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WX TUIOIIAIN Y aATe3ni, 3HAYMTEIbHBIM CHIDKCHEM CKO-
POCTH U ITIOTHOCTHU POCTa, MHTMOMPOBAaHUEM MUTPALIOH-
HOIM aKTUBHOCTH, YTHETEHHEM POCTa B arape. TpaHCTyKImst
omyxosieBbix kieTok reHoM MDH-f mpuBoauT K 6s1CTpO-
MY YBEJIWUYCHMIO SIIEPHOM 3KCIIPECCUU OEITKOB-OHKOCY-
mpeccopoB p19AREF, p2 1WAF, yBeandyeHMIo IUTOTUIaA3MA-
TAYECKOW 3Kcnpeccuun E-kanreprHa 1 MHIrMOMPOBAaHUIO
SKCIPECCUM B KJleTKaxX LL TpaHCKpUTTILIMOHHBIX (PaKTOPOB
Twist u Slug, accoumnpoBanHbix ¢ DMII. B kieTkax Mena-
HOMBI YPOBEHb dKcrpeccun 6eakoB Twist 1 Slug He n3me-
HSIETCSI, HO Pe3KO CHIDKAETCS dKcIpeccust N-KaarepuHa.
Tpauncoykuus kiaetok LL 1 MM-4 pbB/MU®H oxa3biBaeT
TaKKe 3HAYUTETPHOEC TEHOTOKCIECKOE IeCTBIE Ha KIICTKIL.

BoBoapl. Kitetku LL 1 MM -4, TpaHcayLMpoBaHHbIE
6akynoBupycom ¢ renom UDH-B, B 3HaunTebHOI Mepe
TEPSIIOT CIIOCOOHOCTh MHAYIIMPOBATD OITYXOJIU I METaCTa3bl
Y XUBOTHBIX in vivo. BaXH0, 4TO BHYTPMBEHHOE BBEICHUE
pbB/M®H takke rmogasisieT poCT MHIAYLIMPOBAHHBIX ME-
TacTa30B B JIETKUX XKMBOTHBIX.

Mymauuu rena VHL
B CBEMJIOKNEMOYHOM paKke NOYKU

H.H. Masypenko, U.B. IIpiranosa, T.®. MaauBaHoBa,
C.JI. Bexkanosa, A.®. Mykepus, O.B. [I1lanbruna,
B.A. Ipaymun-Kpoutenko, /1.T. 3apunze

DIBY «POHII um. H.H. baoxuna» Munzdpaea Poccuu, Mockea

Beenenune. Hapyiienus reHa-cynpeccopa VHL siBisi-
IOTCSl paHHUM M HauboJjiee YacTbIM COOBITMEM B KaHIIE-
poreHese cBeTyIoKIeTouHOro paka rmoyku (CKPIT) u cBs-
3aHBI C HAPYIIEHUSIMU Ha KOPOTKOM TUIEUE XPOMOCOMBI 3
(3p21p25). Ien VHL nHaKTMBUPOBAH IIPY HACICICTBEHHOM
u criopagdeckom CKPIT 3a cuet Myraimii, TpaHCIIOKALIAI
1100 abeppaHTHOTO r'MNePMETUINPOBAHMUSI.

3amaum uccienoBaHua. AHaJIN3 YaCTOTH MyTalluii Te-
Ha VHL B oO6pa3liax CBETJOKJIETOUHOIO paka MOYKH.

Marepuansl 1 Metoapl. [IHK monyyanu u3 ceexe-
3aMOPOKEHHBIX OMONCUI 13 BHOBb CO3JAHHOTO OaHKa
CKPII. B uccnemoBanue BkmoueHbl obpas3usl CKPII,
KOTOphIE coaepkaiu He MeHee 50 % OITyxoJIeBbIX KJIETOK,
IIPOLICHT OIYXO0JIEBBIX KJIIETOK OLICHUBAJIA B KPUOCTATHBIX
cpesax. MyTtauuu onpeaesisid MeTOIOM ITOJIMMEPa3HO LieT-
HOI1 peakiuu ¢ TpaiiMepaMy K 3K30HaM 1, 2, 3 rena VHL
C TTOCJICAYIOIIMM IIPSIMBIM U OOpAaTHBIM CEKBEHHPOBAHVIEM.

Pesyabratel. [IpoBeneH aHanus mytauuii B rene VHL
B 32 obpasnax CKPII. Bcero Myramun BbISIBIEHBI B 29
(90 %) u3 32 obpasuoB. OYHKIMOHAIbHbIE 3HAYUMEIE,
MHAKTUBUPYIOILIME HapylIeHUsI 0OHapykeHbI B 16 (50 %)
CKPII. B 10 CKPII BoisiBnens! genenuu (1, 2, 8, 22 u 37
HYKJICOTUIOB), IIPY KOTOPBIX IIPOUCXOIUT CABUT PAMKHU
(31 %), B 2 city4asix BBISIBJICHBI MUCCEHC-MYTALIMU ¢ 00pa-
30BaHKMEM CTOM-KoJoHa (6 %). B 4 cydasx oGHapyKeHBI
WHCEPLNU WIN ACJICIIUNA C MHCePLUEH. DTH HapyIIeHUs
MPYBOJISAT K 00pa30BaHMIO TpaHKMPOBAaHHOTO IpoaykTa VHL.
Muccenc- (7 ciydaeB) u caitieHT-myraumu (3 CKPII),

He Hapymarorue ynkimo VHL, o6Hapyxensi B 10 (31 %)
CKPII. B 1 CKPII BoigBneHa neixeuus B dK30HE 2 6e3
CIBUTa paMKM U 3aMeHbI aMMHOKUCIOTHI KomoHa Gly123.
MyTaluuu KOAMpYyILKUX NOCIe10BaATENbHOCTEN HAHAEHbI
B 3K30He 1 B 7 (24 %) ciyyasix, B 9k30He 2 B 13 (46 %),
BoK30He 3 B 8 (28 %) CKPII. B 3 CKPII oGHapy:KeHbI My-
Tauuy B UHTpoHax (9 %).

BoiBoapl. Mytanyu B reHe VHL MHOroduclieHHbI
U Ype3BbIlYaiiHO pa3HooOpa3Hkbl. [lnaHupyeTcs conocraB-
JICHHE TTOYICHHBIX PE3yJIBTaTOB ¢ KITMHUICCKIMU 1 SITH -
JIEMHOJIOTUICCKUMU TaHHBIMU.

Mukpopneneuuu noxkyca rena Wri1
pe3Ko noBblWaldm puck passumus
onyxonu Bunbmca y nayuesmos
C BpOAEHHOU aHupuguei

A.B. Mapaxonos, T.A. BacuibeBa, O.B. Xieonukosa,
A.A. Bockpecenckas, H.A. ITo3neesa, 10.0. Kosnosa,
H.B. IlIunosa, P.A. 3unuenko
DIBHY «Meduko-eenemuueckuii Hayunotii yenmp», Mockea;
DIAOY BO «Mockosckuii pusuko-mexnuueckuti UHCMumym
(eocyoapcmeennbill yHusepcumem)», Mockea

Beenenne. Oryxomb BriibMca — 0Ha M3 caMbIX YaCThIX
COJIMIHBIX OITyXOJICH TETCKOro BO3pAacTa, IMPOSIBISIONIAS
3HAYUTEJIBHYIO THCTOITATOJIOTUIECKYIO Y TCHETUUIECKYIO Te-
TeporeHHOCTb. PazButue omyxom Bumemca I tima (OMIM:
194070) obycinoBiaeHo MyTtanusiMu B reHe WT1. Y maiu-
eHToB ¢ cuHapomMoM WAGR (OMIM: 194072) pa3Butue
He(hpoOJIACTOMBI ACCOLIMUPOBAHO C BPOXKICHHBIM OTCYT-
CTBHEM panyxku (aHupuaneit). CHHIpOM BCTpedaeTcs
TOJIBKO B CITIOpagUUecKuX ciaydasx ¢ yactoroii 1:500 000
HOBOPOXIEHHbIX. BpoxkaeHHass aHupuaus 6e3 CUHIpoMa
WAGR (OMIM: 106210, gacrora 1:40 000—1:100 000 Ho-
BOPOXXIEHHBIX) BEI3BIBACTCSI TOYKOBBIMU MYTAIIUSIMU B Ie-
He PAX6 v XpOMOCOMHBIMU TTEPEeCTPOMKaMM, 3aXBaThI-
BAaIOIIMMU KOOUPYIOIIWE WM PETYISITOPHBIC YIaCTKH
reHa PAX6. Accoumanys BpoXACHHOM aHUPUIUYN U OITy-
xosm1 BunbMca B coctaBe WAGR-cuHapoma o0yciioBiieHa
JEJICIUSIMHI Pa3HOU IIPOTSKEHHOCTHU TOTO K€ XPOMOCOM-
Horo pernoHa 11p13, 3axBaThIBAIOIIMMU OTJHOBPEMEHHO
redbl PAX6u WTI, coctaBnsier 7 % Bcex CilydaeB aHUPUIUN.
Onyxonb BunbMmca passuaercst y 70 % GOIBHBIX aHUPH -
JIei, HeCyIIMX XpoMOCOMHYI0 aeserio « WAGR-o6macti».
Menuannsiii Bo3pact pazsutus WAG R -acconmmpoBaHHOI
OITyXOJIA TTOYKHU COCTaBJISICT 2 Toma. MOHUTOPUHT U CBO-
e€BpeMEeHHOE yIajieHre He(poOIacCTOMBI MMEIOT pelalo-
1ee 3HaYeHME IS JICUSHHUS TAalMEHTOB, U OIpeaesIeHIe
TEeHETUYECKOU MPUYUHBI AHUPUAUU — TOYKOBASI MyTallUs
B reHe PAX6 wnu MuKponenenys, 3aXBaTbIBaolasi TeH
WTI, — angeTcsa KpUTUIECKH BasKHBIM.

3amaun uccaenoBanna. OnpeneneHue TPYNIbl prUcKa
IIJIST pa3BUTHS 3JIOKAYECTBEHHOM OITYXOJIM TTOYKM CPEIu
0OJIbHBIX BPOXKIEHHON aHUPUIUEN.
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Marepuaisi n Mmeroabl. MLPA-, LOH-, FISH-anamui3b1.

Pesyasrarel. B uzyueHnnoii rpymme u3 117 manueHTOB
C BPOXIEHHOM aHUPUAMEl Onpee/ieHbl 62 CIIopaTu4ecKux
cliydasi 6e3 MOJIOXUTEIbHOI CEMEMHON UCTOPUM aHUPU-
IINU, CPeIr HUX XPOMOCOMHBIE JeelIny 00OHapykeHbI y 30
nauneHToB, a Aeneun « WAGR-ob6macti» —y 14 mpobdaH-
10B (22,6 % ot uucia cnopaguyeckux ciydaeB). CeMb
MMAIleHTOB YXKe MePeHEeCIN OIlepalifIo II0 YIaJICHUIO OfI-
HOCTOpPOHHE omyxou BuibMca, y 2 oIyXoJib He pa3BU-
JIach (B3pOCJIbIe marueHThl). MneHTrduKaIms XpoMocoM-
HBIX MUKPOJEJICLNIA, 3aXBaThIBAIOIIMX JIOKYC TeHa WTI,
ellle y 5 MallMeHTOB — JETei 10 roga — pe3KOo MOBHIIIAET
JUISL HUX PUCK pa3BuTust HedpobiaactoMsl (1o 70 %), on-
HaKO IIpearojiaracT BO3MOXHOCTh 00Jiee BHUMATEIHHOTO
MOHUTOPHHTA TIpoliecca pPa3BUTHUS OIYXOJHM M CBOEBpE-
MEHHOTO €€ YIaJICHUS.

BeiBoabl. Bo Bcex cnopagryeckux ciaydasix BpOXKIeH-
HOM aHUPUANK (B POCCUICKUX MMOMYIALIMAX OKOI0 50 %
IMaIeHToB) Heooxonumo poBeacHue JJHK-nuarnoctu-
KU C ILIeJIbI0 paHHeH muddepeHIIMaaIbHON THarHOCTUKHI
¢ cunapomoM WAGR 11 o1ieHKM prcKa pa3BUTHUS OITy-
xosiu Busibmca.

NepBuyHaA AUArHOCMUKA nepecmpoex
UMMYHOrnoGyNUHOBbIX reHoB
OnyXoneBbiX KNOHOB
npu remo6nacmo3ax Memogom
BbICOKONPOU3BOAUMENbHOT0
CEKBeHUpoBaHus

A.A. MunepsuHna, A.10. Komkos, I'.A. Hyrmanos,
N.3. Mawmenos, 10.5. Jleoenes

DOIbYH « Uncmumym 6uoopeanu4eckot Xumuu um. aKaoemukos
M.M. llemaxuna u 10.A. Osuunnuxosa PAH», Mockea

BBenenne. OHKOreMaToIornueckue 3a00IeBaHNS I -
POKO pacIpoCTpaHEeHbI KaK CPeIy B3POCIIBIX, TAK M CPeI
nereit. Kak mpaBuio, BOBHUKHOBEHME TAKUX 3a00J1eBaHUIA
CBSI3aHO C HAJIMYKMEM B KPOBH IAIIMEHTA OTHOTO MJIN He-
CKOJIbKUX OITYXOJIEBBIX KJIOHOB. OOHMM M3 KIIOYEBBIX
METOJIOB MOHUTOpPUHTA 3 (HEKTUBHOCTH Tepaltuid OHKO-
reMaTOJIOTMICCKUX 3a00JIeBAaHUH SIBIISICTCS OIpeIc/ICHIE
YPOBHSI MUHUMAJIbHOM ocTatoyHoli 6o1e3nu (MOB), 1. e.
KOHIICHTPAIIUX 3JI0KaYeCTBEHHBIX KJIOHOB B KPOBECHOCHOI
cucrteMe nanueHToB. st onpenenenus ypoBHs MODB uc-
ITOJIb3YeTCSI HECKOJIbKO TUIIOB MapKepOB: XapaKTePHBIC
XPOMOCOMHBIE IEPECTPOMKM, KOMOMHAIIUS IIOBEPXHOCT-
HBIX MapKEPOB KJIETOK M IIePECTPONKN UMMYHOTI00YIIH-
HOBBIX T€HOB. VIMEHHO IepecTpoiiKi UMMYHOTIJIO0YJIMHO-
BBIX TEHOB SIBJISIIOTCS YHUKAJIbHBIMU T€HETUICCKUMU
MapKepaMu KOHKPETHOTO OIyX0JIeBOTo KiIoHa. B oTimmane
OT ITOBEPXHOCTHBIX MAaPKEPOB I XPOMOCOMHBIX IIEPECTPO-
€K BBISIBJICHHE ITePEeCTPOCK UMMYHOIIOOYIMHOBBIX TCHOB
npoucxoauT Ha ypoBHe JJHK u He 3aBUCUT OT ypOBHS

aKcrpeccuu. TakuM od6pa3zoM, nepecTpoiiku reHoB B- u T-
KJIETOYHBIX PEIEIITOPOB — HanOOJIee MOAXOISIIINE Map-
KepHI 1715 caexkeHus 3a ypoBHeM M OB, mockonbKy SBiis-
IOTCS MOCTOSIHHOM XapaKTePUCTUKOMN OMYXOJIEBBIX KJIOHOB.

3amaum ucciaenoBanusa. PazpaboTka crcTeMbl AJIs Iep-
BUYHOI AETEKIIMU TIEPECTPOECK MMMYHOIIOOYIMHOBBIX
T€HOB OITYXOJICBBIX KJIOHOB IIPY TMM(POOIaCTHBIX JICKO-
3ax. Pa3zpaboTka yHUKaJIbHBIX IPaiiMepOB ITO3BOJISIET OIpe-
JIEJIUTB JTIOObIE KJIOHAIbHEIE TTepecTpoiiku reHoB IGH, IGL,
IGK, TRB, TRD, TRG Bcero B 8 mapaJijie IbHBIX PEaKIIUsIX.

Marepuanasl 1 MeToapl. OrpenesieHNe KIOHATbHBIX
IepeCTPOCK NMMYHOIIOOYTMHOBBIX TEHOB ITPOMCBOIMIOCH
METOIIOM IToJIMMepa3Hoii 1ermHoi peakumu (ITLP) ¢ manxs-
HEHIINM CeKBeHUPOBaHUEM aMIUIMKOHOB Ha ruratopMme
Ilumina. /Iy kaxxaoro oopasua JIHK manmenTa 06110 mpo-
BeneHo 8 mapasienbHbix peakuuii ITIHP ¢ mynsTumiexkc-
HBIMM IIpaliMepaMu.

Pesyabrarel. C ITOMOIIBIO pa3pabOTaHHON CHCTEMBI
mpotectupoBaHbl 10 oopasnosB JIHK n3 koctHOro mosra
MaLMEHTOB ¢ OCTPBIM JTUM(OOIACTHBIM JIeiKo30M. st
KaXXI0TO U3 MaLMeHTOB ObLIM ONpeAeeHbl OaHa Uik 00-
JIee TIepecTpOeK MMMYHOTTIOOYIMHOBBIX TEHOB OITyXOJIEBBIX
KJIoHOB. [lojlyueHHbBIE MOCIEA0BATEIbHOCTH MOTYT ObITh
HCTIOJIb30BaHBI KaK TSI OIIPeIeIeHUS KIIOHATLHOM CTPYK-
TYPbI OIYXOJIU, TaK 1 1151 fajibHeimero Monutopuara MOB.

BeiBoabl. B xone paboTel HamMu pa3paboTaHa YHUBEP-
caJlbHasl CHUCTeMa JUISl IEPBUYHOM JUArHOCTUKHU IIepe-
CTPOEK OITyXOJIEBbIX KJIOHOB ITPH FeM00IacTO3aX METOIOM
BBICOKOIIPOM3BOIUTEIFHOIO CeKBEHUPOBaHM. JlaHHasI
CHCTeMa ITO3BOJISIET OXapaKTepH30BaTh OITyXOJIEBhIil KJIOH
cpasy 1o 6 He3aBUCUMbBIM UMMYHOIIOOYIMHOBBIM T€HAM,
YTO JieNIaeT gajbHeiiee onpeaeneHre MODB 6oree TOYHBIM
10 CPAaBHEHMIO C CYIIECTBYIOIIMMHK METOTAMHU.

Paboma nodoeprcana epanmom RFMEFI60414X0118.

CD38 gene polymorphism: expression
in tumor foci of colon cancer patients

A. Mokran
Lobachevsky State University of Nizhni Novgorod

Background. Human CD?38 protein is a transmembrane
glycoprotein with a molecular mass of 45 kDa that acts as
a bifunctional ectoenzyme, The gene encoding CD38 is lo-
cated on chromosome 4. It is shown that SNPs rs6449182
is associated with risk of chronic leukemia. In the present
study, we have analyzed the association between allelic vari-
ants of single nucleotide polymorphism (SNP) rs6449182
gene CD38, which can affect gene expression and the risk
of colon cancer, as well as loss of heterozygote frequency
in colon tumor cells.

Objective. The aim of this work is to study the frequency
of allelic variants of SNPs rs6449182 CD38 gene in blood
and tumor of patients with colon cancer.

Materials and methods. We studied 28 samples of pe-
ripheral blood of patients with colon cancer and 28 samples
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