. [McTomno-
I'MYECKOE NCCIENOBAHNE, A TAKKE MCIIOIb30BAHNE METO/IOB
3JIEKTPOHHON MUKPOCKOIIMH ITO3BOJICT BO MHOI'MX CJIY4asIX
C BBICOKOH CTEMNEHDIO IPEIU3MOHHOCTH OIPEAETUTD (POPMY
JIP. HO UCIIO/Ib30BAHUE ITUX METOAOB 72 Viv0 OTPAHUYEHHO,
NIPUMEHAETCA B OCHOBHOM B A4KaJJEMUYECKHUX LIE/IAX IIPU UC-
CIEIOBAHMH OHMOIITATOB POrOBMI] TALIMEHTOB, TOABEPI TN X-
€A KEPATOIUIACTUKE.

M cnosnb30BaHME METO/IOB MOJIEKYJIAPHO-TEHETUYECKOI'O
AHAJIM3a NIO3BOJIAET B OOBIIMHCTBE CIY4d€B TOYHO JUATHO-
cTupoBath popmy JP 1-i1 1 2-i1 KATETOPUU, HO B COBPEMEH-
HBIX PEAIUAX IPUMEHEHHE JAHHBIX METOIUK HE MOKET OBbITD
PYTHHHBIM, TaK KaK CBA34HO C BBICOKUMUA 3KOHOMHUYECKHMU
3aTPATAMM HA IIPOBEICHUE MCCIIEAOBAHMA, HEAOCTYITHOCTDIO
B PsAJIE PETMOHOB MEJUKO-TEHETUYECKOI'O KOHCY/IBIMPOBAHMSL

JIEYEHUE

ITarenTam ¢ 6€CCUMIITOMHBIMM W JIETKUMU CIydasi-
MH [IP pEKOMEHIYETC PETYIAPHOE HAOMIOJEHUE O(MTAIb-
MOJIOTA JIJI1 CBOEBPEMEHHOI'O OOHAPYKEHHUS IPOIPECCHUPO-
BaHMUsI 3200JIEBAHUSL.

CHUMIITOMATHYECKOE JICUCHUE BKJIIOYACT Ha3HAYCHUE
JIIO6PUKAHTOB, KEPATOIIPOTEKTOPOB, IPHU BHIPAKEHHOM 60-
JIEBOM CUHZIPOME — UCIIOJIb30BAHUE HECTEPOUHBIX IPOTU-
BOBOCHAJIUTENBHBIX IIPENAPATOB, GAHAAKHbBIX JTHUH3.

[1py 3NIUTENTNATIBHO-CTPOMATIBHBIX M CTPOMAJIbHBIX JIAC-
TPOPUAX C NPEUMYIIECTBEHHOM JIOKAIU3ALUEN ITIOMYTHE-
HUS B IEPEAHUX CJIOAX CTPOMBI MOKET HCIIOIB30BATHCS (PO-
ToTepanesrudeckas keparakromus (OPTK) — kak BapuanHrt
Oonee mMasAneH XUPYPryuK, HO3BOJAIONIEH JOOUTHCS BbI-
COKMX (DyHKIIMOHAJIBbHBIX PE3YIBTATOB IPU MUHUMAJILHBIX
PHUCKAaX M 9KOHOMHYECKHUX 3aTparax. Ha pucynxe 9 npen-
CTaBJIEHBI (DOTO POTOBUIIBI MALMEHTA C TPAHYIAPHON J1C-
TPO(PUENA POTOBUIIEI B PAHHUE U OTAAICHHBIE CPOKH IOCTIE
oneparuu.

[Tpu nopakeHuu 60s1ee ry6OKUX CJIOEB CTPOMBI, BIUIOTh
110 JlecuieMeTOBOIM MEMOPAHDI, HMIMPOKOE NPUMEHEHHUE T10-
JIy4una 11yooKas nepenasa NOCJIONHAA KEPATOIIACTHKA.

C MOABIEHUEM 3HAOTEIUAIBHON KEPATOIUIACTUKHU I10O-
TPEOHOCTD B IPOHUKAIONTNX ONEPAIIUAX YMCHBIINIACH U3-
3a 60Jj1€€ OBICTPOrO BOCCTAHOBIEHUS, YYUYIIEHUSA OCTPOTHI
3pEHMs NOCIE XUPYPIUM U YMEHBIIEHUS PUCKA OTTOPXKE-
HUs TpaHCIuIanTaTa [36, 37].

CyIecTByeT BEPOATHOCTD TOT'O, YTO ITOC/IE BCEX BAPHUAH-
TOB KEPATOIIACTUKN MOKET IPOU3ONUTH PELUIUB JUCTPO-
¢pun, TpebyOMNN TOBTOPHOI'O JICUCHHUS, YTO GOJIEE BEPO-
SITHO IIPU CTPOMAJIBHBIX AucTpodusx [38]. Tak, coobmaer-
Csl, 4YTO PUCK PA3BUTHSA PELU/IUBA PEHMIETYATOMN JUCTPODUN
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Puc. 9. BuoMUKpocKonus poroBuLibl NaumMeHTa ¢ rpaHynsapHoin auctpodueit | Tuna: a) Ao onepauuu; 6) Ha nepB.biit AeHb nocne OTK; B) yepes 1 mecsu no-

cne ®TK (poTo aBTOpOB)

Fig. 9. Slit lamp biomicroscopy image of the cornea of a patient with type | granular dystrophy: a) before surgery; 6) on the first day after phototherapeutic

keratectomy; B) 1 month after phototherapeutic keratectomy (photo by the authors)

uyepes 9 JIeT Mocjie KePATOIUIACTUKY cocTasieT 60%, a rpa-
HyJIApHASA AUCTPOPUA MOKET IOBTOPUTHCA B CPEJHEM Ue-
pes 2—-3 roaa nocine onepanuu. Caeayer OTMETUTD, 9YTO IO~
BTOPHOE JIEUEHHUE HE BCET/IA CBA3AHO C PELIUIUBOM 3206071€-
BaHUA. V IALMEHTOB C 3HJOTENINAIbHOM JucTpodueit Oyk-
€a IIOBTOPHAA MEPECA/IKA POTOBHULIBI, CKOPEE BCETO, BHI3BA-
Ha OTCJIOMKOM JIOHOPCKON POTOBUIIBI, HEAOCTATOYHOCTHIO
WJIN IOTEPEN SHAOTENUAIBHBIX KJIETOK, 4 HE IPOI'PECCUPO-
BaHUEM AUCTpOduHU [39].

Jpyrue MeTo/bl, KOTOPBIE UCIONB3YIOTCA B HACTOAIIEE
BpPEMS WJIK MOTYT OBbITh BHEJPEHBI B Oy/IYIIEM, BKIIOUAIOT UC-
IIOJIb30BAHNE TE€HHON WU (DEPMEHTHON TEPATNN, ME3CH-
XUMaJIBHBIX CTBOJIOBBIX KJIETOK /Il 3aMEHBI JUCTPOpUYE-
CKMX KJIETOK, 4 TAKOKE TUNUIHON Tepanui [40, 41]. Murudu-
TOPBI RhO-KMHA3bI MOTYT OBITH MCIIOIb30BAHBI I CHIDKE-
HMA BHYTPHUIVIA3HOTO JABJIEHUSA IIPU JUCTPOMUAX, BBI3bIBA-
IOMXX CUMIITOMBI IJIAYKOMBI, 4 TAKXKE JUI YBETUYECHUA A]1-
I'€3UU U PEIUINKAIIMN 3H/JOTENINAIbHBIX KIETOK IIPH 9HJ0-
TETUAIbHBIX JUCTPODUAX, TAKUX KAK H/JOTENUAIbHAS JIUC-
Tpodus dykca [41].

[TockonbKky JIP ABIAIOTCA IPEUMYIIECTBEHHO r'eHETUYE-
CKUMM 3200JIEBAHUAMU, TEM, KTO IUTAHUPYET UMETD JICTEH,
PEKOMEH/IYETCA IF€HETUYECKOE KOHCYJIBTUPOBAHME [5].

3AKNIOYEHUE

Paznoo6pasne KIIMHUYECKON KAPTUHBI U TOJUMOP(HU3M
OCOOEHHOCTEN NPOSABICHUS 3200JIEBAHMS HE BCETAA IT03BO-
JIAIOT BEPU(UIHUPOBATL Ty WK MHYIO hopmy JP. Juarxo-
CTHKaA U jedeHue JIP 1O/DKHBI ObITh HATIPABICHB! HA OIICH-
Ky 06'beMa MOPAKEHUI TKAHH, PUCKOB PA3BUTHS PELIU/IN-
Ba 60JIE3HU U YCTPAHEHUE OCHOBHBIX ’Ka71006 nanueHTa. Jle-
YEHHE JJOJDKHO OOECIIEYUBATD MAKCUMAJIBLHYIO 3PUTETbHYIO
peabMINTALMIO MAIUEHTA IPU MUHUMHU3ALIUN XUPYPIUde-
CKOT'O BMEMIATE/IbCTBA.
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