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E>kekBapTaibHbIN HAYYHO-IIPAKTUUYECKMUI JKYPHAJI

YOK: 616.45-006-089.197.6-072.1
LUMTOrEHETUYECKUE U3SMEHEHUSA U UX POJIb B PAHHEN OUATHOCTUKE
PETUHOBJIACTOMBbI
Bunanos 3.H.", YcmaHoB P.X. 2
TawkeHTcKan MmeguumHckas akagemusa', PCHNMLOuP?

Llenb nccnepoBaHus - U3yYeHNE BO3MOXHOCTU PaHHeW ANarHOCTUKN BOMbHbIX C PETMHOBIacTOMON 1 Npo-
rHO3MPOBaHWE puCKa ee pas3BUTMS Ccpeau 3[40POBbIX POACTBEHHUKOB MNEpBOW CTeMeHW poAcTea.
Matepuan un metoabl. O6cnenoBaHo 403 pebeHka B Bo3pacTe oT 1 Mecsiua o 17 net. M3 Hux neperyHoO obpa-
TUBLUMXCSt BONBHBIX C AMarHo3oM «peTuHobnactoma» Obino 88, octaneHble 323-60MbHblE, MPONEYEHHbIE B pas-
Hoe BpeMs 1 NpuLlefLime Ha MOHUTOPUHT. poBedeHo KynbTuBMpOBaHWeE nepudepuyeckor Kposn 88 60nbHbIM
n 78 cnbcam (KpOBHbIE POACTBEHHUKMN, poauTenu, 6abyLukv, geayLiku, 6patbs, cecTpbl). Kpome TOro, KynbTusm-
poBaHve KpoBu NpoBenu y 48 NoBTOpHO obpaTmBLUMXCH BonbHbIX Nocne neveHusi. PesynbTaTbl M 06CyxaeHue.
Mocne komnnekcHoro ob6cnegoBaHust 88 nepBMYHbIX BONbHBIX y 73 U3 HUX AnarHo3 «PeTuHobnactoma» Gbina
noaTeepxaeHa, y 15 obHapyxeHbl Apyrue 3abonesaHus rnasa. C guarHo3om «NofAo3peHne Ha peTMHOGacToMy»
OHM BblNK B3ATbI NOA ANHAMWUYECKNIA KOHTPOMb, UM MPOBOANANCE 0PTaNbMOCKONNS C pacLUMPEHHBIM 3payYKoOM U
Y3WU rna3 - 1 pa3 B 3 mecsua B yCNOBUSAX KOHCYNbTaTMBHON nonuknuHukn PCHIMLIOWP. Cpegu 73 6onbHbIX
Marnb4mkoB 6bino 38, geBoyek - 35. M3 Hux y 58 Gbina ogHOCTOPOHHSS, Y 15-0BYCTOPOHHSS P6. BbiBoAbI. Pe-
3ynbTaTbl NPOBEAEHHbBIX NCCIIEA0BaHNI BbISIBUNW BbICOKUIA YPOBEHb XPOMOCOMHBIX abeppauuii y 60nbHbIx ¢ P6
(11,2% no cpaBHeHuto ¢ 1,2% y 300p0oBbIX). Y cmbcoB 6onbHbIX ¢ P6 BbISIBNEHO JOCTOBEPHOE MOBbILLEHUE YPOBHS
XPOMOCOMHbIX abeppauunii (4,6%; P<0,05), 4To cnocobCcTByeT CBOEBPEMEHHOMY BbISIBIIEHWIO NEPBUYHbBIX NPU3Ha-
KOB paka 1 npoBeAeHno 3O MEKTUBHBIX MepP Ne4eHNs U NPOUNAKTUKN.

KnioueBble crnoBa: peTnHobrnactoma, reHeTuKa, XpOMOCOMHble abbepauuu.

PETUHOBJIACTOMA KACAJUIMTMHN 3PTA TALWUXUCNAWAA UWUTONEHETUK TAXJTUITHUHI
AXAMUATHU

TapkukoT Makcapu. PetuHobnactoma 6unaH ofpurad 6emopnapra apTa Talxuc KYNULW UMKOHUSATUHW Y-
raHyLW Ba COFMOM BMPVHUM Japaxanu KapuHOOoLLNap opacuga YHUHT pUBOXNaHMLL XaBuHu BalopaTt Kunui
aan. MaTtepman Ba ycynnap. 1 ovnukaaH 17 éwrava 6ynrad 403 Hadbap 6ona kypukagaH yTkasunau. YnapaaH
88 Hadbapu gactnab peTnHobnacToma Tawxucy GunaH MypoxaaT Kunras, konrad 323 Hadpapu Typnv BakTnapaa
AaBONaHnG, MOHUTOPWHI y4yH kenraH Gemopnapaup. Nepudeprk KOHHU KynTuBauusi kunuw 88 Gemop Ba
78 aka-ykaga (kapvHgownapu, oTa-oHanap, 6060-OyBunap, aka-yka, ona-CUHrunnap) amasnra owupunau.
ByHaaH Talukapu, 4aBonaHuLWAaH CYHr KalTa MypoxaarT kunraH 48 6emopaa KoHu kariTa Tekwmpunau. Hatuka-
nap Ba myxokama. 88 Hadpap Bupnamum 6eMOopHM KEHI KAMPOBIM TEKLIMPULL HaTUXacuaa ynapHuHr 73 Hada-
pvaa petTnHobnactoma Tawxucy, 15 Hadpapuaa aca boLuka Ky3 Kacannuknapy aHuknaHraH. «PetnHobnacromara
wybxa» Tawxucu 6unaH ynap AvHamMuk Hasopatra onvHan, PUOBaPUATM macnaxat knuHukacuaa 3 onga 1
MapTa ynapaa Ky3 KopauufFuHU KeHranTupmb, opTanMockonus KUNMHAM Ba Ky3napy ynTpaToByLU TEKWMPYBUAaH
yTkasungn. 73 6emopHuHr 38 Hadapu yrun Ba 35 Hadpapu ku3 6onanap 6ynub, ynapaaH 58 Hadapu 61p TOMOH-
nama, 15 Hadbapu vkku TomoHnama P6 aHuknanan. Xynoca. Tagkukotnap HaTwkanapu P6 6ynraH 6emopnapaa
XpomocoMa abeppaLnsCUHUHT FOKOPY Japaxkacy aHuknaHam (cornom ogamnapaa 1,2% ra HucbataH 11,2%). P6
6unaH kacannaHraH 6eMoprapHUHI ONa-CUHMMMANapu XpoMocoma abeppauusicn fapaacUHUHI ce3unapnu aa-
paxaga owunwmrHn Kypcatam (4,6%; P<0,05), 6y capaTOHHMHT Gupnamum 6enrunapuHn y3 BakTuaa aHuKnaw Ba
camapanu Aasonall Ba npodunakTvka YopanapvHu amanra owvpuiira épgav 6epagu.

Kanut cy3nap: petnHobnactoma, reHeTuka, xpomocoma abeppaumnsacu.

CYTOGENETIC ANALYSIS IN EARLY DIAGNOSIS OF RETINOBLASTOMA

The aim of the research was to study the possibility of early diagnosis of patients with retinoblastoma and
predict the risk of its development among healthy first-degree relatives. Material and methods. 403 children aged
from 1 month to 17 years old were examined. Of these, there were 88 patients who initially applied with a diagnosis
of retinoblastoma, the remaining 323 were patients who were treated at different times and came for monitoring.
Cultivation of peripheral blood was carried out in 88 patients and 78 siblings (blood relatives, parents, grandpar-
ents, brothers, sisters). In addition, blood culture was carried out in 48 patients who reapplied after treatment.
Results and discussion. After a comprehensive examination of 88 primary patients, the diagnosis of Retinoblas-
toma was confirmed in 73 of them, and other eye diseases were found in 15. With a diagnosis of «suspicion of
retinoblastomay, they were taken under dynamic control, they underwent ophthalmoscopy with a dilated pupil and
ultrasound of the eyes - 1 time in 3 months in the advisory clinic of the National Cancer Center of Uzbekistan.
Among 73 patients, there were 38 boys and 35 girls. Of these, 58 had unilateral, 15 had bilateral Rb. Conclusion.
The results of the studies revealed a high level of chromosomal aberrations in patients with Rb (11.2% compared
to 1.2% in healthy people). The siblings of patients with Rb showed a significant increase in the level of
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chromosomal aberrations (4.6%; P<0.05), which contributes to the timely detection of primary signs of cancer and
the implementation of effective treatment and prevention measures.
Key words: retinoblastoma, cytogenetics, chromosomal aberration.

AktyanbHocTb. Cpeau Bcex 3nokade-
CTBEHHbIX Oonyxorien y geter oo 15 net peTnHo-
onactoma (P6) coctaenseT 2,5-4,5%. OHa pas-
BMBaeTCs U3 aMOprOHanbHom ceTyaTku rnasa. Po
MOXeT ObITb 0OgHOCTOPOHHeN (60-80%) n AByCTO-
poHHen (20-40%), HepeOko HOCUT CeEMENHO-
Hacrne[CTBEHHbIN XapakTep. YacTtoTa ceMelnHbIX
dopM OaHHOM Onyxornu [OBOMbHO Bbicoka-10-
12% [1-3]. 3BecTHO, 4TO passutme P6 obycnos-
NEHO MyTaLUMeN OHKOCYMNPECCOPHOro reHa - peTu-
HOGNacTOMbI, NOKANM30BaHHOIO B MPOKCUMarb-
HOM OTAerne OJIMHHOrO nreda Xpomocombl 13 -
(13914.2) [4]. KnyacoHd B 1971 r. npennoxun mo-
Jenb KaHueporeHesa peTMHOONacToMbl, CO-
rMacHO KOTOPOW AN BO3HWKHOBEHWUSI OMyXOmnu
HeobOxoaMmMo noepexageHue (MyTauus) odboux an-
nenewn reHa-petnHobnacromsl [5,6]. Yactota P6
3a nocnegHve 50 neT yBenuuunacb No4Tu B ABa
pa3sa [5]. YcTaHOBMNEHO, YTO CpeiHUI YPOBEHb Ya-
ctoTbl PB B Y3bekucrane 3a nocnegHue 10 net
coctaBun 1 Ha 19335 [3]. N3yyeHne ncxonos ne-
YeHus1 peTnHobnacTombl MokasbiBaeT, 4Tto 85-
90% O0nbHbIX BbI3AOPABAMBAKOT U OOCTUralT
penpoaykTuBHOro Bo3pacrta [1]. B aTon cBA3n me-
OMKO-TEHETUYECKMI NMPOrHO3 Anst 3TUX OO0NbHbIX
npuobpeTaeT 0cobyto BaxHOCTb. Cpeaun mccrie-
JoBaTenen HeT eauHOro MHeHuUs O chbakTopax,
BMNUSIIOLLMX HAa pa3BUTUE, KIMHUYECKOE TEYEHME U
adpeKkTMBHOCTb neveHna PB[7].

Llenb nccnepoBaHusA - n3y4yeHne BO3MOX-
HOCTW paHHen AMarHOCTUKN BOMbHBIX C PETUHO-
BracTtomMon 1 NPorHO3npoBaHME pUCKa ee pPa3Bu-
TMS cpean 340pPOBbIX POACTBEHHWKOB MEPBON
CTeneHu poacTea.

Matepnan wun wmetogbl. O06cnegoBaHO
403 pebeHka B Bo3pacTe oT 1 mecsiua oo 17 ner.
M3 HMX nepBMYHO 0BpaTUBLUMXCS OOMbHbIX C Ou-
arHo3oM «peTuHobnactoma» 6biro 88, octank-
Hble 323-00mnbHble, MNpPONEYEHHble B pasHoe
BpEMS W npuweline Ha MOHUTOpUWHT. [poBe-
OeHOo KynbTuBMpPOBaHME nepudepuyecKon Kposu
88 BonbHbIM 1 78 cnbcam (KpOBHbIE POOCTBEH-
HUKK, poguTenn, Gabywku, Oegyliku, Gpatbs,
cectpbl). Kpome TOro, KynbTMBMpPOBaHME KpPOBWU
nposenu y 48 NoBTOPHO 06paTuBLUMXCS 6OMbHbIX
nocne fneyeHust.

KynbTBupoBaHue, 06paboTKy m MUKPOCKO-
nMpoBaHMe BCex 00pasLOoB KPOBM MNPOBOAWMU
CTaHOapTHbIM UuToreHeTm4yeckum metogom. Cra-
TMcTU4eckas obpaboTka pesynbTaToB OCyLLECTB-
nsanacb ¢ MOMOLLBIO NPOrpamMMHbIX naketoB MS

EXEL 2010, Statistica 6.0. [JoctoBepHOCTb pe-
3ynbTaToOB OLEHMBanu no koadpduumeHTy CTbto-
[OeHTa, JOCTOBEPHbIMU CYMTanNu Te pesynbTaThl,
Npuv KOTOPbIX YPOBEHb 3Ha4YMMocTu 6bin P<0,05.

PesynbTatbl n obcyxaeHue. Mocne Kom-
nnekcHoro obcnenoBaHus 88 nepBUYHbLIX GOJb-
HbIX Yy 73 13 Hux guarHo3 «PeTuHobGnactomar
ObIn noaTBEPXKAEH, Y 15 0bHapyXeHbl Apyrve 3a-
©oneBaHug rnasa. C gnarHo3om «rnogo3peHne Ha
peTnHobGnacTomy» OHM ObINKN B3ATbI NOA AMHAMU-
YECKUA KOHTPOSb, UM MPOBOAUIUCL OddTaNbMO-
CKOMUA C pacLUMpeHHbIM 3padkoM 1 Y3U ras - 1
pa3 B 3 MecsLa B YCIOBUAX KOHCYNbTAaTUBHOM NO-
NNKINHKKN PCHMMLOwuP. Cpean
73 60nbHbIX Manb4ynkoB 6binio 38, aesoyek - 35.
M3 Hmx y 58 Obima OOHOCTOPOHHSAS, Y
15-0ByCTOPOHHSAS PO.

B cembsax G0nbHbIX, Yy KOTOpbIX Obln noa-
TBEPXKAEH OMarHo3 «peTtvHobrnactomay, npose-
OEHO MeauKOoreHeTMyeckoe KOHCYNbTUpOBaHue
cpeaun poaCcTBEHHUKOB NEPBON CTENeHn POACTBa.
B cembsix 15 60nbHbIX C ABYCTOpOHHEN PB Gbinn
YCTaHOBMEHbI YreHbl C BbICOKUM PUCKOM pa3Bu-
TMS  OHKONatonornv, wum ObINo  NPeanoXeHo
nponTn nonHoe obcrnefoBaHne B OHKOO(Tasb-
monormndeckom otgenedmn PCHIMMUOuP, B
JanbHenwem - HabrngeHue B YCIOBUSIX KOH-
cynbTaTtMBHOW NonuknuHukn M3 PY3. B ogHom
cny4yae y 60nbHOro ¢ ABYCTOPOHHEN peTuHobna-
CTOMOW, poauTenn KoToporo Obinu OnmMskumm
POACTBEHHMKaMMW, BbISIBIIEH CMHOPOM NaTonorun-
YeCKoW JTIOMKOCTUK KocTel. INMpu kKnnuHnyeckom o6-
crnefoBaHMM U MeauKo-TeHeTUYECKOM KOHCYIb-
TUpoBaHUM B0nbHbIX PG ObINO BbIABNEHO, YTO
KPOBHbIE POACTBEHHUKN B HECKOSbKWUX MOKoIle-
HUSIX UMENW pasnnyHble 3r1oKka4yecTBeHHble 3a60-
nesaHus. NMoatomy 6bINO peLLeHo NPoBeCTH Lun-
TOreHeTUYeCKUA aHanmM3 Hanm4msi XpOMOCOMHbIX
abeppauun B numdounTax nepudepundeckon
KpoBW Kak npobanaoB (6onbHbIX), Tak 1 cnbcos
(6nmskmnx poacTBEHHMKOB). AHanM3 nony4eHHbIX
OaHHbIX MO3BONUIT YCTAHOBUTb, YTO B KPOBMU
BornbHbIX C peTMHOBNACTOMON CpeaHUIn YPOBEHb
XPOMOCOMHbIX abeppauun coctasun 11,2%, 4to
B 5,8 pasa Bbiwe, YeM y 300pOBbIX AeTewn, U B 2,4
pasa Bbllle, YeM Y 300POBbIX CMOCOB BOMbHbIX
aeten. Y 60nbHbIX MOBTOPHO 0BpaTMBLUNXCS Ye-
pe3 roa unu bonblue nocne rneveHns (3Hyknea-
uud, nonuxummnoTtepanus (MXT), AMcTaHUMOHHas
Tenerammartepanus (OTIT)), ypoBeHb XpoMo-
COMHbIX abeppaumn coctaeun 5,0% (ot 0 go 2
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abeppaumn Ha 1 meTadasy). MNpuynHON CHKe-
Hua abeppauuii XpOMOCOM B [aHHOW rpymnne
60MbHbIX BO3MOXHO aKTUBHYIO POfib Cbirpasn KoM-
nnekc akTopoBs: nevyeHne, KOTopoe MNpPUBENO K
YCTPaHEHMWIO OMyXOMneBbIX KINETOK, 1 BOCCTaHOB-
NeHne UMMYHOSOTMYECKON 3aLUMTbl OpraHn3ma.
YacTtota cneundudeckux abeppaumii Xpo-
MOCOM, Takux kak geneums 13 napbl XpOMOCOM
(13g-), y 6onbHbix ¢ PB coctaBuna 16,7% (34/

204), y cmbcoB aTnx 6onbHbiX - 5,1% (9/178). ¥
6onbHbIX ¢ PB nocne neveHusi yactota cneuu-
duyecknx abeppauun xpomocom (13g-) cocra-
Buna 11,7% (7/60). OctanbHasa YacTb BbisIBNEH-
HbIX abeppauun kak y 6onbHbix PB (83,3%), Tak
ny cubeos (82,8%) Hocuna HecneuMnuyeckun
XapakTep, YTO pacLieHMBaeTCs Kak XpOMOCOMHast
HecTabunbHOCTb (Tab.).

Tabnuua
YacToTa XpOMOCOMHbIX abeppauui B rpynnax ob6crneaoBaHHbIX
Fpynnbl 06cneaoBaHHbIX Kon-Bo Kon-Bo Kon-Bo
ob6cnenoBaHHbIX | UccreAoBaHHbIX abeppauun,
60NbHbIX meTacas %(n)
MpobaHabl 72 1500 11,2 (204)
Cubebl 78 3900 4,6 (178)
lMceBoopeTrMHobNacTtoma 15 375 2,7 (10)
Pb + pebeHok ¢ nepenomamm 1 25 24 (6)
[MoBTOpPHO ObOpaTMBLUMECS 48 1200 5,0 (60)
3popoBkle o6poBONbLbI 30 150 3(2,0)

Takmum obpas3om, yCTaHOBMEHO, YTO Y Gonb-
HbIX C PETUHOONACTOMOW COXPaHSETCS1 BbICOKUM
YpOBeHb crneumdudecknx n Hecneunmnieckmx
CTPYKTYPHbIX U3MEHEHNIA XPOMOCOM KakK A0 fneye-
HUS, TaK K Nocrne nevennsi. 34opoBble POACTBEH-
HWKM NEPBON CTEMEHN POACTBA DONbHbLIX C PeETU-
HoGnacToMon, y KoTOopbIX Habnogancs noBbl-
LLEHHBbIN ypoBeHb abeppauunin XpoOMOCOM, SBIS-
HOTCA NMLL@MUN BbICOKOIO pUcKa pa3BUTUSA PETUHO-
©nactombl W/unu gpyron oHkonartorornu. Ypo-
BEHb CTPYKTYPHbIX U3MEHEHUIA XPOMOCOM, BbISIB-
NEHHbIN Y 300POBbIX CMOCOB M3 CEMEN BONbHbIX
peTuHobnactomon n coctaensawowmn 4,6%, Mbl
NPVHANN 32 ANCKPUMUHALIMOHHBIN YPOBEHb abep-
pauuii XpoMocoM npu peTuHobnactome. B no-
cnegHue rogpl Ha cmeHy 6e3 anbTepHaTUBHOW
3HyKneauuu rnas npu petMHobnacTtome npuwnm
HOBbIE OPraHOCOXPaHSALWNE METOAbI NeYeHuUs,
KoTopble TeM 3(pEKTUBHEE, YEM PaHbLLE BbISB-
nsetca onyxonb. [Mpy 3anyLweHHbIX cnyvasx no-
npexHemy npuxoautca npuberaTtb K SHyKeauum.
[MpOrHO3 AN XU3HM Y TaknX OETEN Pe3ko yxya-
waeTtcsa. CrnegoBaTenbHO, MOUCK METOLOB paH-
HeW AMarHOCTMKN U BbIAENEHUS rPpynn BbICOKOrO
pucka ocobeHHO BaXeH, a LIUTOreHeTUYecKoe nc-
crnegoBaHve  nMMoOUUToB  nNepudepuyeckon
KpoBwm 6onbHbIX PB faeT BO3MOXHOCTL BbISIBMSAT
caMble paHHWe NPU3HaKM Pa3BUTUSE OMyXONEBOrO
npouecca B  Buae  Cneumduyecknx  u

HecneumdUYeckMX XPOMOCOMHbBIX HapyLUEHUN.
AHann3 XpoMOCOMHbIX HapyLleHUn B TMMdoL -
Tax No3BOJIAET Ha 3Tane AOKIMHUYECKOrO pa3Bu-
TS OMyXOnu onpefensaTb PUCK ee pasBUTus,
Hanpumep, y 300poBbIx cnbcoB 6onbHbIX PB. Mo
COBOKYMHOCTW cneungunyecknx n Hecneumnpuye-
CKUX XPOMOCOMHbIX HapPYLUEHUA LUTOreHeTn4e-
CKUI MeTo AaeT BO3MOXHOCTb Onpeaensitb Npo-
rHO3 1 UCcxon AaHHOro 3aboneBaHus.

BbiBoabl. PesynbtaTtbl NpoBefeHHbIX WUC-
cnefoBaHWi BbISIBUMNW BbICOKUI YPOBEHb XPOMO-
COMHbIX abeppauuin y 6onbHbix ¢ P6 (11,2% no
cpaBHeHuto ¢ 1,2% y 340poBbIX). AHANU3 XpoMo-
COMHOW HecTabuInbHOCTM B MeTadasHbiX nna-
CTMHKax 6onbHbix PB nokasan, 4to y Bcex 6onb-
HbIX OO MPOBEAEHUS Tepanuu He 3aBUCUMO OT
nomna u pacnosioXeHns1 onyxonu, Habnoganuco
Hecneumduyeckme CTPYKTYpHblE  U3MEHEHUsI
XPOMOCOM B BuAe Aeneumi pasnmyHbIX XpOMO-
coM — 8,0%, 18,7% KpynHbIX 1 MenKnx doparmeH-
TOB, aHeynnongusa n nonunnonans 33,3%. Y 3go-
POBbIX AeTen ypoBeHb abeppaunii XpOMOCOM CO-
ctasun 1,4%. Y cubcoB 6onbHbIX ¢ PO BbISBNEHO
OOCTOBEPHOE MOBbLILLEHNE YPOBHS XPOMOCOMHbIX
abeppaumn (4,6%; P<0,05), yto cnocobectByeT
CBOEBPEMEHHOMY BbISIBIIEHVIO MEPBUYHbIX MpU-
3HaKOB paka v NpoBeAEHUI0 IPPEKTUBHBLIX MEP
neyeHns 1 NponnakTmKu.
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