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Annomauus

B HaHHOﬁ CTaTbEC pPaCCMOTPECHBI I'CHECTHUYCCKHUEC AaCIICKTBI I'NIAYKOMBI, a4 TaKXE 3aTpPOHYT BOIIPOC 00
9THUOJIOTUU U MATOTCHC3C PA3JIMYHBIX BUJAOB JaHHOI'O 3a00JIeBaHUs. HpoaHaHI/ISI/IpOBaH BKJIaZ HCKOTOPBIX
TCHCTUYCCKUX JACTCPMUHAHT B PA3BUTHUC HepBH‘IHOﬁ OTKpBITOYl"OJ'IBHOfI, HCpBH‘IHOfI BaKpBITOYFOHBHOﬁ nu

BPOXKJIEHHON (OPM TIIayKOMBI.

Knrwuesuvie cnosa: nepeudHas ciayKkoma, 6mopudHas ciayKkoma, ceHemuvyecKue acneKkmeal.

AKTYaJIbHOCTb. I'maykoma  — rpymnmna
XPOHMYECKHX 3a00JIeBaHUM, XapaKTEepHU3YIOLIUXCS
HapyIIeHHEM THIPOJMHAMUKA rjiasza c
IOBBIILIEHUEM  BHYTPHUIVIA3HOTO  JIABJICHUSA U
pa3BUTHEM TJIAYKOMHOW ONTHUYECKOW HEHpOMaTHH,
a TaKKe COOTBETCTBYIOIUMMHU HEOOPAaTUMBIMU
W3MEHEHHUSMH 3pUTEIHFHOTO HEPBA M TIOJICH 3pEHHUS
— OTHOCHTCS K UHUCITY HanOoJiee pacpoCTpaHEHHBIX
¥ COITMAIIbHO 3HAYMMBIX MATOJOTHIA OpraHa 3peHHs
[3]. 'maykoma siBisieTCsl BTOPO#A TOCIE KaTapaKThl
NPUYMHON pa3BUTUS CHENOThl [5], a Takke B
OONBIIMHCTBE  CIy4aeB SBJSIETCA  TUIIMYHBIM
MyJbTU(AKTOPUATIEHBIM 3200JIEBaHUEM, PAa3BUTHE
KOTOpOTO 3aBUCUT Kak oT Habopa
COOTBETCTBYIOIIIMX TE€HETHYECKUX JETEPMHHAHT,
YBEMYMBAIOUINX PHUCK MATOJIOTMH, TaK M OT
HereHeTH4eckux  ¢akropoB.  Pa3znooOpasHbie
aCTIEKThI pa3BUTHS JTaHHOM HaToJIOTUU
NPEACTABISIIOT ~ 3HAYMTENBHBIA  MHTEpEC  JUIs
Bpauei-opTaapbMONIOroB, a  TakXe  aKTUBHO
M3y4alOTCd B paMKax JaucuUIuiMHbl "[1a3Hbie
Oosie3HU" CTylIeHTaMH MEAMIMHCKUX BY30B [7]. B
60-x Tomax XX CTOJNETHS TOSBWINCH II€PBHIC
cooOImeHus o TOM, UTO CKIOHHOCTb K
O TaTbLMOTUIIEPTEH3UN MOKET OBbITh 3aKperyieHa
reHetndecku. B 1987 rony ObIIO BBISIBIEHO, YTO
puck pazsutus [IOYT Beime B 10-20 pa3 cpenu Tex
JML, Y KOTOPBIX POJACTBEHHHKH HMEIOT JaHHYIO
narosoruto [5], mpu 3tom 10 50% cnydaes [TIOYT
SBIISICTCSI TEHETHUYECKH JeTePMUHUPOBAHHBIMU. B
JaJbHENIIIEM HCCIIeI0BaTESIMU ObLIIO ONPEEIEHO

MHOKECTBO FE€HETHYECKUX JICTEPMHUHAHT,
ONPENENAIONIUX  CKIOHHOCTH K  Pa3BUTHIO
riaykomsi [1, 4, 5].

[To xapakTepy OSTHONATOT€HE3a BBIICISIOT

NEPBUYHYIO OTKPBITOYTOJIbHYIO raykoMy (IIOVT),
MEePBUYHYIO 3aKPHITOYTOJbHYIO Tiaykomy (I13VT)

u cMemanHyro. Hanbonee wacrast hopma rirayKoMel
—ato I[IOVYT, kotopas cocraBnser 70-90% cinyuyaeB
3abosieBanus [6].

Ocob0  BeImeneHa  BpoxIeHHas  (opma
TJIAyKOMBI, YaCTOTa Pa3BUTHSI KOTOPOW COCTABIISET
okono 1 cmyyas na 10000-20000 HOBOpPOKIEHHBIX.

B ee martoreHese KIIOYEBYIO pOJb HIPAIOT
TEHETUYEeCKUe M TEepaTOreHHble  (aKTOPEI
(BO3meiicTBME  HMOHU3UPYIOIIETO  HM3JIyYeHHUS,

HEKOTOpbIE BHPYCHbIE HMH(MEKIMH Yy MaTepu BO
BpeMsi OEpEeMEHHOCTH, YHOTPEOJICHHUE aJIKOTOJIs,
KypeHne wmarepu U T.A.). OCHOBOIOJAraroIum
MEXaHU3MOM ISl  BPOXKACHHOM  TIAYKOMBI
SIBIISIFOTCS HaJIMaue HepaccocaBIIeHCs
M€30/IepMaJIbHOM TKaHU B yIJly MEpeIHEN Kamepsl
rias3a (TOHHOANCTEHE3 ) HIIH aHOMAIINH €€ Pa3BUTHSI.
[Toka3zaHo, 4TO IOHOIIECKAs M BPOXKICHHAS BUJIbI
IJTAYKOMBI ~ CBSI3aHBI ¢ Oolee  TSDKENBIM |
POrPECCUPYIOIIUM TeUeHUueM 3aboneBanus. [5]. ¥V
10-15% mnanueHTOB C NEPBUYHOM BPOXKACHHON
IJTayKOMOW HMMEIOT MECTO ClIydaW JIaHHOTO
3a0oseBaHus B ceMbe. JlJ1s1 BpOXKICHHOM II1ayKOMBI
XapakTepeH ayTOCOMHO-JIOMUHAHTHBIN XapakTep
HacJeOBaHHs c pa3Iu4HON CTENCHBIO
neHeTpantHocTh — oT 60 mo 80%, mpuuem y
JICBOYEK JaHHas TATOJIOTHs HaOIIo/aeTcs darlie,
yeM y MaibuuKkoB. [6, 8]. CornmacHo nmuTepaTypHbBIM
JNaHHBIM, B Pa3BUTHHU OTOH (HOPMBI TIIAYKOMBI
npuHUMaroT ydactre Jokycel GLC3A (pernon
2p21), GLC3B (peruon 1p36), GLC3C (peruon
14924.3 — g32.1) [8]. Taxxe OblIa MOKa3aHa POJIb
aokyca GLC1A (1921-931), cBs3aHHOTO C
ayTOCOMHO-/IOMUHAHTHBIM XapaKTepoM
HACJIEIOBAHUS FOHOIIECKOW riaaykoMbl. [Ipu sTom
pa3BUTHE FOHONIECKOH TJIAyKOMBI XapaKTepHO B
OonpIeil CTENMeHW IS JIMI MYXCKOTO ToJja
(cooTHoIeHue xeHIuH U My>xunH — 1:10) [1, 4, 5].
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Takxe y NaleHTOB € BPOXKIEHHOM ITTayKOMO ObLI

UIEeHTU(DUITMPOBAH pan HapylUIEHUN
muroxonapuansHon  JIHK ¢ mocnegyronum
CHIDKEHHEM CKOpOCTH OKHCIIUTENHLHOTO

docdopmmpoBanus, ymMeHbIieHreM cuHTe3a ATD,
aKTUBAIMEH IEPEKUCHOTO OKUCIICHUS JIUTUIOB, YTO
B pe3yiabTaTé MOXET MPHUBECTH K TUOEH
TaHTJIMO3HBIX KJIIETOK CETYATKH, HAPYIICHHUIO POCTa
u nuddepeHIMpPOBKM TKaHed B o01acTH yria
nepeAHed KaMmephl W Pa3BUTHIO TJIAYKOMHBIX
usMeHeHui [8].

Ha cerognsmHuii 1€Hb OCTaTOYHO XOPOILIO
U3y4eHBl  MOJICKYJSIPHO-TEHETUYECKHE  OCHOBBI
pazsutus IIOYI. Omnmcanbl MyTrauuu B TE€HE
MYOC/TIGR (GLC1A, 1g24.3-g25.2),
onpenenstonero cuaTe3 0enka muonminaa; OPTN
(GLC1 E, 10 pl4-pl5), nerepMHHHPYIOIIETO
obpazoBanue ontuHeBpuHa, WDR36 (GLC1G,
5022.1) wu NTF4 (GLC1O, 19q13.33),
Koaupylommii  Oenok HeWporpopun 4. Hammuume
MYTaHTHBIX aJUleJied MO ATHUM TeHaM OMNpeeiseT
puck passutus [IOVYT, paBrbrit 60-100%.

Ha ceromHsmHuii J€Hb ONHCAHO MHOXECTBO
MyTanun MYOC/TIGR, npuaeM BKJIAJ
ompeneneHHpx  noiaumoppusmoB  MYOC B
NaToreHe3 TIIayKOMbl HEpaBHO3HAYEH: HANpHMeED,
mytamust  P.Q368X  accomumpoBaHa ¢  Ooiee
no3aHe MaHudecranueil riaaykomel U Oojee
JOOPOKAYECTBEHHBIM KJIMHUYECKHMM TEYCHHEM I10
cpaBuennto ¢ pP.Y437H, p.l477/N u p.P370L,
CBSI3aHHBIX C pa3BUTHEM IOBEHUIBHBIX hopm [IOYT
C arpecCUBHBIM TeueHueM [3].

Cpenu Haubonee dYacThIX MOJIUMOP(HU3MOB
MYOC/TIGR omnucana Horcenc-mytanus GIn368X
(oOycnoBiuBaeT OKOJIO 40% CIIy4acB
MY OC/TIGR-accoruuposannoit [TOYT'), kotopas
HPUBOIUT K YKOPOUEHHIO MOJIEKYJIbl MUOLIMIMHA B
pe3yabTaTe motepu "oib(akToMeaHH-TI0JOOHOTO

nomeHa".  MyTaHTHBIE ~ O€TOK  CTaHOBUTCS
HEPACTBOPUMBIM, HaKaIlIUBasICh B
SHJIOTIA3MAaTHYECKOM peTUKyIymMe KJIETOK

TpaOeKyIsIpHOI CeTH U COCcOOCTBYS UX aroNTo3y.
[4]

Okcmnpeccust rera MYOC/TIGR mpoucxoaut B
TaKuX 00pa30BaHUAX, KaK TPAOEKyJIsIpHasi CETh yria
niepeiHel KaMephl Ti1a3a, MUIHapHOe Telo, CKIepa,
cocyamcTast 000JI04Ka TJa3a, pOroBUIla, paayKHast
o0oyouyka TJaza, ceTdyaTKa, MUIEMMOB KaHal,
NIOCTJIAMUHAPHBIE aKCOHBI 3pUTENBHOTO HepBa [4].
MuomnnuH ~ ydactByeT B (OPMHUPOBAHUH
BHEKJICTOYHOTO BEIIECTBA COCAMHUTEIBHON TKaHU
U PETyJSIUH OTTOKA BHYTPUTIIa3HOW )KUAKOCTH M3
Tpabekyn [4]. Beuio moka3aHO, YTO MyTaHTHBIN
MHOIMINH MOXET OKa3bIBaTh npsmMoe

IIUTOTOKCUYECKOE JICHCTBHE Ha TaHTJIMO3HbIC
KJIETKH M acCTPOLMTHl pElIeTYaToN IUIACTHHKH,
NpUBOAS K HApyIIEHUIO (YHKIHMOHHUPOBAHHS
MUTOXOHJIPHII ¥ TIOBBIIIAsl YYyBCTBUTEIBHOCTh
KJIETOK TpaOeKyIspHOW CETH K OKCHAATUBHOMY
crpecey [3, 4].

I'en OPTN »skcnpeccupyeTcsi B TaKMX TKaHAX
riia3a Kak OeCIUTrMEHTHBIN SMUTENUH [UITUAPHOTO
Tena, TpabeKysspHas CeTh, CeTYaTKa, 3pUTEIbHBIN
HEpPB, a TaK)Xe BBIABISECTCS BO BHYTPUIJIA3HOM
xuakoctu. OOpasyromuiics OeloK ONTHUHEBPUH
BOBJICYEH BO MHOXECTBO MEXMOJICKYISIPHBIX
B3aUMOJICCTBUM M y4aCTBYET B peaju3aluu myTeu
nepefaydl CUrHajia B KIIETKaX, a TaKXKe SBISETCS
(baKTOpOM TPAHCKPHUIIIIUH, PETyIUpys anonTo3 [4].
Jns rena OPTN onucaHbl Takue MyTallUH, Kak
p.ES0K, ¢.691_692insAG, p.R545Q, p.M98K,
p.H26D, p.H468R, p.A336G, p.A377T, p.T202R,
p.E322K [3]. MyTaiuu B COOTBETCTBYIOILIEM T'CHE
COIIPOBOXKIAIOTCS yBEITUYCHUEM armonTo3a
TaHTJIMOHAPHBIX KJIETOK CETYaTKH riiasa [1].

Takue wmyranuu, kak MYOC/TIGR (1g24.3-
g25.2) u OPTN (10pl4-pl5) moryr mpuBeCTH K
pazsututo [IOYI' ¢ ayrocoMHO-IOMHUHAHTHBIM
TUTIOM HACJIEJIOBaHUS, OTHOCAIIUXCS K TpyImne
MOHOT€HHBIX 3aboieBaHuil. Puck peamuzanuu
3a00JIeBaHUsl Y HOCUTENIEH TaKUX MOJIMMOP(HU3MOB
nocturaet 60-100% [1, 4, 5].

Myranuu B rene WDR36 Ha qyiMHHOM Miede 5
xpomocombl (GLC1G, 5022.1) BHOCAT BKIam B
pasButre [IOYT npumepno B 5-6,9% ciyuaes. Ilo
coBpeMeHHBIM TipencraBieHusM WDR36 sBisercs
TeHOM-MOJIU(UKATOPOM ISl APYTUX TEHETUYECKUX
JIETEPMHUHAHT, CIOCOOCTBYIOIIMX  Pa3BUTHIO
rnaykombl. T'en NTF4, pacnonoxeHHblii Ha
quHHOM  Tutede  19# xpomocombr  (19g13.3),
ompenenser cuHTe3 Oenka Heilporpoduna 4.
Myrtaruu B Hem ObUH BeIsIBICHBL Y 1,7% ¢ TIOYT n
IJ1IayKOMOH TICEBIOHOPMAJIBHOTO JIaBJICHUSI.

Takxe ObUT JAETEPMUHUPOBAH psiJ TEHOB,
OTBETCTBEHHBIX 3a PETYJISIMIO Mpoliecca anonro3a
kiIetok. Hampumep, wu3BecTHO, 4Yro TeH pP-53
croco0eH MOBBIILIATH HKCHPECCHIO
IIPOANONTOTUYECKOro reHa Bax u cHU»KaTh ypOBEHb
OKCIPECCHH aHTHANoNToTH4Yeckoro reHa Bcl-2.
Tak, momumopdu3m reHa P-53 ¢ mociemayronum
3aMeIleHUeM apruHUHa Ha TMPOIUH B 72-M
TIOJIOXKEHHH SIBJISIETCS] OJTHAM W3 BaXKHBIX (DaKTOPOB
pucka pazsutus [IOYT y pana sTHUYECKUX Tpynn
[2].

Kpome Toro, Bknax B passutue [IOYI' BHOCAT
MyTaruu B TeHe muToxpoma P-450 CYP1B1,
pacrioyio)KEHHOTO  Ha  KOPOTKOM  Iieue  2-i
XpPOMOCOMBI B JIokyce 2p22.2. Tlokazano, uro 20-
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50% manuentoB c¢ IIOYIDT umeror myranuu B
naHHoM reHe. [4]. TIpoayKT 3TOro reHa MPUHUMAET

ocobeHHocTH  Mopdosorun naza. B psne
UCCIIeIOBaHM ObLIa BBISBICHA POJIb TAKUX TCHOB,

ydyacTue B OOMEHE CTepOHMIHBIX TOpMOHOB, kak MFRP, ren marpuunoii MetamionpoTenHasbl 9
peTHHOJIa, PETHHAIIA M dKcrpeccupyercs moutd Bo  (MMP-9), TeH
BCEX TKAHAX OpraHuW3Ma, B TOM YHCJIC U B TKaHsAX MerwieHTerparuapodonarpenykrazsl  (MTHFR),
rinasa [8]. CALCR wu gpyrue [1].

B IaToreHese pa3BUTHUS MEPBUYHOMN Takum  oOpa3oM, TeHeTHYecKas Mpupoaa
3aKkpeITOyronbHOM riaykombl (I13VI) BaxHy riayKkombl Ype3BBIYAHO pa3HOOOpas3Ha U CBs3aHA C
pOJIb  UTPalOT TeHeTHYecKue OOYCIOBICHHbIE MHOXKECTBOM MOIMMOP(PU3MOB PA3IUYHBIX TEHOB.
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Abstract

In this article, the genetic aspects of glaucoma are examined, and the issue of the etiology and pathogenesis
of various types of the disease is also discussed. The contribution of some genetic determinants to the
development of primary open-angle, primary closed-angle and congenital forms of glaucoma is analyzed.

Keywords: primary open-angle glaucoma, secondary closed-angle glaucoma, genetic aspects.
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