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H.B. KopcaKOBal’z, T.A. benkosa'
COBPEMEHHBIE CBEJIEHUS O TEHETHUYECKOM HEOJJHOPOJHOCTH
BPOXJIEHHBIX KATAPAKT
'\®IBOY BO «Uysawickuii 2ocydapcmeentwiti yhusepcumem um. U.H. Yavsanosay, 2. Yebokcapui
2@IrAY HMHIL] «MHTK «Mukpoxupypeus enaza» um. akademuxa C.H. Dedoposar
Munzopasa Poccuu, . Mockea

C 1enbio U3y4eHHs! COBPEMEHHBIX CBEJCHUH 00 0COOCHHOCTSIX F€HETHYECKOTO CTaTyca IMalHeHTOB C BPOXKJICHHON KaTapaKToiH
IPOAHAIM3UPOBAHBl COBPEMEHHBIC HAayYHBIC POCCHIICKHE U 3apyOEKHBIC ITyOIUKALNH O T€HETHYECKOM OJIUMOP(pU3ME BPOXKJICH-
HOM KaTapakThl. BhISBICHBI HOBBIE KOHLEIIINK STHOJIOTHH BPOXKICHHOM KaTapakThbl, KOTOPbIC MOTYT OBITh BHEAPCHBI B KIMHHYE-
CKYIO TIPaKTHKy. BHeipeHre HOBBIX NPEJICTABICHNH 00 3THOJIOTHU BPOXKACHHON KaTapakKThl PACHIMPUT BO3MOXKHOCTH €€ paHHEH
JIMarHOCTHKH U TIOBBICUT 3()()EKTHBHOCTH IIPOBOMMOTO JICUCHHSI.

Knrouesvie cnosa: BpOXeHHAS KaTapaKTa, TCHbI, MyTalHsl, XPYCTAIIHK.
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N.V. Korsakova, T.A. Belkova
CURRENT INFORMATION ON GENETIC
HETEROGENEITY OF CONGENITAL CATARACTS

In order to study modern information on peculiarities of genetic status of patients with congenital cataract, modern scientific
Russian and foreign publications on genetic polymorphism of congenital cataract have been analyzed. New concepts of the etiology
of congenital cataract have been identified, which can be introduced into clinical practice. Thus, the introduction of new ideas about
the etiology of congenital cataract will expand the possibilities of its early diagnosis and increase the effectiveness of the treatment

carried out.
Key words: congenital cataract, genes, mutation, lens.

Bpoxxnennass kartapakTa BBIBISIETCS Y
0,4% HOBOPOXJCHHBIX. 3a00JCBaHHE MOXET
OBITHb OIHOCTOPOHHHMM, JIByCTOPOHHHM H cCOYe-
TaHHBIM C MHOM maTosioruei. BpoxkjaeHHble KaTa-
PaKTHl OTIMYAIOTCSA OT MPUOOPETEHHBIX TEM, YTO
yame He MpOorpeccupyroT. BpokaeHHble KaTa-
PaKkThl TEHETHYECKH HEOIHOPOAHEL. M3BecTHO,
YTO pa3IMYHbIE MYTAallMU B OJTHOM U TOM K€ TeHe
MOTYT BBI3BIBATH CXOJIHBIC MMATTEPHBI KaTAPaKTHI,
B TO BpeMs Kak MOP(HOJIOTHs BPOXKICHHBIX KaTa-
PaKT B HEKOTOPBIX CEMBSX C BBICOKOW Bapwa-
OCNBHOCTBIO TIPEAIoaraeT, YTo OJHA W Ta XKe
MyTalMs B OJHOM I'eHE MOXET NMPHUBOAUTH K €e
pa3nn4HbIM (eHoTHnam [8].

C uenpio uU3ydyeHUs] COBPEMEHHBIX CBeJe-
HUl 00 0COOEHHOCTSAX TEHETHYECKOTO CcTaTyca
MAI[MEHTOB C BPOXIACHHOM KaTapaKToi mpoaHa-
JM3UPOBAaHBI COBPEMEHHBIE HAYYHBIE POCCHICKHE
1 3apyOexHble MyOIMKAIMA O TEHETHYECKOM TI0-
muMopu3Me BPOXKIEHHON KaTapaKThI.

IIpu n3yueHun MUpPOBOU HAy4YHOH JIUTEPA-
TYpBI MBI OOHAPYXHJIU HOBBIC BaKHBIC CBEICHUS
0 TEHETHYECKON HEOTHOPOTHOCTH BPOXKICHHBIX
karapakt (BK). K Hacrosimiemy BpeMeHU BBISIB-
JIeH psiJl MyTallvid B Pa3IMYHbIX TeHaX 4YeJIOBEKa,
KOTOpBIE KOJIUPYIOT OCHOBHBIE ITUTOILIA3MATHYE-
cKre OCNIKM XpyCTalHuKa M MPUBOAST K Pa3BUTHIO
Pa3IMYHBIX BUJOB BpOXAEeHHBIX kKaTtapakT (BK):
HalpuMep TEHbI, KOJUPYIOMIHe OeNKH KpHCTai-
muabl (CRYA, CRYB u CRYG), cnenuduyanbie
Uil XpycTanuka Oenku KoHHeKcuHBl (Cx43,
Cx46 u Cx50), akBanmopuH WM OCHOBHOM BHYT-
penamii 6emok (MIP), a Takxke CTpPyKTypHBIC
Oenku uToCcKenera [6].

W3BecTHO, 4TO OENMKM KPUCTAJUTUHBI CO-
cTaBIAOT Oosree 95% pacTBOPUMEBIX OEIKOB XPY-
CTallMKa dYeJoBeKa, o0ecreynBasl €ro OITHYe-
CKYIO TPO3PavyHOCTh M BBICOKUH MOKa3aTeNb Ipe-
nomienust; ocrasiuecs 5-10% cocTaBusoT Apy-
rMe NpOTEeUHbl HEKPUCTAIIMYECKOU NpUpojsl. B
HaCTOsIIIee BpeMsl HACHTU(UIMPOBAHBI MyTaLlUH
B 3-X THNAX KPHUCTAUIMHOB: O-, P- ©U Y-
KpUCTAJUTMHBI. Ha 707110 mocneHux mpuxoanTes
1o 40% obwvema Bcex OexoB xpycTanuka [4].

Y CTaHOBIEHO, YTO (-KPUCTAJUTHHBI CBSI3aHBI
¢ OenkamH TEIUIOBOTO IIOKA — MOJEKYISIPHBIMU
monepoHaMy, (YHKIMS KOTOPBIX COCTOWT B TIpe-
OYTIPEXICHIUH HEKOPPEKTHOTO CBSI3BIBAHUA MEXKIY

YaCTUYHO JI€HaTYpHPOBAHHBIMU OENKaMu, HaKarl-
JIMBAFOIIIUMICS B KJIETKAX BCJIEICTBUE BO3ACHCTBHS
(axTopoB BHelHEH cpezpl [3]. W3 atoro cienyer,
9r0 (YHKIUS O-KPUCTAUIMHOB 3aKJII0YAeTCs B
NpeNyNpeXIeHUN arperay OeJIKOB XPYCTaJIHKa.
Kpome Toro, n3BecTHO, YTO 0-KpUCTAJUIMHBI COCTO-
AT W3 JIBYX POJACTBEHHBIX OeikoB (0A- m oB-
KPUCTAJUINH), KOTOPBIE KOTUPYIOTCS OTACIBHBIMU
renamu  (cootBerctBeHHO, TreH CRYAA wu
CRYAB). B Hacrosiee BpeMsi yKe OIHCaHO 8 My-
tammii B rene CRYAA [8]. IlepBas myrtanus
(R116C) unumuupyet passurre BK simepHoit jo-
KaIM3alli, a TaKKe pa3BUTHE MHKPOKOpHEa |
MuKpodTansmun [1]. DTa MyTanus cBs3aHa C 3a-
MEHOM apruHhHa Ha LUCTEUH B MoJjioxkeHuu 116
(9Ta 3aMeHa MPUBOJUT K AHOMAITLHOW OJIMTOMEpPH-
3allWH O~ U -KPUCTAIUIMHOB, B PE3YJIbTATEe KOTOPOH
pa3BUBaeTCsl NOMYTHEHHE XpycTajiuka). Bropas
MyTalusl XapaKkTepu3yeTcsl 3aMEHOW TpeoHWHa Ha
npexaeBpeMeHHbIit cron-kogoH (W9X) ¢ perec-
CHBHBIM HACJIEZOBAHHEM, YTO MPUBOAUT K HOSIBIIC-
HUIO ycedeHHoro Oenka. [pyrue 3 myrarmm R21L,
R49C n G98R, umeroT ayTOCOMHO-TOMHUHAHTHBIN
THT HaclienoBanwus [2,3,8].

B- M y-KpUCTaIMHBI SBIAIOTCA CTPYKTYP-
HBIMU OenkaMu Xpycranuka. [laTtonmornieckue my-
TalliM B TE€HAaX 3THX KPUCTAIUIMHOB (OPMHPYIOT
Oenxw ¢ HapymieHHOW (DyHKITEH. [-KpUCTaILTHHBI
JeTATcs Ha 7 HOATpyHIL: 3 0cHOBHBIX (opMmbl (BB1-
, PB2- u BB3-KpHCTaIMHEI, PACIONOKECHHBIE Ha
xpomocoMe 22ql1), a Takxke 4 KHCIBIX (POPMBI
(BA1/A3-kpUCTaITMHBI, PaCIIOIOKEHHBIE Ha XpPoO-
Mocome 17ql1; BA2-kpucTaimH, pacioaoKeHHBIH
Ha xpomocome 2q33; BA4-KpUCTALINH, pacIoo-
KEHHBIM Ha Xxpomocome 22qll1). B macrosmee
BpeMs yXKe WASHTU()UIMPOBaHbI 2 MyTallul B TCHE
CRYBAI, xortopeie xoaupytoT Oemok PAl-
KpUCTA/UIMH. JlaHHas MyTais CONPOBOXKIACTCS
¢dopmupoBaHreM Takux BuaoB BK, kak mmactus-
yartad, moBHas U snepHad. g rena CRYBB2
uneHtudunuposansl 3 mytammu (Q155X, D128V
1 W151C), nzydenmne KOTOPBIX HAYaJlOCh CPaBHU-
tenpHO HenmaBHO [10]. K Hactosmemy BpeMeHH
TaKKe 3aperMCTPUPOBAHO S5 MyTauuii B TeHE
CRYGC: T5P, 225-226insGCGGC, C109X,
WI157X nu R168W [8].

KoHHEKCHHBI, SBIAACH MYJbTUTEHHBIM Ce-
MEWCTBOM O€JIKOB, cOCcTOAT Oosee yem mu3 20 wire-

MeAanumMHCKNM BeCTHUK BawwKopTtocTaHa. Tom 15, Ne 4 (88), 2020



102

HOB, TPH M3 KOTOPBIX AKCIIPECCUPYIOTCSI B XpYy-
crammke (Cx43, Cx46 u Cx50). U3BectHO, YTO
ciequuuHbIe U XpyCTanuka OelKd KOHHEKCHU-
HBI SIBJSIFOTCSL BaYKHBIMH COCTABJISIFOLIMMH LIIEJIe-
BBIX COEIMHEHMI KJICTOK XPYCTAINKa U 0COOCHHO
Ba)KHBI JUI MUTAHUS U MEXKIETOYHOH KOMMYHHU-
kanuu B OeccocyauctoMm xpycranuke [6]. OHu
00ecreurBaOT MEXKKIICTOUHYIO TPAHCIIOPTHPOBKY
HEOOJBIINX OMOMOJIEKYJI, MOHOB, IHTATEIBHBIX
BEILECTB M MeTa0OoJIMTOB, co3laBas MeTaboinde-
CKHH TOMeOCTa3 XpyCTalIMKa U MOJAEPKAHUE €ro
MPO3pavyHOCTH. Y CTaHOBJIEHO, 4TO Je(eKThl KOH-
HEKCHHOB HAapyIIalOT CHHXPOHHYIO U COTJaco-
BaHHYIO paloTy (U3HONOTMYECKUX IMPOLECCOB B
BOJIOKHAX XPYCTaJIUKa, YTO (DEHOTHITMYECKU BBI-
pakaeTcsi B BOSHUKHOBEHUW HEOJHOPOIHOTO, TIbI-
7eo0pa3Horo  (MOPOMIKOBUIHOTO) TOMYTHEHHS
XpyCTalukKa  pa3Nu4HOM  Jokanm3ammu  [9].
Hanpumep, myrtarun B reHax Cx46 u Cx50 mpu-
BOJST K (DEHOTUIMYECKU CXOIHBIM IUIACTUHYATO-
meeBuIHBIM BK (ayTOCOMHO-TOMUHAHTHBINH THIT
HacnenoBanus). Shiels A. u coastopsl (2017) co-
OOIIMIN O MHCCEHC-MyTallMM B KOIOHE 88 reHa
Cx50, Bemymeld K 3aMEHE NpPOJIMHA Ha CEpUH
(P88S) m mHuIMMpyromen pa3BUTHE IIaCTHHYA-
TOW MyJIbBEPYJCHTHOW KaTapakThl (ayTOCOMHO-
JOMHHAHTHBIN THIT HaclieoBaHus) [7].

OcHOBHOl BHYTpeHHHI Oenok (aHrm -—
major intrinsic protein, MIP) BosokoH xpycTau-
ka, wn akBanopuH-0 (AQPO) sBnsieTcss HeOTHEM-
JIEMOH 9acThI0 MEMOPaHHOTO Oelka, BXOJAIIETO B
CEeMEHCTBO aKBaIlOPMHOBBIX EPEHOCUYUKOB BOJBI.
3TO caMblii BBICOKOIKCIIPECCUPYEMBIH MeMOpaH-

HBII Oenok B xpycranmke (moutu 80% Tpamnc-
HOPTHBIX OENKOB). YCTaHOBJIEHO, YTO pa3BHUTHE
IDTACTHHYATOW, KOpKOBOM m moimMopdHOoi BK
CBSI3aHO C MHCCEHC-MYyTallMsIMH HUMEHHO B I'€HE
MIP/AQPO. Hanpumep, mytauust T138R mpuBo-
JUT K pa3BUTHUIO TuIacTUHYaToN U nossipHoit BK, a
myTarust E134G — k pa3surntio mactuavatont BK.
[peamnonaraercs, yto 00e 3TH MyTallH ACHCTBY-
10T 4Yepe3 3aTpylHEHHEe HOPMAJIBbHOTO pa3Melle-
mus MIP/AQPO B mmasmarmdeckoil memOpaHe
KJIETOK — BOJIOKOH XpycTayinka [5].

LurockeneTHsie OENKW NPEACTAaBISIOT CO-
0ol ceTh pa3HOOOpPA3HBIX ITUTOIIIA3MATHYCCKUX
OCITKOB, KOTOpPHIE VYYaCTBYIOT B OOECIICUCHHUH
CTPYKTYPHOH OIOPBI, MOABMKHOCTH, a TaKKe MO~
JepaHud o0beMa U (POPMBI KJIETOK XPYCTAIIMKA.
Y cTaHOBJIEHO, YTO, HAIPHMEDP CTPYKTYpPHBIE OCIIKH
oucepHoii Hutn (BFSP) sBnstorcst yHHMKanbHOMH
CTPYKTYPOM LMTOCKENeTa, KOTOpasi COACPKUT JIBa
ocHOBHBIX kKomrioHeHTa: BFSP1 (tak Ha3piBaeMbIit
filensin) u BFSP2 (tak Ha3biBaembiii CP49). O6Ha-
pyXeHo, 4To reH, koaupyromuii BFSP2, nokanu-
30BaH B XpoMocoMe denoBeka 3q21. Oxna u3 ero
mytauuii (R278W) nmeer cBs3b ¢ pa3BUTHEM KaTa-
PaKTBI FOHOIIECKOTO BO3PAcTa; ero Apyrasi MyTarus
(delE233)  compoBokmaercst  (OPMHPOBAHHEM
STIEPHBIX, IIOBHBIX U KOpTHKaIbHEIX BK [8].

3axinoueHue

[IpoBenénHoe wuccnenoBaHWe TO3BOJIMIIO
BBISIBUTH PsiJi HOBBIX CBEJCHHH OO0 3THONOTUH
BPOXIICHHOHM KaTapakThl, 3HAHUE KOTOPBIX PACIIU-
PUT BO3MOXKHOCTH €€ PaHHEH IHUAarHOCTUKH H TI0-
BbIIIECHUS 3P ()EKTUBHOCTH IPOBOANMOTO JICUEHHS.
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Al 3arunynnuna, P.P. SImryraunos, JI.U. T'unemssuosa, B.Y. 'anumona
CHUHIPOM MUIT'MEHTHOM JUCNEPCUA U IMTMEHTHAS I'TAYKOMA
DI'FOY BO «bawxupckuii 20cy0apcmeentblil MeOUYUHCKUL YHUBEPCUMEN »
Mun3zopasa Poccuu, 2. Y¢ha

CHHIPOM ITUTMEHTHOI TIIayKOMBI IIPEJICTaBIISIET COOOM MATONIOTHYECKOE COCTOSHHUE, XapaKTepU3yoLIeecs: HATMYMEM ITMTMEHTHBIX
KJICTOK Ha 3a/jHeil MOBEPXHOCTH POTOBHILIBI, Je(EKTOB TPAHCHLTIOMHUHALMK B CPEAHEH mepudepun paxyKHOH 00O0NOYKN M YCHIICHHUS
MUTMEHTALMHN TPabeKy IAPHOH ceTn. DTa TprUaja CUMIITOMOB MOXET PUBECTH K HOBBILICHHUIO YPOBHS BHYTPUITIA3HOTO JIABIICHUS C 10-
CIIIYIOIMM Pa3BUTHEM ITHTMEHTHOM I71ayKOMBI. B HacTosiieit craThe mpeicTaBiieH 0030p OTEUECTBEHHOH 1 3apyOeKHOM JTUTepaTypsl
00 3MHMAEMUOJIOTMH, STHONATOTEHE3e, KIMHUYECKIX OCOOCHHOCTSAX TEUCHUS CHHAPOMA IMHUTMEHTHOM JUCIEPCHU M IMMTMCHTHOM Iiay-
KOMBI, a TAKXKe NPe/CTaBlIeHa HHPOPMALUsl OTHOCHTEILHO COBPEMEHHOT'0 MO/IX0/1a K MX JIMATHOCTUKE U JICYCHUIO.

Knrouegvie cnosa: ciaapom IMArMEHTHO# IMCIIEPCHH, IMTMEHTHAS TJIayKOMa, BHYTPHIIIA3HOE JIaBIIEHHE, TNarHOCTUKA, JICUCHHE.

A.Sh. Zagidullina, R.R. Yamgutdinov, L.I. Gilemzyanova, V.U. Galimova
PIGMENT DISPERSION SYNDROME AND PIGMENTARY GLAUCOMA

Pigment dispersion syndrome is a pathological condition characterized by the presence of pigment cells on the posterior surface of
the cornea, transillumination defects in the mid-periphery of the iris and increased pigmentation of the trabecular meshwork. This triad
of symptoms can cause elevated intraocular pressure, followed by the development of pigmentary glaucoma. This article provides an
overview of domestic and foreign literature on epidemiology, etiopathogenesis, clinical features of the course of pigment dispersion

syndrome and pigmentary glaucoma, and also provides information on a modern approach to their diagnosis and treatment.
Key words: pigment dispersion syndrome, pigmentary glaucoma, intraocular pressure, diagnosis, treatment.

Onpeoenenue, ucmopus

Cunnpom murmenTHo# nucniepenu (CIIT) —
HNPEUMYILIECTBEHHO IBYCTOpPOHHEE 3a0o0jeBaHue,
XapaKTepu3ylolleecsi MOCTEIICHHBIM BBHIMBIBAHH-
€M IpaHyJjl NUI'MEHTA U3 SMUTENUs] TUI'MEHTHOTO
CJI0SI pafy’)KHOH OOOJIOYKM C IOCIEAYIOIIUM HX
OTJIO’)KEHUEM B CTPYKTypax IEpPEAHEro OTpe3Ka
rnaza [2,23]. Ilepeoe ynomunanue o CIIJI natu-
pyetcs 1899 r., korna Krukenberg BriepBbie omm-
CaJl XapaKTEePHbIE OTJIOKEHUSI Ha SHAOTEIHH PO-
ropunbl [8]. CIIJl moxxer mporekaTh Kak 0e3
MOJbEMAa YPOBHS BHYTPHUIJIA3HOTO JaBJICHUS
(BI'D), Tak ¥ ¢ NOBBIIICHUEM ITOKa3arenen og-
TaIbMOTOHYca. B Tex cmydasx, korga HaOmona-
€TCsl IOBBILIEHHBIM ypoBeHb nokaszareineit BI'Jl B
COBOKYITHOCTH C HaJM4HMEM TJIayKOMaTO3HBIX
U3MeHeHuil 3purensHoro Hepma, CIIJl xmaccu-
¢unupyercsa kak nurmentHas raaykoma (I1). O
cesi3u Mexay CIII u [1I" BnepBeie coobmun Von
Hippel 8 1901 r. [11]. B 1940 r. S. Sugar onucan
nepsbiit cimyyait [, a Levinsohn B ToMm ke Toxy
OOHApyXUJI TUTMEHT TpPaOeKyIApHOH ceTH W
MIPEITOIOKUIT €T0 MPOUCXOXKIEHUE U3 pagyKHON

obomoukw [15,23,28,29]. B 1949 r. S. Sugar u F.
Barbour onucanu xapaktepusie npusHaku I y
ABYX MOJIOJABIX MY’KYHH C MHUOIIHEH: BEPCTCHO
Kpykenbepra, nedexTsl TpaHCHLTFOMHUHALIAN
panyKK, yCUJICHHAas TUTMEHTAIMs TpabeKyIsip-
HOH CETU W Iia3Has THIIEPTEH3Us, KOTopas yBe-
JMYUBAJIACh C MUPUA30M U YMEHbILIANACh IIOCIIE
VHCTHIUISIMK Miokapnuaa [29]. B mocnenyro-
IIeM JaHHOE OTKPBITHE BBI3BAJIO BCECTOPOHHUHN
nHTepec pana yu€nsix k [ [27].

Pacnpocmpanennocme

bonee 70 MUIIMOHOB YENOBEK CTPaJarOT
[JIAYKOMOM BO BceM mupe, dacrora III' cocras-
nser 1,1-1,5% Bcex cmyuaeB rmaykomsl [27].
CILH u III" game BcTpedarOTCsl y JUI] €BPOIEO-
WAHOM packl U MOTYT HAcCleOBaThCs IO ayTo-
COMHO-IOMUHaHTHOMY THILy C Pa3HOW CTENECHbIO
nposiinerus [23,30]. lanasie 3a0omeBanms B 77-
90% cmydaeB MOPaKalOT JUI MY>KCKOrO TOJa,
HMeEIIUX B aHamHe3e muonuio. Kak mpasuio,
CIIJ] nposBnsieTcss B roHOIIECKOoM Tepuoge (17-
25 net), a III' — B TpeTbel-ueTBEpTON AeKane
®u3HH. JKEeHIIMHBI CTPaJalOT JaHHOH MaToJIOTU-
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