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I''IAYKOMAMEH AYBIPATBIH HAYKACTAP/IbIH
MHUOLIUJIMH 'EHIHAETT MYTAINUAJIAPABI 3BEPTTEY

AHHOTaNUA

3epTTey KYMBICHI OapbICBIHIIA TJIAyKOMaMeH aybIpaTbhlH Haykactapaa muormmH (MYOC)
reriggeri G367R, Q368X xone G399V wMytanusiapblHbIH Ke3/1eCy JKHUII aHBIKTaJIbl.
I'maykomamen aywipaThiH 60 Haykac »xoHe Oakpuiay TOOBIHIarel 20 AeHI cay aJaMHBIH KaH
yariiepiHeH OipiHmUIIK amblk OypbeimTel TiaykomameH (BABIY) ayeipatein Oip HaykacTaH
G367R myTanuscel TaOBUIABL.
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Kazipri tapma JlyHuEXKY3UTiK JACHCAYIbIK CaKTay YHBIMBIHBIH MOTIMETI OOWBIHINA, KO3IiH
KOpPMEY-IIUIIriHE ajlblll KEJNETIH aypylapAblH IIIHJIE TIJaykoMa aypybl €KIHIII OpBIHJBI
uenenynae. «lmaykomay JereH TepMHUH €O31 — KO3/iH IIIKi KBICBIMBIHBIH TYPAKTHI TYpJe HEMece
OKTBIH-OKTBIH KOTEpLTyIMEH, KEWIHIpeK KEHICTITIHAE 6©31He ToH MYKICTIKTEpAiH naiga
OOJlyBIMEH KOpy JKITUIITIHIH TOMEHJICYIMEH >KOHE Kepy HEepBi JAWCKICIHAE OSKCKaBalUSMEH
CEMYJIH Maiaa OOJIybIMEH CHMATTAJaThIH OPTaHU3M/IET1 KO3 aypylapblHBIH YJIKEH Olp TOOBIH
KamTuabl. Ke3/iH KaH TaMbIpiapbl MEH OFaH KEJETIH JKYHUKeNep KbI3Me-TiHIH OY3bLTybIHAH KO3
CYMBIKTBIFBIHBIH ~ IUPKYJISIMACHL  Hamlapiam, Ke3/JIeH JKac IIbIFy KublHAalWael. COHBIH
HOTHKECIHJIE CYHBIKTBIK KUHAJBITN, KO3IIIUIIK KBICBIMHBIH JKOFapbulayblHa okenemi [2-5, 7].
Kazipri Tapma rinaykomMaHblH JaMyblHa KaThICThl 8 TeH OalKanabl, oJlap MOHOTEHI
rJlayKoMaHblH 13 HO-30JI0THSUIBIK TYpJIEpiHIH JamybiHa okeneai. KazakcTanna riaykoMaHBIH
TYKbIM KyaJIaWThIH TYPJIEPIHIH TEHETHKAIbIK TaOWUFAaThl KalbIHIA 3EpPTTEY >KYMBICTaphl
xypriziimmered. Omap: muouuaud (MYOC) ontuneBpun (OPTIN), muroxpom P450 1BI1
(CYPIBI) xxone WDR36 renaepi.

3epTTey KYMBICBIMBI3JIBIH 0acThl MaKCaThI — IIIAYKOMAaMEH aybIpaThlH HAyKacTap/1a MUOIIMIAH
(MYOC) reninneri G367R, Q368X >xone G399V myTranusiapAblH Ke3eCy KUUIITIH aHBIKTaY.

MYOC reni OipiHIi XpOMOCOMaHBIH Y3bIH MBIFBIH/IA OpPHAJIIACKAH XXKoHE 01 Maccackl 58 k/la
601aTbIH MUOIIMIIMH 504-aMUHOKBIIIKBLT O€I0rbIH KoATaiab! (mamamer 20 M.JK.H) *KYIT HEeT13/1



emmemaepi 604, 126 sxone 782-1eH 3 5K30HHAH, 2 UHTPOH XOHE MPOMOTOPIIBI aiiMaK (11aMaMeH
5 M.JK.H); TOPMOHJBI PETTEYIIl 3JEMEHTTEpPACH, (COHBIH IIIiHAE TITIOKOKOPTUKOCTEPOUATHI
ropmonaap (I'KT"), actporenaep, mporectepoH THUPEOUATHI TOpMoHnap Typaasl [7]. Ocwiran
ykcac exi anemeHtTi (106-nan 77-re neiiin xarnaiina) L. Kisjtein opintectepimen (2000) Gemim
algpl JKOHE TPOMOTPABIH KOHCTHTYTHUBTI OEJCEHIUIINH CaKTam Typy YLIH KaXeTTiriH
AHBIKTA/IbI.

MYOC reniHiH 6HiIMI TpaOeKyJsApibl annapaTThlH CEKPETOPIIBIK Oer0orsl 00BN TaObLIaabI,
OHBIH aMHUHOKBIIIKBUT Ti30€TriHaeri e3repici TpaOeKylsapiibl ammaparTa >KUHAKTaTybIHA bl
KeJiN, Ke3ITK CYHBIKTBIKTBIH HUPKYJIAUusAchiHA Kenxepri Tyre3agel. MYOC  reHiHiH
y3eIHABIFR 2,3 M.ok.H MPHK Ke3 KypBUIBICBIHBIH KONTETeH OONIKTepiHae: Ko3IiH KacaH Kabak
SIIMTEANI MEH DJHIOTEIHIHAE, KacaH KabOaxk Oesikineci MeH KaOBIKIIACHIHAA;, KAOBIKIIAJIBI
OemikTepne: KaOBbIKIIA KaHAJAAPBIHBIH SHAOTENNH KacyllalapblHAa, KapallblK SIUTENHI,
CBIPTKBI KAOBIKTBIH CTPOMAJIb/IbI )KOHE TEric OYJIIBIKET XKacyllalapblHaa SKCIpeccusiaHaasl [7,
8].

['maykomaHbIH €H XMl Ke3ZeceTiH Typi OipiHmIjik amsblk Oypbiuthl rinaykoma (BABI)
Eypona, AKII sxone Peceiine opTypii OepiireH MaixiMeTTepre *yriHCeK, OChbl aypyabiH S0-1eH
70%-ke neitiH Kypaiasl. ['maykoMaHbBIH Tapalybl Kac YJFaiifaH cailblH JKOFapbuiail Tycenl.
Meicansl, 40-50 sxacran BABD aypysr 0,1%, an 50-60 xacta — 1,5-2%, 75 >kxoHe onaH na
xKorapsl kacta mamameH 10% kypaiasl. bateic enpepae BTI-HiH oprama Tapany aeHreifi
500022000 >xaHa TyraH cobunepre — 1, an Kublp mbrbicTa 2500 HopecTere — 1, (CIOBSIHIBIK
ceiFanzapaa — skarnail 1250 mopectere, an YunaicranusiH Anzapxa-Ilpagem adimarbima 3300
cobure — 1 karmaiibiaaa ke3aeceni [6].

2002 xbutel A. Mukhopadhyay opintectepiMeH Oipre MMOLMIMH €peKIle eKiHII
KypbuibiMFa: N-coH-Fbl aiiMarbiHza (111-180 a.0) —A—cnmpainp xoHE MOJEKYJIaHBIH C —COHFbI
aiimarbiHa - )KuHaKTanFaH KypbutbIMabl (181- 504 a.o0 ), omap Cys 245 xxone—Cys 433 nuctenn
KaJIBIKTaPBIHBIH apachlHIa TUCYIb(UITI Kemipiie O0NMaThIHABIFEIH KopceTTi. Opranusmue Oy
6enokThIH 3 u3odopmack! 6ap; onap 55 k/la (cekperopisl hopma), 57 xoHe 66 k/la.

Suzuki Y. opintectepimer anramksl pet 1997 xobuibl BIOI™ aysipaTsin HaykacTapaan MYOC
redHiHeH 3 mytanus TanTbl. OChl KYHre aeliH MuoluiuH redineH 70-teH aca BABIT mamysina
ceOenmi Myrtanusiap aHblKTanapl. byn myranusmap 3,86% / 155/ 4107/ BABIT aybipatsin
HaykacTtap eyponouarsl Hocinmi, 3,30% (18 / 545) — kapa nHocinai xone 4,44% (36/ 810)
MoHrojoua Haciminge ke3zxecti [8]. BIOI' ayplpartbiH HaykacTapIblH MHUOLWJIMH TEHIHJAET1
mytanusimap 20-36% okarmaiima  orOachubIK  koHe 10-20% cropoAMKANbIK — JKaraanga
0OJIATBIHIBIFBI aHBIKTAIBI [10].

Ochl yakpITKa neiiH ym Hociare ae oprak MYOC reHiHiH MyTaIluschl Ke3J€CKEH KOK.
G252R, G367R xone P370L myraumsiaps! na, T293K, T377M sxone R352K myrauusiaps! na
€YPONOUITHI )KOHE MOHTOJIOUATHI HOCUIAep/ie TaObUIFaH. ATan ©TKEH MyTalMsIapAblH OapIIbIFbl
(76%) moOmMynSAIMSIIBIK JKOHE STHUKAIBIK TYpFhIIaH cyperteneni. CoHnmal-ak, MbIHAHBI aTar
OTKEHJE >KOH, MyTalMsHbIH Oip Oemiri Tek kaHa BABI ayblpaThlH Haykacrapia, an KajfaH
6emiri BIOI" aysipaTeiH HayKacTapAblH jkKac Ke3iHnae ke3necemi. EH kui Ke3leceTiH MyTamusiiap
Q368X (1,65%) xone R46X (0,99%), OynapabiH 40% ocChl TeHAETi Oenrim MyTalnusiIapIbl
Kypanmasl.



3eprTey MaTepuanapbl MeH dicTepi

3eprrey xymbICHIMBI3ALIH OapeickiHna MYOC rennin (G367R, Q368X xone G399V)
aJIeNJIIK JKaF/IailbIHBIH TEHOTHUIIIH aHBIKTAy YIIiH, TJayKoMa AMarHO3bl KOMBUIFAaH HayKacTapaH
KoHe Oakbulay TOOBIHIArbl agamjapiablH KaHbiHaH JIHK MosnekynachiH ¢eHOI-X10podopm bl
onicrieH OeJIim ajbll, apHaibl IpaiMepiepaiH Oipi3auliriH maiganany apKbUIbl TOJIMMEPAa3/Ibl
Ti30ekTi peakius kypriziaai. IITP omici apkbuibl 3epTTeseTiH TeHHIH aMIUTM(UKATBIH ajbIIl
OosiFaHHAH KeHiH, TeHOTHIITIH aHBIKTATYbIH JXYPri3y YIIiH PECTPUKIUIIBIK Tajlay KOJIIaHBLIIbI
OJIiCTIH 0aphICHI, OJ1 apHaiibl PepMeHT-pecTpHuK-Ta3anbiH, sFHU JIHK-HBIH apHaiibl OeJiKTepiHeH
apHaiiel Typne kecyine HerizmenreH. MYOC reninin G367R anenmik >karmaiibl OoMbIHIIIA
BstDSI pecrpukrazacel, Q368X BshNI sxone G399V anenni xar-naiibina Banl pectpukraszacser
KOJITAHBUTIBL. AMITIQUKANMsIaHFaH TEeHII pPEeCTPUKTa3MEH OHJICTCHHEH KeHiH ajbIHFaH
dbparmeHTTepai daekTpodope3dber nomuakpuaaMuaTi renpae oemmik. [TAAIDT kKoHIIEHTpa-1UACH
8% xKypainabl. AMruipukanus eHimaepiMeH 20 MKJI epiTIHAI albll OFaH 5 MKJI 2 X OOSFbIII
Kocein, [TAAT-HIH Tecikmienepine KyWABIK. AJbIHFaH (parMeHTTepre Oara Oepy yuIiH
Mosiekynanslk Maccackl 100 bp mapkep konmanabik. ['eapai Opomasl dteamid (10MKr/mon)
epitiHaicinae 0osabIK xoHe YK-coyne-cinae anplHFaH YTl CypeTKe TYCIpiii.

3epTTey HOTHIKENIEPi KIHe 0JIapAbl TATKbLIAY

AJNMaThl KaJachIHBIH €MXaHalIapblHAA OPTYPdi O(TaIbMOJOTHSIBIK MATOJOTHUSCBIMEH
KapajdfaH TMalUCeHTTEPAIH IMIIHeH TJIayKOMara KYIIKTI MalHeHTTepre 3epTTey >KYMBICTaphl
Kyprisinmi. bapaplk  manmMeHTTep  TOHOMETpHUS, OQPTATIbMOCKOMHS, OHOMHUKPOCKOIUS,
KOMITBIOTEPJIIK TIEPUMETPHUSI, PETUHAIBABI ToMorpadus T.0. TeKcepyiepiaeH oTki3inmi. Ocbl
yaKbITKa JEHiH riaykomMa JUarHo3bl KOMbUTFaH 60 amaMHBIH KOHE TJIAyKOMaMeH
aybIpMalThIH Oakpliay ToObIHAarbl 20 agamHbIH KaH yiaruiepineH JIHK ceiHamanaper GesmiHin
QJIBIH/IBIL.

3eprrey KyMBICBIMBI3IBIH OaprichiHga MY OC TeHHIH KaJbINThI )KOHE MYTAaHTTHI aJlICINIIK
JKaraWbl-HbIH TeHOTHIH aHblkTay YyimiH [ITP-ranmayern skyprizgik. MYOC reninzeri
MyTarusIapabiH ko601 3-11i AK30H1a OpHajJacyblHa OalJIaHBICTBI, 3epTTEyre coJl 3K30HHBIH 3C
¢bparmenTi Tanganbin anbiHABL. G367R, Q368X xone G399V MyTaHTTHI anenbaepiH 3epTTediK.

BABI' aywipatein Oip HaykacteiH MYOC reniniH ymixmn 5k30H 3C  ¢parmeHTiHae
(dhepMeHTaTUBTI TUAPOIN3 oHIMI HoTHXReciHAe G367R MyTanusce! ansiHas! (1-cyper).

I'mumas GGA aMuHKBITIKBUTBIHEIH aprunure AGA anmacyst Herizinge G367R (1099 G>A)
MyTa-IIMACH Taiina Oomansl. DepMEHTATUBTI THUAPONW3 HeETi3iHAe Y3BHABFE 190 K.H.
¢bparmenTi Y3bIHABIFBI 147 K.H. jxoHe 43 K.H-Ke TeH €Ki (parMeHTTIH Ty3UIyiHe ajbIll Kelemi.
byn ocbl pecTpukuMs SHAOHYKII€a3 YIIIH CalT KOK Ooiblll KeTyiHe OainanbicTbl, 1099
JIOKYCBhIHJIa IMUUHHIY aprununre (G—A) ammacysl



200 n.o.

100 n.o.

M — MoneKymaJIbIK Maccachl ONT1Il MapKep; 2 — TeTepo3uroTaisl xaraaigarsl G367R
MyTalusackl 0ap

HaykacTsiH JJHK ynrici; 1, 3—6 — G367R myranusicel koK HaykacTeiH JJHK yrrici

I-cypet — Dnekrpodoperpamma G367R MyTanusaCchlH aHBIKTAY YIIIIH MHOIIWINH TeHIHIH

yuriHIm 3k30H (3¢) ammmuduanys eHiMIepiHe Tanaay

HOTHIKECIHJIE COHFBUIBIKTBI ()ParMEHT THIPOJIM3Te VIIbIpaMaiabl. [JlaykomMa JuarHo3bl
KOUBLIFaH 60 agamubiH MYOC reninin Gly/Gly annenni xarmaiier 59 (98,3%)
amamna, an Gly/Arg annenai sxarnaiiet 1 (1,66%) anamaa raHa Ke3J€CTi.

Cyperte kepcerinrenaeu, 1-, 3-6, ynrinep renni ( kanbintel ) Gly/Gly ammenmik sxarmaibl
0onaThI-HBIH Kepyre Oonaibl, >Kalambl MOJEKyMalnblK Maccackl 190 bp. An 2-mi ynrige
3epTTeiareH reHHiH (MyTaHT-ThI) Gly/Arg amnenmik >kaFmaidlblH Kepyre OoJjaapl, KaJImbl
MOJIEKYNaNbIK Maccachl 0y xepae 200, 147 xone 43 bp mamMaceiana 60mab! (Y36IHABIFBL 43 K.H
¢bparmenTi cyperte kepinOeiini). Ocbl HoTkenepre Kapan, MYOC Gly/Arg reniniy aaam
MOMYJISUACHIHAA KAJBIITHl BapUAHTTAPBIHBIH Tapaily >KALTIr OachlM, al MyTaTThl aJlIeNiHiH
Tapaily KHUIr a3 mamaja kesznecti. MyHaal HoTHkenepai 0acka Ja FRUIBIMU deOueTTepIeH
ke3nectipemi3. bypbiH 3epTxaHana xyprisreH 3eprreynepimizae BABIT aybipaTsin Oip HaykacTta
OChl MyTalMs Typi Ke3JeCKeH OoJIaThlH, al OHBIH OIpIHIIUIIK TJayKOMaHbIH OapibIK
(dbopmacbIMeH aybIpaThlH HayKacTapabl Ke3aecy xuiiiri 1,4%-He TeH 00bI.

300 n.o.
200 n.o.

100 n.o.




M — monekynanblk Maccachl Oenrini Mmapkep; 1-12 — G399V reni 60iibIHIIAa MyTaIMS KOK
yarinep; K — 6akpinay.

2-cypet — Dnekrpodoperpamma G399V MyTalusSChIH aHBIKTAY YIIIiH MAOIMIINH TeHIHIH

yuinmi ¢pparment 3 3k30H (3¢) ammmuduanus eHiMaepiHe peCTPUKIHMSIIBIK Talaay

Pectpuknmsuipik TanmayapiH HoTIKeciHAe Q368X xone G399V myranmsuiapel TecepyaeH
OTKEH TJayKOMaMeH aybIpaTblH HayKacTapaa TaObUIFaH kKoK (2, 3-cyperrep). G399V myrauus
Oap OosrraH >karaaiaa Y3eHABIFR 199 k.H. PpparmenTiHae hepMEHTATUBTI TUAPOIN31 OOJIMAMIBI,
ann G399V myranus 6onmara xkarjaaiaa y3piHabEsl 104 k. H. j)xoHe 95 K.H-Ke TeH eKi (pparMeHT
TY3UIe1.

CyperTte KepceTireHaen, OSHAOHYKIEa3dAbl PECTPUKTa3aMEH ©HIEITeH COH OapIbIK
ammuindukarrap y3biHAbIFB 104 k.H xKoHe 95 K.H-Ke TeH ekl pparmentke kecinmi, oyn G399V
MYTaIUSICHIHBIH KOK €KSHJIITH KOPCETTi.

Q368X myranusiceiHa Kencek, erepae Q368X MyTanusichl )KOK OOJIFaH JKaFIaia Y3bIH IbIFbI
81 x.H, 44 x.H, 35k.H, %oHe 30 x.H-ke TeH 4 (parmeHTke OeiyiHeni. Al MyTalUsSHBIH Naiina
00yBl Oip PECTPUK-IIUS CANTHIHBIH JKOFATYbIHA OKEJEIi, HOTIKECIHAE Y3bIHABIKTapsl 81, 79
xoHe 30 x.H. Qparmentrepi Ty3ineai. I'maykomameH aybIpMallThiH Oakpliay TOOBIHIAFHI
amamaapaa MYOC reHiHiH MyTaHTThI aJUISIII JKaFIalibl Ke3ECTICI.

Jerenmen annarsl 3eprrey kyMmbicbiMbIzna G367R, Q368X sxone G399V myraumsuiapsl
3epTTeNeTiH O0ma k.
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(PTTI «MucTuTyT 00mIeH reHeTrku U uronorun» KH MOH PK, r. AnMartsr)

M3VYEHUE MYTALMI B TEHE MUOLMJIMHA V BOJIBHBIX I'JIAYKOMOM

B sroii paGote npuBelneHbl pe3yibTaThl MCCIEIOBAHUS IO BbIABICHHUIO MyTauuid G367R,
Q368X 1 G399V rena MYOC y nanueHToB, cTpagaronmx riaaykomoit. [11[P-ananu3 oOpasios
JJHK 60 manueHTOB C AMAarHo3oM IJlayKOMa M KOHTPOJBHOW TpyHIbl, BKIrOYaromui 20

3I0POBBIX YEJIOBEK, Moka3zan Hamuuue myrtanui G367R y ogHOoro mamuieHTa ¢ JAHarHo3oM
IepBUYHAsl OTKpbITOyrosbHas rinaykoma (IIOVT).

KiroueBble cjioBa: riiaykoMa, MyTalus, MUOLUHINH, IUTOXPOM, OTITUHEBPHUH.
Summary
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THE STUDY OF MUTATIONS IN THE MYOC GENE IN PATIENTS WITH GLAUCOMA



It was carried out research on identifying mutations G367R, Q368X and G399V of MYOC
gene in patients with glaucoma. PCR analysis of DNA samples of 60 patients with glaucoma and
control group consisting of 20 healthy people revealed G367R mutation in one patient with a
diagnosis of primary open angle glaucoma (POAG).

Key words: glaucoma, mutation, miotsilin, cytochrome, optinevrin.
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