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I'EHETHUKA B O®TAJIBMOJIOI'MU: MOJIEKYJIAPHBIE CXEMbI
PETUHOBJIACTOMBI

Almomauuﬂ. Cmamuws uccxzedyem ceHemuuecKue acnexkmal
pemuH06ﬂacm0Mbl, 3I0KAYeCmMEeHHOu onyxoiu cemdyamxKu y 0877/1612, C AKYEHnom Ha
mymayuu 2cena RBI u ux ponv 6 paszeumuu 3abonesanus. Paccmampusaromces
HAacneoCcmeeHHvle U cnopaoudeckue @opmvl, MOAEKVIAPHble HYMU, BKI0UAs
dnuceHemuvecKkue UsMEeHeHusx u mymayuu 6 <2eHadx anonmosd. HpugedeHbl
cmamucmuvyeckue OaHHble no  3abonesaemMocmu 6 PA3HbIX  CMpAHAX U
00CcyHCOaromest  cospemennvie Memoobl OUACHOCMUKU U JedYeHUs, d Mmakdice
B03MOIICHBLE OCIIONCHEHUSL U NOCIeOCMBUS 3a001e8aHUS.

Knroueeswie cnoea. pemuH06Jzacmoma, CEH, MOJIEKYJIAIPDHblIE CXEMbL, Mymayuu,
0u612HOCI’I’luKCl, JIeHYeHrue.

Abstract. The article explores the genetic aspects of retinoblastoma, a
malignant tumor of the retina in children, focusing on mutations in the RB1 gene
and their role in disease development. It discusses hereditary and sporadic forms,
molecular pathways, including epigenetic changes and mutations in apoptosis-
regulating genes. Statistical data on incidence in different countries are provided,
and modern methods of diagnosis and treatment, as well as possible complications
and disease outcomes, are discussed.

Key words: retinoblastoma, gene, molecular patterns, mutations, diagnosis,

treatment.
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Beeoenue

PetunobGnacroma mpencraBiisier coOOM pellKyl0, HO BEChbMa arpecCHUBHYIO
3JI0KQYE€CTBEHHYIO OIMYyXO0Jb CETUATKH, KOTOPAasi MPEUMYIIECTBEHHO MTOpaXkaeT AeTen
B BO3pacTe J0 MATH JeT. ITO 3a00JeBaHUE UMEET 3HAYUTEIbHYI0 T€HETHYECKYIO
KOMITOHEHTY, YTO JIeJlaeT €ro BaXHBIM OOBEKTOM HCCIICIOBAaHUS B
0 TaTBMOJIOTHYECKON TC€HETUKE. OCHOBHBIM dbakTopom pa3BUTHUSA
pPETUHOOJIACTOMBI sIBIIsieTCA MyTalus B reHe RB1, KOTOpbii UrpaeT KIII04YeBYIO pOJib
B PEryJIAIMU KJIETOYHOTO IUKJIA U MOJIIep>KaHU T€HOMHOM CTa0UIILHOCTH.

Cmamucmuxa 3a60.1e6aeMocmu pemuHoO1acmoMon

Coeounennvie [lImamor Amepuxu. B CIIIA wacrota peTHHOOIACTOMBI
cocrapmsier okono 1 wHa 15 000-18 000 w©HOBOpOX)IeHHBIX. Exxeromno
nuarHoctupyetcsi okosio 200-300 HOBBIX Cily4yaeB, a MATHIECTHSS BBIKHBAEMOCTb
cocTaBisieT 6osee 95% Onaronapsi paHHEN TUarHOCTHKE U TIOCTYIY K COBPEMEHHBIM
METOJIaM JICUEHUSI.

Benukobpumanus. B BenukoOputanuu  4YactoTa  PETHHOOIACTOMBI
coctasisieT npuMepHo 1 Ha 20 000 HOBOpPOXKAEHHBIX. EKErOaHO perucTpupyercs
ok0j0 40-50 HOBBIX ciydaeB. BBDKHBAEMOCTh TaKK€ HAXOJMUTCA Ha BBICOKOM
YpPOBHE U TipeBbIIAET 95%.

Kumau. B Kutae yactora peTHHOOIaCTOMBI BBIIIE, YEM B 3alaJHBIX CTpaHax,
u cocrapisieT npuMepHo 1 Ha 12 000 HOBOPOKIEHHBIX. E>KEroHO BBIABISETCS
okonno 800 HOBbIX ciydaeB. Iloka3aTenum BBDKMBAEMOCTH BapbUPYIOTCS B
3aBUCHUMOCTH OT PErMOHA WU JOCTyNa K MEOUUHUHCKONW MOMOIIM, COCTaBIsIsl B
cpearem okoio 70-80%.

HUnous. B Nupum vacrota petuHoOIacToMbl coctaBisger okosio 1 Ha 15 000
HOBOPOXKJIEHHBIX. Exxeronno peructpupyercss npumepHo 1 500 HOBBIX ciydaes.
BbDKHBaeMOCTh 3HAYUTENBHO HIKE MO CPABHEHUIO C Pa3BUTBHIMU CTpaHaMU U
coctaBisieT 0koJio 50—60% wn3-3a Mo3qHEN TUArHOCTUKU U OTPAHUYEHHOTO JOCTYIIA

K JICHCHUIO.
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Poccusa. B Poccun wactora petuHoOacTOMBI cocTaBiiseT okosio 1 Ha 20 000
HOBOPOXJICHHBIX, C €KEeTroiHOM peructpanueii npuMepHo 80—100 HOBBIX Cllyyaes.
[IaTuneTHs s BBLKMBAEMOCTh BapbupyeTcss oT 75 no 85%, 4ro cBsA3aHO C
HEOJHOPOJHBIM YPOBHEM MEIULIMHCKON ITOMOIIU B Pa3HBIX PETHOHAX CTPAHBI.

bpaszunusa. B bpa3unun yactota peTHHOOIACTOMBI COCTaBIsET OKoJio 1 Ha 15
000 HoBOpOX)neHHBIX. Exxeromno perucrpupyercs okoio 500 HOBBIX Cydaes.
BbpokuBaeMOCTh B KPYNHBIX TOpojax MW MpU HAIMYAM  JOCTyNa K
crenuann3upoBaHHON momou gocturaet 80—85%, HO B yaJIEHHBIX pailoHax 3TOT
MOKa3aTesIb MOXKET ObITh 3HAYUTEIILHO HIKE.

OcHosHble cenemuyecKue acnekmsl pemuHo0.1acmombl

I'enbl 1 MmyTarun

RBI1 ren. lleHTpanbHON MOJEKYISIPHOW MUIIEHBIO MPU PETUHOOIACTOME
apisiercst RB1 reH, pacnionoxkensslii Ha XxpoMmocoMme 13ql4. DToT reH koaupyer
oenok pRB, KOTOpBIN ydyacTBYeT B KOHTPOJIE€ KJIETOYHOTO LMKIA, MPeaOoTBpamias
HEKOHTpOJIUpyeMyto mpoiudepanuio kieTtok. B HopmanmbHbIX ycnoBusx pRB
B3aUMOJICHUCTBYET ¢ (pakTopamu TpaHnckpunuuu E2F u nmoxaBisieT nepexos KIETKU
u3 ¢asel Gl B ¢azy S. Myranuu B RB1 npuBoasT k morepe 3toit QyHKIHMH, 4TO
CIIOCOOCTBYET HEKOHTPOIUPYEMOMY JIEJCHUIO KJIETOK U 00Pa30BAHUIO OITYXOJIH.

Tunel mytanmii. B RB1 MoryT Bo3HMKaTh pa3HOOOpa3HbIe MyTalMH, BKIIOUYas
TOYEYHbIE MYTalMW, JEJICHH, BCTAaBKM W XPOMOCOMHBIE MEPECTPOUKH.
BoapmIMHCTBO ~ CilyyaeB pETUHOOJACTOMBI CBSI3aHO C  HMHAKTUBHPYIOLIUMU
MyTAaIUsIMUA, KOTOpbIE MPUBOAAT K mojHoi mortepe ¢yukuuu pRB. Ilpu stom
pa3BuTHe 3a00J€BaHUS BO3MOXXHO KaK TIPU HACIEJICTBEHHOW, TaK W TMpHU
criopaandeckoi opme.

HacnenctBennsie u criopagnyeckue GopMbI

Hacnencreennas ¢opma. Ilpumepno 40% ciyuaeB peTHHOOJIACTOMBI
HACJIEAYIOTCS IO ayTOCOMHO-IOMUHAHTHOMY THUITY. Y TaKUX MAallUEHTOB MUMEETCS
MyTalus B OJHOM U3 ajuieneil rena RB1, nepenannas ot oqHoro u3 poaurenei. Jis

Pa3BUTHA OIIYXOJH HCO6XO)II/IM8. IMOTEPA ICTCPO3UTI'OTHOCTHU, TO €CTh MHAKTHUBALIUA
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BrOoporo amienss RBI, 4To MOXET NpOM30HMTHM Ha pPAaHHHUX CTaAUAX Pa3BUTHUA
CETYATKHU.

Cnopanuueckast ¢opma. B ocraBmmxcs 60% ciaydaeB peruHoOIacTomMa
pa3BHUBaeTCs BCIEICTBUE COMAaTUUECKUX MYyTallMi, KOTOPbIE BO3HUKAIOT de novo B
KJIETKaX ceT4yaTku. B aTux ciayyasx o6e mytauuu B RB1 npoucxoasat B oqHOM 1 TOU
e KJIETKE, 4TO MPUBOJAUT K €€ TpaHCcHOopMalMK U TOCIETyoIeMy (OPMUPOBAHUIO
OITyXOJIH.

MonexynapHvie mexanuzmvl pazeumus pemunoOaacmomol

Posis pRB B k11€TOYHOM LIMKITE

benok pRB wurpaer kiIroueByr pojp B PETYyJSLUMU KIETOYHOIO ILIMKIIA,
ocoOeHHO Ha 3Tane nepexoaa u3 ¢passl G1 B a3y S. B HopmanbHbIX ycnoBusx pRB
cBsi3bIBaeTcs ¢ (paxtopamu Tpanckpunuuu E2F, npepoTBpaiias ux akTUBALUIO U
TeM cambiM Onokupyss cunte3 JIHK wu xmerounyro mnpomudepanuio. Ilpu
nHakTuBanuu pRB BenencrBrue myrtanuii B rene RB1 3ToT kKOHTpOIb yTpaunBaercs,
YTO MPUBOJUT K HEKOHTPOJUPYEMOMY JAEJIEHUIO KJIETOK U (OPMHUPOBAHUIO
OITYXOJIH.

Llononnumenvhvie MoNeKyaapHble NYMu

AnprepHatuBHble yTU. [loMmumo RB1, B pa3BuTum peTuHOOIaCTOMBI MOTYT
ObITh BOBJICUECHBI M JPYrue MOJIEKYJsipHble yTH. Hampumep, MyTanuu B resax,
PEryJIMPYIOMIUX anonTo3, Takux kak MDM2 u MDM4, Moryt cnocoOcTBOBAThH
BBDKMBAHUIO KJIETOK ¢ Aedekramu B reHe RBI1. OTu reHsl koaupyroT Oenkw,
KOTOpbIE HHTHOMPYIOT (DYHKITHNIO pS3 — BakHOTO (pakTopa amonrtosa. B ycmoBusx
myTaiuu RB1 nopasienue anonrto3a no3BOisSeT KIETKaM BBDKUTH M MPOJOJIKATh
HEKOHTPOJUPYEMYIO MPOIH(EpALHIO.

OnureHeTnyeckue N3MeHeHusl. MI3MeHeHus! B SUT€HETHYECKUX MEXaHU3MaX,
Takux kak Metunuposanue JJHK u monudukanus rucToHOB, TakKe UTPAIOT POJIb B
Pa3BUTHUU PETHMHOOIACTOMBI. JTU U3MEHEHHUS MOTYT NMPUBOAUTH K MHAKTUBALIUU
T'€HOB-CYTIPECCOPOB OMYXOJIeH MIIM aKTUBALMK OHKOTE€HOB, CIOCOOCTBYSI pa3BUTHIO

¥ TIPOTPECCUPOBAHUIO OITYXOJIH.
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Ippexmuenocmo neveHus

CoBpeMEHHbIE ~ METOJAbl  JICYEHUS  PETUHOOJIACTOMBI  BKIIIOYAIOT
XUPYPIHUUECKOE YAANIEHWE OIYXOJIH, JYYEBYIO TEpanmui0 W XuUMuoTepanuo. B
IIOCJIEIHUE TOAbl AKTHMBHO pa3BUBAIOTCA METOABI TapreTHOM  TEpamnuw,
HamnpaBlieHHbIE Ha crenupuiYecKue MOJICKYJSIPHBIC MUIICHH, Takue Kak OemKwu,
BOBJICUEHHBIE B PETYJIHMPOBAHUE KJIETOYHOIO LUKJIA M aronTo3a. OTH METOJbI
IIO3BOJISIIOT CHU3UTHh TOKCHUYHOCTB JICYEHHUS M YIIYUIIUTh IIPOTHO3 JJIs MTAlECHTOB.
O¢dPexTUBHOCTD JI€UEHUS 3HAYUTENBHO 3aBUCHUT OT CTaJUH  BBISBICHUS
3a0osieBanus. Ha paHHMX cTaausX BO3MOXHO IOJHOE M3JICYEHUE ITPU COXPAHEHUHN
3peHus B OOJIBIIMHCTBE Clly4aeB. B pa3BUTHIX cTpaHax MMoKa3aTeau BbKUBAEMOCTH
NPEBBILAIOT 95%, YTO CBUJETEIBCTBYET O BBICOKOM 3(()EKTUBHOCTH COBPEMEHHBIX
METOJIOB TUAarHOCTUKH U JICUEHUSI.

llocnedcmesus u ocnodcHenus

[ToTeHmanbHbIE MOCIEICTBHS

B 3aBucumoctH OT cTaguu BbISBICHUA U I()(PEKTUBHOCTU JI€UEHUS,
MOCJIEICTBUASL PETHUHOOIACTOMBI MOTYT BapbHpPOBAaThCA OT IOJIHOM PEMHCCHUH C
COXpaHEHUEM 3PUTEIbHBIX (PYHKIUN 10 Cepbe3HBbIX oclokHeHuil. [Ipu panHei
JUAarHOCTUKE M aJCKBaTHOM JICYEHHMH BO3MOXKHO IIOJHOE U3JIEYEHUE C
MUHUMAJIbHBIMU TOCHEACTBUSAMU il 3peHus. OngHako, B 0oJiee 3amylI€HHBIX
Clly4asiX BO3MOXKHBI Takue€ IOCJIEJICTBUS, KaK MOTEps] 3pEHHs, HEOOXOAUMOCTb
yAaJIeHUd TJ1a3a (SHyKJIealus) U MOBBIIICHHbI PUCK METaCTa3upOBaHUs B Ipyrue
OpraHsl.

OcnoXHEeHUs JeUEeHHUS

Jleyenne peTUHOOIACTOMBI MOXKET CONPOBOXKAATHCS PSIOM OCIOXKHEHHH,
Cpelr KOTOPBIX:

- [ToGounble 3pdpexTh xumMuoTepanuu. MoryT BKJIIOYaTh TOIIHOTY, PBOTY,
CHIU)KEHUE UMMYHHUTETA U PUCK MH(DEKIUH.

- OcioxkHeHus1 Jy4eBOW Tepanuu. BO3MOXKHBI MOBPEXIECHUS 340POBBIX

TKaHEW, pa3BUTUE KATAPAKTHI U BTOPUYHBIX OITYyXOJEH.

«Hay4Ho-npakTu4yeckum aneKTpoHHbIN XXypHan Annea Haykn» Ne6(93) 2024
Alley-science.ru



- Xupypruueckue ocJIoKHeHUs. PUCK HHEKIINK, KpOBOTEUCHUS U IIPOOIJIEMBI
C 3a)KHUBJICHUEM.

Saxnouenue

['eHeTHKA WIpaeT KIFOYECBYIO POJb B IOHHUMAaHUM MEXaHHU3MOB pPa3BUTHS
pETUHOOIACTOMBI M pa3paboTKe 3P (HEKTUBHBIX METOIOB JUATHOCTUKH U JICUCHUS.
HccnenoBanmsi B 00JaCTH MOJICKYJISIPHBIX MEXaHHU3MOB OTOTO 3a00JICBaHUS
CIIOCOOCTBYIOT pa3paboTke Oojiee TOYHBIX M OE30IaCHBIX TEPareBTUYCCKUX
MOJIXO/IOB, YTO TMO3BOJIIET YJIYUYIIUTh MPOTHO3 W KA4eCTBO JKU3HH TAIIMEHTOB C

PETUHOOIACTOMOM.
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