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MaToJIoruel, MOTpeOoBaBIIeH 3KCTPEHHOTO Olle-
paTUBHOIO BMeIIaTeNbCTBa. Bceem mnamnmeHtam B
JI0- U TOCJIEONEPAIOHHOM IE€PUO/IE MPOBOANIN
MOHHUTOPHHT (DyHKIMH nedeHu u rnodek. OeHuBa-
M OMOXUMIYECKUE MapeMeTphI(0eToK, albOyMuH,
¢ubpunoreH, moueBnHa, kpeatunuH, AJIT, ACT,
oumnpy6un, K*,Na*), ynsTpazBykoBsle, B T.4. JOT-
ieporpagyeckue, onpeaessiii (GyHKINOHAIbHBIH
pe3epB(®PP) neyeHu u novek, TAKECTb XUPypruie-
CKOT'0 9HJI0TOKCHKO3a.

Pesyabrarbl. Beicokuii n cpenauil QyHKIH-
OHAJIBHBIN pe3epB BbIABIECH y 24,9 % mnanueHToB
(®P mouek cocraBui B cpeqHem 56,7 + 45,8 %, OP
nedenu — 1,83 £0,13). ¥V 75,1 % oTrmeueHo cHuxKe-
HUE ¥ IPAaKTUYECKU OTCYTCTBHE (DYHKIIOHAIBHOTO
pesepsa (OP mouek — 35,2 + 18,4 %, OP neuenn —
1,23 £ 0,06). Hctomenue ¢GyHKIHOHATBHOTO pe-
3epBa HaOmonamu y 6ompHEIX co I u Il crenensio
TSDKECTH 9H/IOTOKCHKO3a, Y TMAaIlMEHTOB repuarpu-
YEeCKOro BO3pPacTa C COMYTCTBYIOILEH MaTONIOTHeH
nedyeHn 1 nouek. [Ipn ucxomHo HU3KOM (YHKIHO-
HAJIFHOM pe3epBe IEUYEHH M IT0YEK CPHIB KOMIICH-
calliyl W pa3BUTHE TeNATOPEHATBHON ITUCHYHKINH
TIPOUCXOINIIN OBICTpEE.

BoiBoabl. Y OOJNBHBIX C OCTPOil abIOMHHAIb-
HOW XMPYypru4eckoi MaToyiorHei B paHHEM Mocie-
OIEPALMOHHOM TEPHOIE OTMEYACTCSl CHIDKCHHUE
(DYHKIMOHAIBFHOTO pe3epBa INEYEHW W MOYEK, YTO
KOPPENUPYET C TSKECTHIO TelaTOPEeHAIFHOTO CHH-
JpOMa U CTETICHBIO XUPYPTUUECKOTO 3HI0TOKCHKO3A.
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Heab ucciaenoBanusi. OLEHUTH POJb UHCY-
muHopesuctenoctn (MP) y OGonmbHBIX caxapHbBIM
muaberom Trma 2 (C/) mocne >HIOBaCKYIApPHOMH
PEBACKYISIPU3AINN CTEHTaMH C JICKAPCTBEHHBIM
MOKPBITHEM.

Marepuana n meroasbl. [log HabmroneHNEM Ha-
xoauaock 99 6onmpbIx ¢ UBC 1 comyTcTByommm
CH tima2. YV 61(62%) namueHTa KOppeKIus
YIIIEBOJHOTO OOMEHA OCYIIECTBIISIIACH C IOMOIIBIO
MEIMKaMEHTO3HON Tepanuy, U3 HUX 7 HaXOAUIOCh
Ha UHCYJIMHOTEPAITUH, OCTaIbHbIe OOJIBHBIE COOIIO-
JIaJTi TUTIIOTIIMKEMUYECcKyY0 uety. [lanuenTs! Obuin
pacripezieieHsl Ha JIBe TPYIIbl B 3aBUCHMOCTH OT
Hamuuus UP. B nepByto rpynny Bouuio 53 mauu-
€HTa, Yy KOTOPBIX He oTMedanack P, Bo 2-10 Tpym-
1y — nauueHTsl ¢ HanuuueM cunapoma UP. Beero
6bUT0 UMIUTAaHTHPOBAHO 135 creHToB. CpaBHMBAIH
YacTOTy Pa3sBUTHSI CEPICYHO-COCYIUCTBIX COOBITHI
(cMepTHOCTB, MH(APKT MUOKap/a, TOBTOpHAs peBa-
CKYJISIpU3AIINsl MUOKap/a), a TAaK)ke BO30OHOBIICHUE
CTEHOKapAWH B MOCIIeayonye 12 Mec. mocie 3H710-

BacCKyJISIpHOTO BMeNIaTeabCTBa. MeTa0oarmuecKuit
KOHTPOJIb OCYIIECTBIISUICS 110 JIMHAMUKE B KPOBH
YPOBHSI TJIIOKO3bI HATOLIAK M MOCTIPaHHaIbHON
rukeMuu, uHcynuHa. Onpenenenue upaekca WP
(HOMA —IR) mpoBoamiock o ¢popmyne: HOMA —
IR = mHCYnuH mia3mel Hatomak (MKEJl/mm)* rmo-
KO3a IUIa3Mbl HATOMIAK (MMOJIB/1)/22,5.

Pesynbrarbl. Cpenu OONBHBIX, Y KOTOPBIX HE
ObuI0 BBIIBIEHO cuHapoma WP, crenokapamst Bo3-
obroBmwtack y 9 (17%) OonpHbIx, 2 (3,8%) marm-
€HTa TIOIBEPIIINCH KOPOHAPHOMY IIIYHTHPOBAHHIO,
3 (5,7%) OONBHBIX — TOBTOPHOMY SHIOBACKYIISIPHOMY
BMEIIATeNLCTBY. Bo 2-1i rpymme peryauB cTeHOKap-
Jn uvelt mecto y 17 (37,8 %) GONbHBIX, MPU 3TOM Y
2 (4,4%) manueHToB JOKyMEHTUPOBAH KPYITHOOYaro-
BBIIT MH]ApKT MuOKapya, | (2,2 %) 6onpHON noasepr-
sl KOpOHApHOMY HIyHTHpOBaHHMIo, 10 (22,2 %) narm-
€HTOB — MTOBTOPHOMY CTEHTHPOBAHHIO.

3akimiouenue. Takum 00pa3zoM, HCIIOIB30BAHUE
CTEHTOB C JIEKapPCTBEHHBIM MOKPBHITUEM y OOJIBHBIX
UBC ¢ CJ] 6e3 curgpoma NP nmo3Boser CHU3UTH Ya-
CTOTY Pa3BUTHUS CEPHE3HBIX CEPICUHO-COCYIUCTHIX
coOBITHI B TIOCHeytommue 12 Mec. mocIe SHI0BACKY-
JISIPHOTO BMeMIaTenscTna ¢ 28,9 10 9,4 %, a Takxe ga-
CTOTBI PEUUIUBOB cTeHOKapauu ¢ 37,8 mo 17 %.

HNOJIMMOP®U3M I'EHA ERCC2/XPD
Y KUTEJIEN KEMEPOBCKOU OBJIACTH
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I'en ERCC2/XpD (excision repair cros-
scomplementing  rodent  repair  deficiency,
complementation group 2 [xeroderma pigmentosum
D]) nokanmu3zoBan Ha xpomocome 19q32.2 u konupyet
AT®-He3aBUCUMYIO XeITUKa3y, yYaCTBYIOIIYIO B OKC-
LIM3MOHHOM penapary HyKJIeoTH10B. [ €H conepkut
23 ok30Ha. bpuUTO MACHTH(PUIMPOBAHO HECKOIBKO
MOJIMMOP(U3MOB B KOIUPYIOIIEH YacTH I'eHa, IpH-
BOIAIIMI K aMHUHOKHCIIOTHBIM 3ameHaM: [le199Met
(C/G), His201Tyr, 1le199Met (C/G), His201Tyr
(C/T), Asp312Asn (G/A) u Lys751GIn (A/C). 3a-
meHa (A35931C) npusomsmas k Lys751GIn mensier
KoH(pUrypamio GeyKa 1 MOXKET BIMATH HA €ro B3a-
HUMOJICICTBHE C XEIHMKa3HBIM aKTUBaTopoM p44 [3].
OyHKIMoHaNbHOE 3HadeHue BapuantoB ERCC2 we
BIIOJIHE SICHO, HO TOKa3aHO, YTO HEKOTOpbIC BapH-
AHTBI MOT'YT OBITh ACCOLIMUPOBAHBI C YMEHbIIEHHEM
pemnapatuBHOIi ciocoOHoCTH [1, 2].

Bonbiioe unciio ucciie1oBaHui MOCBSIIEHO aHa-
JM3y accoUManyii MOMMMOP(HBIX BapHAHTOB JAH-
HOT'O T€Ha M PUCKA paKa Pa3IMYHbIX JIOKAJIM3AIHi:
TOJIOBBI U IIeH [7], nerkux [8], MOJIOYHOMN KeNe3bl
u 1p. [4]. Munopusie Bapuantel ERCC2 Lys751GlIn
MIMPOKO PacIpOCTPaHEHbI y MpeicTaBuTeNel Oenoi
pachl ¥ 3HAYUTEIIHLHO PEKE BCTPEUaeTCs Y a3UaToB.

3HaUMMOCTh ~ acCOUMalMid  moTuMopdm3Ma
ERCC2/XPD ¢ puckoM paka pa3IuIHBIX JTOKaIH-
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3anuif, 00yCIOBIMBAET HEOOXOIMMOCTh H3YUYCHHUS
pacnpoCTPaHEHHOCTH €ro MOJMMOP(HBIX BaphaH-
TOB y HACeJCHUS PallOHOB BBICOKOTO KaHIIEPOTCH-
Horo pucka. K unciy pailoHOB ¢ BBICOKOH KaHIle-
POTEHHOH Harpy3koil Ha HacelIeHHE MOXKET OBITh
otHeceHa KemepoBckas obmacTte. B cBs3u ¢ aTim
LIENIBIO ITAHHOTO HCCIJIEI0BAHMS CTall aHAJIN3 TTOJIH-
mopdusma Lys751Gln B rere ERCC2/XPD y xure-
neit KemepoBckoii 00macTu.

Marepuanbl U MeToabl. B wuccieayemyro
rpynny Bomm 498 sxutenelt Kemeposckoit 00-
nactd, w3 HAX — 230 B3poCHbIX (CpeaHUN BO3PACT
42,5 net) m 268 neTei-moapOCTKOB (CPETHIIA BO3-
pact 13,07 net). Bce moHOpHI HAa MOMEHT OOcCIe-
JIOBaHUSI OBUTH 3/10POBBI U IPOMH(OPMHUPOBAHBI
(moamuchIBaM MHGOPMHUPOBAHHOE COIVIACHE) O Iie-
JSIX W pe3yibTarax uccieaoBaHus. M3 eiikonntoB
niepudepuyeckoit kposn Beiensum JJHK metomom
(heHon-XI0poPOPMHON IKCTPAKIIUN M aHATH3UPO-
Bajy IPU IOMOIIM MOJIMMEPA3HOM LIENHON peak-
nuu cunreza JIHK. T'enotunuposanue Lys751Gln
B rene ERCC2/XPD mnpoBoamiu ¢ HCIONB30Ba-
HHeM Metoma «SNP-akcmpece» m Habopa peakTu-
BOB, pazpaborannoro HII® «JIutex» (r.Mocksa).
AMIUTN(HUKAINIO TPOBOIMIM € IOMOLIBIO aMILIH-
¢uxaropa «Tepumk» (JJHK-rexuonmorus). Ilpo-
JOYKTBl TIOJMMEpa3sHOil peakuy aHaJIU3UpOBAIIN
MeToJoM AtekTpodopesa B 3% arapo3HoM reie ¢
OpPOMHCTBIM STHANEM C TOCIEIYIOMEH BHU3yaln-
3anueit ¢parmentoB JIHK B ymeTpadmoneroBom
cBere. CTaTUCTUYECKUH aHAIN3 NEPBUYHBIX aH-
HbIX ocymectBisuin cpeactBamMu STATISTICA for
WINDOWS v.6. OueHKy IOCTOBEpPHOCTU pa3iu-
YUl B paclpeneieHNH MOJMMOpP(HBIX BapHaHTOB
TIPOBOJIMITM CTAH/IAPTHBIM METOJIOM ¥ C MONPaBKOH
Herca nHa HenpepbIBHOCTb. Il COMOCTaBICHUS
rpynn ucnosb3osanu U-kpurepuit ManHa- YUTHU.

PesynabraTtel M o0cy:kaeHne. B pesynbrare
IIPOBEJICHHOI'0 HCCIIEIOBAaHHSI OBUIO YCTAHOBIICHO
ciieyromiee pacripeeneHie reHotunoB Lys/ Lys;
Lys/ Gln; Gln/ Gln rena ERCC2/XpD:

*3B rpyIme B3POCIBIX:

101 (43.9%); 36 (15.6%)

e B rpynmne nereit: 136 (50,7%); 79 (29,4 %);
53 (20,5%).

CornacHO JaHHBIM JIUTEPATyphl 4acToTa MH-
HopHOTO rerotura Gln/Gln BappHupyeT B pa3muaHBIX
nomyssinusix Mupa ot 0,5% (y asmaros) no 21,2%
y xwureneii Hopsernun. Yacrora renoruna Gln/Gln
B rpynmne B3pocislx KemepoBckoil obnactu, craru-
CTUYECKH 3HaYMMO HE OTIIMYAETCs OT JaHHBIX, MO-
Jy4eHHBIX I rpynit: HemueB — 13,9 % [6], OenbIx,
npokuBatormx B CIIA — 13,4% [9], Oembix sxute-
neit pasHeIx ctpad Epomsl — 17,6 % [5]. Pactipene-
JICHHE TeHOTHIIOB B JIETCKOM BhIOOpKe KemepoBckoit
o0nacTy BIIOJIHE COINIACYETCSA C paclpeleleHUeM,
noy4yeHHbM Zienolddiny (2006) [10] B rpymme sxu-
teneit Hopsernu: Lys/ Lys — 183 (47,4 %); Lys/ Gln—
121 (31,3%); Gln/ GIn — 82 (21,2%) .

HaOsmtonarorcst HEKOTOpBIE PA3IUUUsl MEXIY
BBIOOpKaMK B3poCibIX u JeTeil KemepoBckoi 00-

93 (40,4 %);

jJactv. B rpymnme aerell moBbllIEHa YacTOTA TOMO-
3urot Lys/Lys (50,7% mnpotus (40,4% y B3poc-
abix; x> =10,56; p=0,0012) u CHMKEHA YacTOTa
retepo3urot (29,4% npotus 43,9% y B3poCibIX;
v =4,72; p=0,03). Ot pasznuuusi MOryT OBITH
CBSI3aHBI C MallbiIM 00BEMOM BEBIOOPOK, a, BO3-
MOXHO, ¥ C TIPOIIECCAMH TPEHATAIEHON CEeJIeInH,
MPUBOIAIINMHU K YMCHBIICHUIO TOIM TCTEPO3UTOT
U YBCJIMYCHUIO JOJIM TOMO3HUIOT [0 Ma)KOPHOMY
QIS0 Y TIPEJCTABUTEIICH MOJIOIOTO ITOKOJICHUS.
DTO MOXXHO paccMaTpHBaTh Kak, B IeJOM, Oiaro-
TIPUATHBIN TS TTOTTYJISIIAA TIPU3HAK.

Paboma noooepacana cocyoapcmesennvim KoH-
mpaxkmom @I «Hccnedosanus u pazpabomru no
npUOPUMEmMHbIM HANPABIEHUAM DPA3GUMUL HAVY-
Ho-mexHono2uyeckozo komnaexkca Poccuu na 2007-
2012 20061» Ne 16.512.11.2062; epanmom PODHU,
10-04-00497-a.
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