TUCTOMOP(OJIOTHUESCKIUX THIIOB JUUISi BBISSCHCHHS BO3MOYHOW KOPPENAINH C
PUCKOM Pa3BUTHS MATOJIOTHYECKOTO MpolLiecca.

B uccnenoBanue ObLIM BKJIFOUEHBI STHUUYECKHUE KUTEIU YKpauHbl: 106
JeTel B BO3pacTe OT 3 MECALEB 10 3 JET C MIMaJIbHBIMU OMYXOJISIMU C Pa3jiny-
HBIX THCTOJOTHYECKAX THUMOB (acTpoumrtapHbie — 36, smOpuoHanbHBIC — 33,
AMEHANMABHBIE — 25 W OMyX0JIi cocyaucToro crietenus — 12) u 201 uemosek
B Bo3pacte oT 18 g0 80 mer 6e3 BBISABICHHBIX OHKOJOTHMYECKHX 3a00JICBaHUM
(rpynmma cpaBuenus). ['enomuyro JIHK Beraensmm u3 neiikonuros nepudepude-
CKOW KpOBU CTaHAApTHBIM MeToAoM. OmeHky moaumopdusmMoB reHa 7P33
(G13494A 8 6-m unTpone u G119C B 4-m 3x30He) npoBoawm Metoaom [T1[P-
[T/IP®.

BrisiBnieno gocroepHoe paznuune mexay vacroroit C119C annens rena
TP53 B rpynne aeteit ¢ sMOpuoHaibHBIMU onyXxonsamu — 21,21% oTHOCUTENBHO
KOHTPOIS — 7,96% [x*=5,62; p=0,0178]. TlonyueHs! OCTOBEPHBIE PASTHUHS IO
gacToTe BeTpedaemoctr nonumopdmusma A13494A rena TP53 mexay rpymnmoi
neTed ¢ SMOpPUOHATIBHBIMUA ONyXOiasAMH — 9,68% W KOHTPOJBLHOW TPYNIOH —
2,49% [x*=4,17; p=0,0412].

Paznuumsa B wactore monumopdubIx BapuanTos reHa 7P33 (4 »k30H u 6
WHTPOH) MEXKIy TPYNIaMH C Pa3HBIM THCTOMOP(HOIOTHIECKAM THIIOM OIyXO-
Jeh ObUIM HenocToBepHBbI. HaOnmroganack TEHACHIMA K YBEJIMUECHHUIO YACTOTHI
C119C nmomumopdusma rera 7P53 mexay smOpuoHanbHbIME — 21,21% u snen-
JAMaNbHBIMUA Oy XO0JsaMu — 4%.

Taxum o6pazom, mommmopdusie Bapuantsl C119C u A13494 A rena 1P353
MOTYT OBITh HMCIIOJIb30BAHBI B KAUECTBE OJHOTO W3 (haKTOPOB PHUCKA PA3BUTHA
AMOPHOHAJIBHBIX OMYXOJIeH y AeTed. AKTyaabHOCTh MPOOJIEMbl U MOTYUYCHHBIC
JAHHBIE YKA3bIBAIOT HA HEOOXOAMMOCTh MPOBEJACHUA JNATbHEHIIUX HCCIEeA0Ba-
HUH Ha OOJBIINX BRIOOPKAX /ISl MOATBEPKACHUS MOJTYUCHHBIX PE3YIbTATOB.

POJIb TEHETUYECKOTI'O ITIOJINMMOP®U3MA ITUTOXPOMA 11B2
B ®OPMUNPOBAHUU IMPEDKJ/IAMIICUN
Envixosa A.B.

benropoackuii rocyqapCTBEHHBIA YHUBEPCUTET, T. benropon, Poccus

Oco0bIM 3TAnoOM B JKHW3HU JKCHILMH PEMPOAYKTUBHOT'O BO3pAcTa ABJISIETCS
OEpPEMEHHOCTh, XapaKTEPU3YIOIIAACS BhIPAXKCHHBIMU FTOPMOHAJIBHBIMU, META00-
JUYECKUMU W TeMOJWHAMWYECKAMH m3MeHeHusaMH. [Ipesxnamncusa (To3aHuit
TOKCHKO3) — 3TO OCJIO)KHEHHE OEPEMEHHOCTH, KOTOPOE BO3HUKAET BO BTOPOH €€
MOJIOBUHE W XapaKTepHU3yeTcsl HapymieHneM (DyHKIWN )XH3HEHHO Ba)KHBIX Opra-
HOB U CHUCTEM.

[{enbro uccneaoBaHUA ABUJIOCH U3YUCHUE BIUAHHS T€HETUUYECKOIO MOJH-
mopdusma muroxpoma 11B2 (44C/T CYP11B2) na ¢popmupoBanue u TeucHME
JAHHOTO OCJOXKHEHUs1 OepemenHocTu. OOmmii o0beM BbIOOpPKU cocTaBuil 459
oepemenHbiX. Cpeau manueHToK 209 KEHIUHBI ¢ HOPMAJIbHO MPOTEKAKOIIEH
o0epeMeHHOCTHIO U 250 JKEHIMH ¢ OEPEMEHHOCTBIO, OCIIOKHEHHON MPEIKIaMII-
cuei: 95 GepeMeHHBIX C MPesKIaMIICHel JIerkoi ctenenn TspkecTH, 100 - ¢ mpe-
AKJIAMICUEN CPEAHEN CTEMEHM TSXKECTH M 55 — ¢ TAXKEIbIM TEUYEHUEM MPEIK-
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namrcu. MccimemoBanre M3yd4aeMoOro reHeTHYeCKOTo MOJIMMOopdu3Ma MpoBo-
aunn metogoM TP ¢ ucrmons30BaHMEM OJNIMTOHYKJICOTHIHBIX MpaiMepOB Me-
toaoM aerekimu TagMan 3087108 ¢ moMmompko real-time TTLP. Pacuer denoTn-
MAYECKUX M TEHHBIX YacTOT MPOBOJAWINA CTaHAAPTHBIMU MeToaamu. s cpas-
HEHHS YaCTOT ajulesicl U TEHOTHUIIOB MEXIY Pa3IUYHBIMH TPYITIaMH HUCIOJIb30-
BaJIM KpUTepHil x2 ¢ mompaBkoit Merca Ha HEMPEepbIBHOCTH. BEIYHCICHUS MPO-
M3BOJWIN B Tabmuiax compsbkeHHOCTH 2X2. C 1enblo OLICHKH COOTBETCTBHS
HaOJIIOJaEMOT0 paclpee/icHUs OKUIaeMOMY, UCXOJsd U3 PaBHOBECHS Xap/u-
BaiinOepra, ncnonb3oBain KpuTepui y2.

B pesynpTate mcciaeaoBaHusa OCPEMEHHBIX C MPEIKIAMIICHEH YacToTa -
344CC cocrasuna 20,00%, -344TC — 55,20%, -344TT — 24,80%, yacToThl aj-
nenei -344C u -344T pasubl 47,60% u 52,40% cOOTBETCTBEHHO. Y KEHIIMH C
HOPMAaJIbHO MPOTEKAIOIIEH 0epEeMEHHOCTHIO OOHAPYKEHBI CJIEAYIOIINE YaCTOTHI
reHotunoB: -344CC — 20,10%, -344TC — 45,93%, -344TT — 33,97%, gacTOTHI
amneneit -344C u -344T pasubt 43,06% u 56,94% cooTBETCTBEHHO. AHAJIU3 MO-
JYYEHHBIX JAHHBIX MOKA3bIBACT, UTO JJIA M3YUCHHOTO JIOKyca y OEpPEMEHHBIX C
MPEIKIAMIICUEH M Y JKEHIIMH ¢ HOPMaJIbHO MPOTEKarolieii 0epeMEeHHOCTHIO IM-
MMUPUYECKOE pacnlpeacsieHHe TeHOTHIIOB COOTBETCTBYET TEOPETUUECKHA OKHUAAc-
MOMY TIpH paBHOBecHHu Xapau-Baitabepra (p>0,05).

B pesynbTare uccnegoBanus OEPEMEHHBIX C MPEIKIAMIICHEH JIETKOH CTe-
neau yactota -344CC cocraBuna 18,95%, -344TC — 60,00%, -344TT — 21,05%,
yactoThl ayuieneit -344C u -344T pasnbl 48,95% u 51,05% cooTBercTBEHHO. Y
KEHIUH CO CPeIHEH cTeneHbplo mpeskiaamncuu yacrora -344CC cocraBuiia
19,00%, -344TC — 55,00%, -344TT — 26,00%, uactotsl amneneii -344C u -344T
paBHbl 46,50% 1 53,50% cooTBETCTBEHHO. Y OEPEMEHHBIX C TSHKEJIOH cTere-
HbIO yacToTa -344CC cocraBuna 23,64%, -344TC — 47,27%, -344TT — 29,09%,
yactoThl ayiened -344C u -344T pasubl 47,27% u 52,73% COOTBETCTBEHHO.
IIpu cpaBHUTEILHOM aHAJIU3€ YaCTOT ajuiejieh M TEHOTUIIOB OEPEMEHHBIX C TIpe-
JKJIAMIICHEH U OEpPEMEHHBIX 0€3 MPEIKIIAaMIICMH CTaTUCTUYECKHA JOCTOBEPHBIX
OTIWYXHN BBISIBICHO He ObL1o (p>0,05).

MMOUCK TEHETUYECKHNX MAPKEPOB ITPU TIPO®ECCHUOHAJIBHON
BPOHXOJIEI'OYHOI MATOJIOI' N Y YEJIOBEKA
Heanos B.11., Kononvixuna H.B., bauuncxuit O.H., bapm H.H.
Kypcknit rocy 1apCTBEHHBIN METUIIMHCKUA YHUBEPCUTET,
kadeapa OHOIOTHH, METAIIMHCKONW T€HETHKHU 1 dKoyorud, T. Kypck, Poccus
Kypcknit rocy1apCTBEHHBIN YHUBEPCUTET,
Hay4YHO-HCClienoBarenbekas jadbopatopus «I enernka» r. Kypck, Poccus

Jlo CEeroAHSAIIHEro JHA MEIUIIMHA HE PAcloJlaraeT TOYHbIMU CBEJICHUSIMU
O PacIpOCTPAaHEHHOCTH XPOHUYECKON 00CTPYKTUBHOM Oose3nu sierkux (XOBJI)
cpenu paboraroriero Hacenenus. 3adoieBanre GOpPMHUPYETCS TPUMEPHO y 4,5-
24,6% nwur, paboTaroMMX BO BPEIHBIX MPOW3BOACTBEHHBIX YCIOBHIX, TIpodec-
CUOHAJIbHBIN CTaX KO BPEMEHH MOABJICHUS MEPBBIX CUMMOTOMOB COCTABJISIET B
cpeaaem 10-15 mer. B crpykrype npodeccHOHAIbHOM AaTOIOTHH 3a00JICBaHUS

OPraHOB JIbIXaHUS — OJIHA U3 BEAYIUX MPUYUH UHBAJIUIU3AIMU U CMEPTHOCTH.
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