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A Il 3arumymouHa
O ®PEHOTHUITAX IEPBUYHOM I''TAYKOMBI
T'BOY BIIO «bawxupckuii 2ocydapcmeenHvlil MeOUYUHCKUL YHUBEPCUMEN1)
Munszopasa Poccuu, e. Ya

B 0630pe paccmotpeH nonuMopdusM (GpakTOpOB MPeIpacioNoXeHHOCTH K aCCOLMUPOBAHHBIM C IIaykoMoii ¢eHoTHnam. Ilep-
BuyHas riaykoma (I1I') xapakrepusyercst O0NbIIONH BapHaOeIbHOCTBIO TCUCHUS 1 MHOTUMH (popMaMu 3a00JIeBaHUs, ONPEICICHIE
KOTOPBIX MOXET OBITh 3aTPyAHEHO B CBSI3M OTCYTCTBHEM JOCTATOYHON KIMHUYECKON M TCHETUYECKOW THArHOCTHKH TAKHUX ITAlMCH-
ToB. ['eHOTUIIMPOBAHKE TIIAYKOMbI KaK MOHOTEHHOTO ¥ MHOTO()aKTOPHOTO 3a00JICBaHMs, BBISIBICHHE ONpPEIEICHHbBIX KIMHUYECKUX
U TEHETHYECKUX KPUTEPUEB, JISXKAIINX B OCHOBE nozpasencHus [1I" Ha oTienbHble (DeHOTHIIBI, SBISIOTCS EPCIEKTUBHBIM HAIPaB-
JICHUEM TIpH pa3padoTke 3(p(HEKTUBHBIX U EPCOHUPUIMPOBAHHBIX ITOIX0JJOB K THATHOCTHKE M TEPAIHU JAHHOTO 3a00JICBaHUsL.

Knioueguvie cnoga: neppnyHas riiaykoma, TeHOTHII, (PEHOTHUII, TOTMMOP(HU3M, NEPCOHATU3NPOBAHHAS MEAUIIMHA.

A.Sh. Zagidullina
PHENOTYPES OF PRIMARY GLAUCOMA

The review examined the polymorphism of factors associated with susceptibility to glaucoma phenotypes. Primary glaucoma
(PG) is characterized by high variability of manifestation and the existence of many forms of the disease, the determination of which
may be difficult due to lack of adequate clinical and genetic diagnosis in these patients. Genotyping of glaucoma as monogenic and
multifactorial disease, the identification of certain clinical and genetic criteria underlying the units PG individual phenotypes is a

perspective direction in the development of effective and personalized approaches to diagnosis and treatment of this disease.
Key words: primary glaucoma, genotype, phenotype, polymorphism, personalized medicine.

I'maykoma — rpymnma XpOHMYECKHX 3aboiie-
BaHMU TJa3, XapaKTEPU3YIOIIUXCS HapyIIeHHEM
TMIPOJVHAMUKY T7a3a ¢ noBelenreM BI'Jl u pas-
BUTHEM TJIAYKOMHOM ONTHUYECKOM Helponaruu
(I'OH) 1 COOTBETCTBYIONTMMH HEOOPATUMBIMH W3-
MEHEHUAMH 3pUTENILHOTO HEpBa U 1ofs 3peHust. Io
JAHHBIM BceMHpHOI opraHu3anuu 37paBoOXpaHe-
HUSI, YKCIIO TJIAyKOMHBIX OOJIbHBIX B MHpE Koied-
nercs ot 60,5 no 105 MITH 4enoBeK, Ipu 3TOM MPOo-
THO3UPYETCS] YBEJIMYEHHUE YHMCia 3a00JICBIINX €I
Ha 10 MytH B TeueHue Ommkaiimx 10 et [1].

B mocneanue roapl B CBS3U C pa3BUTHEM
MOJIEKYJISIDHO-TEHETUYECKUX W IapakJINHU4Ye-
CKHX METOJIOB O0CIEeIOBaHUS TEPECMOTPEHBI
CyILIECTBOBABILINE PaHEE MPEICTABICHUS O MpPHU-
YMHAX BO3HUKHOBEHHUS W MEXaHM3MaX Pa3BUTHUS
r1ayKoMsbl [8]. OCHOBHBIMHM TEOPHAMH IAaTOT€HE-
34 NEPBUYHON OTKPBITOYI'OJBHOM TIJIAYKOMBI
(ITOYT') sBastiroTcsl MeXaHWYecKasi, COCYAHCTasl,
MeTabonuyeckas. B HacTosee BpeMsi OONbIINH-
CTBO HCCIIeIOBaTeNlel CYUTAIOT, YTO OCHOBHBIM
JTUarHOCTUYECKUM TPU3HAKOM 3TOH pasHOpPO-
HOM Tpynmsl 3a00J1€BaHuil ABIsIeTCs crenuduye-
CKas TJlayKoMaTo3Has ONTHYecKast HelpornaTusl.

maykomy kiaccupUUIUPYIOT TO 3THOJO-
ru (MepBUYHAS W BTOPHYHAsS), aHATOMHH IIe-
penHeil kamepsl ri1a3a (OTKPHITOYTOJNbHAS U 3a-
KpBITOYroJibHast) ¥ BpeMeHW Havana (uHpaH-
TUJIBHO-IOBEHWIbHAs W B3pocias). Pazmuunble
¢dbopmbr mepBuuHO# riaykomsl (I1I') moxpasme-

JISIOT Ha 3 OCHOBHBIE TPYIIBI: OTKPHITOYTOJIbHAS
(ITOYT), 3aKpBITOYTONBHAS, BpPOXKICHHAS
(HacmeaCTBEHHAs) TIayKOMA.

B xmunuke III" MBI Takke umMeeM JEN0 C
00MBIION BapraOeNbHOCTBIO TEUCHHS TIIayKOMEI
M CyIIECTBOBAaHWEM MHOTHX (P€HOTHNOB 3aboie-
BaHMUS, ONpEENICHHe KOTOPBIX MOXET OBITh 3a-
TPYZAHEHO B CBSI3U CO CKYJHOCTBIO Kajio0, -
TENBHBIM OECCHMIITOMHBIM T€YEHHEM, 3aTpyIHe-
HUEM IOJIHOM KIIMHUYECKON U F€HETUYECKOU JU-
ArHOCTUKHU TaKHUX MAIlMEHTOB.

B cBs3u ¢ 3THM MepCreKTUBHBIM Harmpas-
JEHHEM pPa3BUTHA COBPEMEHHOW MEIUINHbI
NpPEACTABISIETCS]  BBISIBICHHE  JOKIMHHUYECKHX
OpOsIBIIEHUH 3a00JIeBaHM Ha OCHOBE aHalln3a
XapaKTepHBIX OHMOMAapKepoB M IPEBEHTHBHO-
npoUIAKTHYECKUI TTOAXO0X B JICUCHUH U JHA-
THOCTHKE.

Ompenenenne (PEHOTUTTUISCKUX OCOOCH-
HOCTeH 3a00JeBaHMS SBISETCS AKTyalbHBIM B
CBSI3U C TIOBBILICHHBIM BHUMAaHUEM K MEPCOHAIH-
3UPOBAaHHON MEIHUIKHE, CyTh KOTOPOH 3aKiova-
€TCAd B TNPUMCHCHUU CHCI_[I/I(bI/IT-IeCKI/IX METOJ0B
JIeYCHHS U JUAarHOCTHUKU JUISl KaXKIOTO OTIEIBHO-
ro nauueHTa. IIpu 3ToM akTyanbHBIM CTAHOBHTCS
0TOOp NAIMEHTOB, B HAUOOJBINEH CTEEHH OTBe-
YaUIMX Ha ONpPEACNICHHBIA METOJ] AUArHOCTUKU
WIN croco0 JieYeHHs, YTO JUKTYeT HX pasJelie-
HHE Ha CyOmomymauuy/(QeHOTUITB/SHIOTUIIBL.
[MonsTHe «heHoTUm» pacnpocTpaHseTcs: Ha JIo-
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Oble MpU3HAKW OpraHu3Ma, HauWHas OT TMEepBHY-
HBIX TPOAYKTOB [EHCTBHUS TE€HOB — MOJEKYJ
PHK — 1 monumentuaoB M 3aKaHYMBasE OCOOEH-
HOCTSIMU BHEIIHETO CTPOCHUS, (PU3INOIOTHYC-
CKHX W MATOJIOTHYECKHUX MPOILIECCOB (B TOM YHCIIE
3aboneBanuii), moBeneHus W T.0. [7]. Tepmun
«peHoTH», BIEPBBIE MPEUIOKECHHBIH JATCKUM
6mornorom B.Morancenom B 1909 r., monpasyme-
BaeT BUIUMBIC XapaKTEPUCTUKU OpraHu3Ma, 00y-
CJIOBJICHHBIE €T0 TEeHETHYECKOM COCTaBIISIFOIICH 1
(hakTopaMu BHEIIHEH CpEJIbI.

Jlnst renerudeckoit nuarHoctuku I1I7 memne-
CO00pa3HO HCIIONIF30BaTh KOMILIEKC J1abopaTop-
HBIX TPOIEIYp, HAMPABICHHBIX Ha IOJyYCHUE
UHGOPMAIUK O TCHETUYECKOM CTaTyCe WHIMBHU-
nyyma. [lokazaHMsMU K HCCICIOBAHUIO MOTYT
OBITH MIPUHAJICKHOCTH K TPYIIIE PHCKA, CEMEi-
HBIH XapakTep WIH paHHee Hadaio 3a00JIeBaHus,
a TaKkKe TOJEPAaHTHOCTh K Tepamuu. | eHeTude-
CKO€ TECTHPOBAHME JIJISl BHISBICHUS TPEAPACIIO-
JO)KEHHOCTH K  PA3IMYHBIM  3a00JIeBaHHUAM
HA3BaHO BeJWYaluM u3oopereHrem 2008 roza.

Ha ceronHAmHuii AeHb NMpU aHAIMU3E re-
HOMa dYeJIOBeKa HaWJIeHhl HECKOIBKO JECATKOB
ydacTkoB (jokycoB) JHK, m3meHnenus B Koro-
PBIX BBI3BIBAIOT IMaykomy [17,12,16]. B nurepa-
Type OIMCaHBI KaK ayTOCOMHO-PETIECCUBHEIH, TakK
¥ ayTOCOMHO-JJOMUHAHTHBIA THI HaclleOBaHUS
nepBUYHON Taykomsel [19]. Hapsay ¢ stum kiu-
HUYECKHU TOIMMOP(U3M aJIeNbHbIX 3a0o0ieBa-
HUN OOBSCHSETCS HE TOJBKO TKaHecTeruduie-
CKHMM XapaKTEePOM SKCIIPECCUU T'eHA, HO TJIaBHBIM
o0pa3oM pa3n4usIMH B XapakTepe (QYHKIUH,
BBITIOJTHSIEMBIX OJTHUM M TeM e OelKOM B pas-
HBIX TKaHsIX. BMecTe ¢ TeM MOXHO pa3iudaTrh
cpenu Bcex ¢(opm III' MOHOTreHHBIE Hacmen-
cTBeHHBIE (DOPMBI M OTAENbHBIE (POPMBI TTIAyKO-
MBI, ()EHOTHIBI KOTOPHIX MMEIOT MHOTO(AaKTOp-
Hyto npupoay [5]. ['enernueckue noauMopgus-
MBI B CPaBHEHHH C MYTAIMSIMH TPOSBIISIOTCS B
(heHoTHITE MEHEE SBHO M OJTHO3HAYHO.

OnHUM U3 OCHOBHBIX METOJIOB, TPUMEHS-
€MBIX B TCHETUYCCKUX HCCIICIOBAHUSIX, SIBIIACTCS
acCOLMATUBHBINA, KOTOPBINA 3aKIHOYaeTCAd B CpaB-
HEHUM 4YacTOT ajUleJicll KaHIWUIaTHOTO T'eHa ¥y
MAI[UCHTOB U 370POBBIX HWHIWUBUIOB W BBISBIIC-
HUM acCOLMAIMY ajlieNieil ¢ onpeaencHHbIM (e-
HOTUIIOM (HAIpUMEp TeueHUeM OOJIE3HH H/HIIN
OTBETOM Ha Tepamnuio). M3ydaercs BIMsSHUE IO-
nuMopdu3Ma reHa-KaHIuaaTa Ha OCHOBHBIC Ta-
TOTEHETHYECKHEe 3BEeHbS 3aboneBanus. JIroOoii
OTJIENBHBIN TTOMUMOP(GU3M OOBIYHO OMNpE/EIIIeT
TonbKo 1-8% oT obmero pucka 3aboneBaHus B
nonyysuud. Ho amauTuBHBIN 3P QHEKT HECKOJIb-
KHX TakhX (paKTOPOB PHUCKA MOXKET COCTaBIATH
o 20-70% obrmero pucka, 00yCIOBIESHHOTO Te-
HETUYECKMMHU (aKTOpaMH B CiIydae pacrhpocTpa-

HEHHBIX Oone3Heil [9]. MexaHu3MBbl, 10 KOTOPBIM
pa3BuBaeTcsi 00JI€3Hb IPH HAMJCHHBIX MyTaLUIX,
BO MHOTHX cCllydasx HesicHbl. OJHaKo ecTh He-
CKOJIBKO T€HOB, B OTHOIICHUH KOTOPBIX IYyYIIE,
YeM y OCTaJbHBIX, M3Y4YE€HBl IPUYUHHO-
CJICZICTBEHHbIE B3aMMOCBSI3M B NATOTEHe3e TIiay-
KoMbl. D10 TeHbl muoimmimHa (MYOC), ontu-
HespuHa (OPTN), uutoxpoma P450 mepsoro ce-
MeiictBa moxacemeiictrea B (CYPIBI), WD-
noBTopsromerocss aomeHa 36 (WDR36) wu
Heiiporpodpuna-4 (NTF4) [20].

[lepBuuHast OTKPBITOYroibHas —IJIayKOMa
(ITOYT') sBnsiercst camMoill pacnpoCTpaHEHHOM KJIH-
HIYecKol Qopmoii 3aboseBanus [ 18] u cocraBnsier
B EBpore, Amepuke u Poccrn, o pasHbIM OIieH-
kam, oT 70 1o 90 % Bcex ciaydaeB 3TOro 3a005€eBa-
wust [18,10]. [TIOVYT umeer criekTp (SHOTUIIOB OT
BHYTPUITIa3HON T'MIEPTEH3UH C HA4yaJIbHBIMU H3-
MEHEHUSIMU 3PUTENILHOIO HEPBa 10 3HAYMTEIbHON
JIETEHEpALIMK €ro pu HopMainbHOM BI'/L.

Cpenn Bcex MACHTU(HHULIMPOBAHHBIX T'€HOB,
BOBJICUEHHBIX B (DYHKLIHMOHMPOBAaHHWE OTTOKAa BO-
JSHUCTOM BJIarM M3 IIEPENHEH KaMmepbl TIJasa,
HanOoyee 3HAYUMBIM SIBISIETCS T€H MHUOIMJUIMHA
(MYOCQC), Bxiax xotoporo B paszsutue [I0OYT, o
JAHHBIM Pa3JIMYHbIX aBTOPOB, gocturaet 2 — 10%
B pa3NM4YHBIX 3THUUYECKHX Tpymnmnax [16]. Berpe-
YaloUyecsi B TeHe MUOLMIIMHA MyTallui HEpaBHO-
3HA4YHBI 110 CBOEMY ()EHOTUIIMYECKOMY IIPOsIBIIE-
Huto. Tak, ans myramuu p.Q368X xapakTtepHa
Oonee mo3nHAS MaHH(ecTanus 3a00NICBaHUS H
0ojiee TOOpPOKAYECTBEHHOE TEUCHHE IO CpaBHE-
muto ¢ p.Y437H, p.J477N u ocobenno p.P370L,
KOTOpBIE TPUBOIAT K PAa3BUTUIO IOBEHHJIBHBIX
dhopm ITOVYT ¢ arpecCHBHBIM TCUCHUEM.

Myrammm B reHe OPTN OTBETCTBEHHHI 3a
pasButue 12% cnopanudeckux u 17% cemerHbIX
¢dopm TTIOVT, npuuem, B 1,5% ciyuaeB noBpexae-
HHE ONTHHEBPHHA SIBIISICTCS MPUYUHON TIIAYKOMBI
TMICEBIOHOPMAJILHOTO JaBIICHUS, KOTOpask 3aHUMaeT
npubmsutensHo 40% Beeil CTpyKTypbl 3a0oneBa-
Hus [15]. Beero Ha ceromsmHuii JeHb W3BECTHO
13 myTarumii B 3TOM TeHe, puyeM 9 MucceHc My-
Tarun H oIHa HHCEpLHA (p.E50K,
€.691 692insAG, p.R545Q, p.M98K, p.H26D,
p.H468R, p.A336G, p.A377T, p.T202R, p.E322K)
ObIM OOHApY>KEHBl B OCHOBHOM Yy MALIEHTOB C
[JIayKOMOW IICEBIOHOPMAJIBHOTO JIaBJICHHS U ayTo-
COMHO-IOMHHAHTHO# (hopmoii 3a0oneBanust [24].

AHanu3 (yHKUMOHAIBHOW 3HAYMMOCTH
ronmmMop(hHBIX BapuaHTOB B reHe WDR36, m3y-
YaeMbIX Y MAlMEHTOB C MOBBIIICHHBIM BHYTpH-
[JIa3HBIM JIaBJI€HHMEM, I[I0Ka3ajl BBIpaKEHHBIC
cTpykTypHble m3MeHeHus B Utp21 nomene (724-
948 a.0.) Oenka B MOICIBHOM CHCTEME
Saccharomyces cerevisae npu HaJIM4YUHM CIICAY-
IOIIUX W3MEHEHUH HYKIEOTHUIHON IOCienoBa-
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TenmpHOCTH TeHa — p.L25P (¢.74T>C), p.D33E
(c.99C>G), u p.H212P (c.752AT>C) [11].

Jnist aHanu3a CHeKTpa U YacTOThl MyTalui
B redie NTF4 0Oputo npoananusupoBano 892 ma-
nuenTa ¢ [IOYIT npenMyIiecTBEHHO U3 €BpOTICH-
CKHX TOMyJIAIANA B 895 KOHTPOIBHBIX 00pa3IoB
JHK 3nopoBbix umHauBuaoB. B xonme manHOrO
WCCIIEIOBAaHNA OBIJIO BBISIBIEHO 7 Pa3IHUYHBIX
muccenc-mytammii 'y 15 (1,7%) mamnumeHTos:
p.C7Y (c.20G>A), p.E84K (c.250C>T), p.A88V
(c.263C>T), p.R9OH (c.269G>A), p.R206W
(c.616C>T), p.R206Q (c.617G>A), p.T207S
(c.620C>G), p.R209G (c.625C>G) [21].

B natorenese IIOYT umeer mecto ne3op-
TaHU3aIusl COSIMHUTEIBHOW TKaH! KaK MepejHe-
ro, Tak U 3aJHEro orpeska riaza. OO 3TOM CBU-
JETeNLCTBYIOT W3MEHEHHUS Ha TKAHEBOM, MOJIe-
KYJIIDHOM W CHCTEMHOM YPOBHSIX: JECTPYKIIUS
KOJIJIATEHOBBIX BOJIOKOH B TpaOeKyse, CKIepe U
penieTyaToil IUIACTHUHKE, TIOBBIIMICHUE YPOBHA
OKCHUIIPOJIMHA ¥ KOHIIEHTPAllUW ayTOAHTHUTEN K
KOJUJIareHy pa3HbIX TUIIOB B CJi€3€ U CBIBOPOTKE
KpPOBH, TIOSIBIICHHE B TKAaHW HE CBOWCTBEHHBIX el
TUIIOB KoJutareHa [4,6]

Psnom aBropoB y 6onbHBIX [TIOYT ObLT BBI-
JieJIeH OTICBbHBIN ()EHOTHI alleTUITUPOBAHUS, CBSI-
3aHHBIA C Ppa3IMYHOM YYBCTBUTEIBHOCTBIO H
YCTOMUMBOCTBIO Pa3IMYHBIX TKAHEH K HIIEMUU U
rurniokcuu [3]. JlaHHbil (DEHOTUI B 3HAYUTEIBHOU
CTENIeHU OTIPEeNseTCs] KOHCTUTYITMOHHBIMU MeTa-
OOJIMUECKIMH OCOOEHHOCTSIMH OpraHu3Ma, 00beK-
TUBHBIMHA MapKepaMH KOTOPBIX SIBJISIFOTCS T€HETH-
YeCKH AETCPMHUHUPOBaHHBIN ObIcTpbiii (BA) nmm
MemIeHHbI (MA) (eHOTHITHI alle THITHPOBAHHS.

WzyuaTh mmpoKkHe TeHOMHBIE acCOUUAIN
(GWAS) y uHAMBHIyYMOB CTaJIl COBCEM HEJIaB-
HO, HO yXX€ €CTh OCHOBAHHS CUYUTATH JAaHHBIN
METOJl yCIIEITHBIM TOJXO/J0M B BBISBICHHUH Me-
JMKO-aCCOLMUPOBAHHBIX MOTMMOP(HU3MOB. BhI-
cokass momHOcTh GWAS oOecneunBaeTcsi Kak
OOIIMPHBIMH BHIOOPKAMHU TAIIMEHTOB (HECKOJIBKO
COTEH WJIM THICSAY), TaK U OIPOMHBIM HabOPOM
MOTMMOP(HBIX BAPHAHTOB, PENPE3CHTATUBHBIX B
OTHOIIIEHWU BapuabelbHOCTH TeHoMma. JlaHHbIe,
JOKa3bIBAIOIIME YCIEX aCCOLMUPOBAHHOTO HC-
CJIeZIOBaHUS TeHOMa, OBIJIM ITOTyYeHBI TIPU BBISB-
JICHUs] TEHETUYECKOro MOMMMOp(hrU3Ma OCHOBHON
YacTH CYOTHIAa OTKPBITOYTOJBHONW TJIayKOMBI,
TaK Ha3bIBAEMOH SKC(HOIMATUBHON TIJIAYKOMBI.
CornacHO 3TUM JTaHHBIM, ONpEJeNIeHHe TarIoTH-
MIOB W3 JIByX HECHHOHHMHUYECKUX BAPHUAHTOB HIIH
OHII yBennuuBaeT puUCK pa3BUTHUS 3a00JICBAHUS
oonee uem B 30 pa3 [23,12].

Accoranusi  JIByX OJHOHYKJICOTHIHBIX
nonumopdublx  BapuantoB (OHIT) rs1048661
(p.R141L) m 13825942 (p.IIG153D) B 1-M 23k-
3one reHa LOXL1 (15g24.1) Obuta mccienoBana

U MOJATBEPKIEHA B LIEJIOM Psfe TOMYJISIIUOHHBIX
uccnenopannii  (CLLIA, Ascrpamusi, ABcTpwus,
Ounnsuaus, ['epmanus, Anonus u np.) [2]. Ber-
sIBIEHBl M u3ydeHbl accouuauuu III" ¢ nmonwm-
MopHBIME JIOKycamu B oOmacta 9921.3 muk-
nuH3aBrCcHMbIX KuHA3 (red CDKN2B-AS1) [25].

B nccnenopanusx K.Burdon u S.Sharma c
COaBT. ObLJIa TMOKa3aHa BRIPAXXEHHAS aCCOIHAIUS
HOPMOTEH3MBHON (DOPMBI TJIAYKOMBI C TIOJIH-
MoOpbHBIME BapuanTtamMu u3 obnactu 1q24, e
pacnionoker reH TMCO1 (transmembrane and
coiled-coil domains) [22].

Jnsg moHMMaHUS MATOQU3UOJIOTHU TJay-
KOMBI Ba)KHO H3y4€HHE KOJWYECTBEHHBIX MpPHU-
3HAaKOB (Tak Ha3pIBaeMbIi 3HMOpeHoTun). K ac-
conuupoBanHeiM ¢ [IOYID sanodenoTnmam or-
Hocutcs He Tonbko BI'Jl, Ho m CCT (central
corneal thickness — tommuaa poroBuIbl B II€H-
TPaAJIGHOM 30HE), pa3Mep M KOHPUTyparus 3pH-
TeIbHOro Hepsa, B yacTHOCTH CBP (cooTHomie-
HUE BEPTUKAIBHBIX Pa3MEpPOB KCKaBaLWs/AUCK)
Y TIOBEPXHOCTh JNCKA 3PUTEIHHOTO HEPBA, KOTO-
pBI€ SABJISAIOTCS CTPYKTYPHBIMU XapaKTepUCTHKaA-
mu [IOVT. Omnpenenena cBsi3b MEXKTYy TOMIIMHON
POTOBHILIBI U CBOMCTBAMU TKAaHEH, y4aCTBYIOLIUX
B MAaTOTeHe3e TJIAyKOMBI, TAKUX KaK pelrerdaras
MIacTHHKA U TpabekymspHas cetb. Huskas CCT
CUUTAETCS] CEpPhE3HBIM (PAKTOPOM PHCKA IMOBBI-
mennoro BI'J] u ITOVT. I'enst FBN1 (fibrillin-1)
u PAX6 (paired box 6) accoruupoBaHbl ¢ aHO-
manbHoi CCT mpum Gonesnsax rna3. I'en FBNI
KOIMPYET TIUKOMPOTENH MEXKJIETOYHBIX BOJIO-
KOH, CTPYKTYPHBIH KOMITOHCHT Oa3albHOH MeM-
OpaHbl, KOTODPBIM BKCIpECCUpYeTCs B pa3HBIX
TKaHAX, B TOM gucie B porosurie. [ 'en PAX6 xo-
TUPYeT TPAHCKPUIIIIHOHHBIA (akTop, HyHKIHO-
HUpPYIOUIMM B paHHeM paszButuu rnas, [ITHC un
9HIOKpUHHOM cuctembl. Myramun rena PAX6
ycunuBatoT cuHTe3 MKM u HapymailoT romeo-
CTa3 KEpaTOLUTOB POrOBHUYHOM CTPOMBI, 4YTO
npuBoguT Kk ysenndeHuro Tommuubel CCT. Io-
mumopdHeie caittel 1s17352842 (C/T) B rene
FBN1 u rs3026398 (G/A) B rene PAX6 accomu-
uposansl ¢ CCT, ocobenHo B ramorure [14].

UyBCTBUTENBHOCTh JMCKA 3PUTEIHHOTO
HepBa (/I3H) x moBpexaaromeMy IeHCTBHIO IO-
BblieHHOTO BI'/] 1 yBennueHue ero 3KCKaBaluu
CBSI3aHBI C ero pa3Mepamu. | 'eHeTmueckue ¢ak-
TOpbl BIUAIOT Kak Ha BI'JI], Tak U Ha 4yBCTBHU-
TEBHOCTH 3PUTEIEHOTO HEPBA K €r0 H3MEHEHHUIO.
UnentudunrpoBanbl MOTUMOPPHUIMBL, BBICOKO-
nmocToBepHO accormupoBanubie ¢ CBP u puckom
paszButus [TIOYT: mporexTuBHbI G-aniens cai-
ta rs1063192 (CDKN2B) ymensmaer CBP, T-
amnens cadta rs10483727 (SIX1/SIX6) ysenu-
ynBaeT CBP u puck [IOVYT'. BepositHocth pa3zBu-
THS TJIAYyKOMBI y HocuTeneil T-ammens (B TeHOTH-
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e TT umu TC) catita rs10483727 yBenuumnBacT-
Cs, €CIM OHH OJHOBPEMEHHO SIBIISIOTCS HOCHTE-
nsmu reHotuna CC mo caifty rs1900004, acco-
OUUPOBAHHOMY C YBEJIMYEHHOH MOBEPXHOCTHIO
J3H. D10 o3Hadaer, 4TO caMo 1o cede yBemude-
Hue mosepxHoct [[3H He sBnsercs daktopom
pUCKa pa3BHUTHS TJIAyKOMBI, HO MOXET 3HAYU-
TCJIBHO YBCIWYHUTH OTOT PHUCK B COYCTAaHHUU C
(akropamu, kouTponupyrourmu CBP [6].

B coBpemMeHHOI1 MequIHE W3YYEHHE MOJIe-
KYyJISIPHO-TEHETUUECKMX OCHOB NAaToreHesa riiayKo-
MbI 1 TCHOTUIIMPOBAHUE TMAITUCHTOB Ha CHCHI/I(l)I/I‘I-
HOH JIJIsl pa3lMYHbIX 3a00JICBaHUI TaHEe MapKe-
POB TMO3BOJSIIOT ONTUMHU3UPOBATH (hapMaKoTepa-
NIMIO JIJIS. TIOBBIIICHUST e¢ 3(PEKTUBHOCTH H 0e3-
OTMACHOCTH. DTOMY TIOHCKY CIIOCOOCTBYET TOT
(hakT, YTO MHOTHE TEHBI, AaCCOIMUPOBAHHEIE C
TJ1a3HBIMU 60J'Ie3H5[MI/I, B HACTOAIIEC BpEMA CCPTHU-
¢umposansl s TectupoBanus (http://www.nei.
nih.gov/resources/eyegene.asp).

3akiaoueHue

IlepruuyHas riaykoma sIBJISE€TCS MHOTO-
(haKTOPHBIM, TETEPOr€HHBIM 3a00JI€BaHUEM, MIPO-
SBIISIETCS. Pa3IMYHBIMH BapHaHTAMHU TEUCHHMS.
leneTnyeckuii W KIMHUYECKUH TONAMOPPHU3IMBI
JAHHOTO 3a00JICBaHMs ONPEICIIAIOT HE0O0XOIH-
MOCTh JalbHEHIIEro H3y4yeHHs MOJEKYISIPHO-
TEHETUYECKOU IPUPOJBI U MEXAaHU3MOB Pa3BUTHSI
Pa3NUYHBIX ero GopM.

CoBpeMeHHOe BeJCHHE TIIayKOMBI TpeOyeT
TIIATEJILHOTO aHain3a (PakTopoB, OTBETCTBEH-
HBIX 32 pa3BUTHE W MPOrPECCHpPOBaHKE 3a0oIie-
BaHUs C YU4ETOM KJIMHUYECKHX U OMOJIOTMYECKHX
(eHOTUTIOB OONIE3HU. A BBISBIICHHE OMPEEIICH-
HBIX KJIMHUYECKUX U TCHETHYECKHX KPHUTEPHUEB,
JISKAIIUX B OCHOBE MOJpA3ACIeHUs TIayKOMBI Ha
OTAeNbHbIE (EHOTHIBL, SBISETCA IIEPCIIEKTUB-
HBIM HampaslieHHEeM Ipu pa3zpadoTke 3pQeKTus-
HBIX ¥ TIEPCOHU(QHUIMPOBAHHBIX MOAXOMIOB K JHa-
THOCTHKE U TE€PaIluK JAHHOTO 3a00JIeBaHUS.

Ceedenus 06 aemope cmamou:
3arugyanna Ajiryas lllamuieBHa — K.M.H., To1eHT Kadenpsl odransmonoruu ¢ kypcom UI10 I'BOY BIIO BI'MY Munsapasa
Poccun. Anpec: 450000, r. Va, yn. Jlenuna, 3.Ten.(347) 275-97-65.
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