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NCCIEJOBAHUME HOBOI'O MUHUCATEJIJIMTA UPS29 YEJIOBEKA
N EI'O MBIIINHOI'O 'OMOJIOT A

@YHKIMY TaHAEMHBIX ITIOBTOPOB B HOPME B I'€HOMAax PA3JIMYHBIX OPraHU3MOB OCTAIOTCA J10
CUX TOp HEMOHATHBIMU. OHAKO aKTyalbHOCTh U3YUYEHHs TAKMX MOCIEA0BATEIbHOCTEH CBS3aHA C
UX BOBJICYCHHEM B BO3HMKHOBEHHUE U Pa3BUTHE LIEJIOT0 psAja HEHpoAereHEepaTUBHBIX U HEHPOMBI-
IICYHBIX 3a00JIeBaHUH, a TaK)Ke CIIOHTAHHOW AMOPUOHANBHOU JIETAbHOCTU, MHCYJIHNH-3aBUCUMOTO
nrabeTa U HEKOTOPhIX BUJOB paka. Llenbio JaHHOM paboThl ABIAIOCH UCCIIEI0BAaHHE HOBOTO MUHU-
caremura UPS29 yenoBeka u ero MbeIMHOTO ToMoJiora. Pabora Obuta pasieneHa Ha JBa dTara:
TEOPETUYECKUIM M IKCIEPUMEHTAIbHBIN, MIPUUEM 3a/ayeil SKCIepruMeHTa Obljla MPOBEpKa HEKOTO-
PBIX TPENONIO0KEHUH, C/IETaHHBIX MTOCIIE TPOBEICHHS TEOPETUYECKOTO UCCIET0BaHUS.

Munucarennur UPS29 yenoBeka HaXOAWUTCS B MHTPOHE HEM3BECTHOIO MOKA I'eHa (Jaiee 1o
TEKCTYy — reH2). B Tom xe JoKyce mepBoil XpOMOCOMBI HaXOAUTCS TeH AEIbTa-CyOheIMHHUIIBI aMU-
JIOpUI-9yBCTBUTENbHOTO HaTpreBoro kaHana (ren dNaCh). [TocnegoBaTenbHOCTh TeHA2 U MUHHUCA-
termuta UPS29 Obuta mpoaHanu3upoBaHa C IENbI0 BBISIBICHUS BO3MOXKHBIX (DYHKIUNA U 0COOEHHO-
cTeil cTpykrypsl. [locnenoBaTenbHOCTh FeHa2 UMEET YACTUYHYIO TOMOJIOTHIO C MTOCJIEA0BATEIbHO-
CTBIO T€HA JEbTa-CyOhEeTMHHIIBI aMIJIOPUI-9yBCTBUTEIHLHOTO HATPUEBOTO KaHANA M, MOCKOJIBKY,
JIOKAQJIM30BaHbl 3TU T€HbI B OJHOM M TOM K€ JIOKYCE MEpPBOl XPOMOCOMBI Y€JIOBEKa, TO MOXKHO
MIPEIOJIOKHUTD, YTO TeH2 MPHUHAICKUT K TOMY YK€ TEHHOMY CEMEUCTBY WM UTPAET POJIb B TOM Ke
nporecce, uto U TeH dNaCh. B rumoreTnueckoii aMHHOKHCIOTHOHM MOCIIEIOBAaTEILHOCTH Oelika,
KOJUPYEMOro Te€HOM2 HalIeHbl CIeAyIolne 0COOEHHOCTH CTPYKTYpbI: MJIEKCTPUHOBBIE JOMEHBI,
AHKMPHUHOBBIE MTOBTOPHI, a TAaK)KE JIOMEHBI, aHAJIOTHYHbIE ToMeHaM G-0eNKoB U cojepKallue IIHH-
KOBbIE MaNbIbl. BO3MOXHO 0€l0K, KOAUPYEMbIH TeHOM2 y4acTBYeT B KAKOM-TO CUTHAJIBHOM IyTH,
CBSI3aHHOM C JIaHHBIM HaTPUEBBIM KAHAJIOM.

B nocnenoBarenbHOCTH reHa2 calThl JUis TONOM30Mepasbl | BcTpedaroTcs IpUMEPHO 4Yepes
kaxzasie 200 1.H., 4To cooTBeTcTBYET ogHOMY BUTKY JIHK Bokpyr Hykieocomsl. B nocienoBarens-
Hoctu MuHHcaTeuta UPS29, pazmep koToporo coctaBiseT 745 n.H., 0OHapy>keHO 4 Takux caifTa.
K Tomy ke, TeH2 HaXxOAUTCS B JIOKyCE XPOMOCOMBI, KOTOPBIN OKpammBaeTcs Kak R-03H1, 4To cOOT-
BETCTBYET TPAHCKPUOHMPYEMBIM paiioHaM. OTO MO3BOJIIET MPEAINOJIOKHUTh, YTO TE€H2 aKTUBHO
TPaHCKPUOUPYETCH.

WuTpoH, B KOTOpOM Jokanu3oBaH mMuHucatemuiut UPS29, nMeeT CHUIIBHO BBIPOKICHHBIE TIO-
cIIeIOBAaTEIBHOCTH 5 - calTa cruaiicuara u BPS, yTo MOXeT cBUIeTEILCTBOBATL O TOM, 4To MPHK
reHa2 rnojBepraercs albTEpPHATUBHOMY CIUIAWCHUHIY, KOTOPBII MOKET PeryJInpoBaThCs ONpeneseH-
HOW BTOPUYHOMW CTPYKTYPOH MHUHHUCATEIIINTA, HAXOASAIIETOCS B 3TOM UHTPOHE.

OcoOenHoctu mocnenoBatenbHocTH MuHHCaTeuTta UPS29 mMoryT sBRSThCS MpUYHHON 00-
pa3zoBaHus albTEepPHATUBHBIX BTOpUUHbIX cTpykTyp B JJHK n MPHK. Hannuue nanuuapomMHeIX mo-
cienoBatenbHocTel B UPS29 MokeT mpuBOAUTh K 00pa30BaHUIO IIMWICYHBIX CTPYKTYp B MPHK,
KOTOpBIE, B CBOIO 0Yepe]lb, MOTYT PETyJIMPOBaTh aKTUBHOCTH TpaHcisauuun MPHK rena2 w/mmm pe-
TYJIUPOBATh AIbTEPHATUBHBIN CILTAHCHHT.

Ob6pa3zoBanue kpectoobpasubix cTpykryp B JIHK Heckonbko 3aTpynHEHO M3-3a 3HEpreTHye-
CKMX OTPaHHUYEHUH, HO TEM HE MEHEE CYIIECTBYET BEPOSTHOCTh MX (opMHUpoBaHHA. Takue CTpyK-
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Typbl Bo Bpems perutukanuu JJHK o6sraHO npuBoasT k mpockanb3biBanuto JIHK-monmmmepassl, 4o
SIBJISIETCS] IPUYUHON SKCIIAHCUH TTOBTOPOB.

SIBHas HUTEBas aCUMMETPUYHOCTH IOcienoBaTeqbHOCTH MuHucatemura UPS29 naer Bo3-
MO>KHOCTB 00pazoBaHust TpakToB Z-hopmer JIHK, koTopsie uepenyroTcs ¢ Tpakramu B-popmebl, 94To
MOXET MPUBOAUTH K yacTudHOM penakcanuu JJHK u yBenumdennio BeposTHOCTH 00pa3oBaHus Kpe-
cToobpasHbix cTpykryp. Cama Z-JIHK uwacTo mHUIIMMpPYET BOSHHMKHOBEHHME CECTPUHCKHX XpOMa-
THUIHBIX OOMEHOB, TO €CTh BHYTPUAJJICIbHOW pEKOMOWHAIIMHU, YTO SIBJISAETCS MPUYUHON SKCIIAHCUU
MIOBTOPOB.

Hannume B mocnenoBatensbHocTn UPS29 Gonbiioro umcia caiToB, TOMOJIOTHYHBIX pa3iidy-
HBIM TOPSAYUM TOYKaM PEKOMOWHAIIMU, TIO3BOJISET MPEANONI0KUTh, 4To MUHHcaTteuuT UPS29 sB-
JsIeTCsl TUIePMYTAaOMIBHBIM BCIIEACTBUE YaCTOM MHUIMALUKN pekoMOnHanuu. K sKcrmancuu moBTo-
POB NPUBOJUT, KaK BHYTPH, TaK U MEXaJlJlelbHasi peKkOMOWHaIUs, HO JUIsl BOSHUKHOBEHHUS MeEXall-
JeNbHOM peKOMOMHAIIMM HEOOXO0 UM TOMOJIOI MUHHCATEIINTA B IPYTroM JIoKyce renoma. [loaromy
OBLT MPOBEJICH MOUCK MOCIEAOBATEIHLHOCTEH B TEHOME YeTOoBeKa, KOTopble ToMmonoruynsl UPS29.
Takux mocnenoBaTenbHOCTEl 0OHAPYKEHO HE ObLIO, YTO MO3BOJSAET CAEIAaTh BBIBOA O TOM, YTO
UPS29 ne BoBNeYeH B MeXaUIETBHYIO0 PEKOMOWHAIIUIO.

Munucaremmutr UPS29 sBrnsercss GC-6oraTeiM, 94TO MOXET (OPMHPOBATH OMpPEaeTICHHBII
MaTTepH METUIMPOBAHUS, HEOOXOAUMBIN ISl PETyJIslUU aKTUBHOCTH TeHa2. Haiineno 27 caiitoB
Ui pecTpukTaz-u3ommzomepoB Mspl/Hpall, uto B nanbHeiimeM MO3BOJSET 3KCIEPHUMEHTAIBEHO
OIpeAeIuTh YpoBeHb MeTuirpoBanus UPS29.

Buv1600b1. DKcriepuMeHTaIbHBIN aHATU3 auIeIbHBIX BapuaHToB Munucareuta UPS29 geno-
BEKa MOKa3all, YTO UMEIOTCS Kak MUHUMYM TpH aJulesu B reHoMe. B kauecTBe 00beKTa U3yUYeHUS B
naHHOM ciyyae ucnonb3oBanack JJHK, Beinenennas u3 kposu. Tkanecnenuduyeckuii ananus ai-
JIENIbHBIX BapUaHTOB y MBIIIM TOKa3al OTIMYUS B pa3Mepe ajuieieil Mexay pa3HbIMH OpraHamH.
Tax, Gonee mIMHHBIE ayenud ObUIM OOHAPYKEHBI B CPEAHEM MO3Tre, MPOJOJITOBaTOM MO3Te, MO3-
KE€UYKe, CEMEHHHMKaX, KOCTHOM MO3Ty, B MOYKax M B XBocTe. BO3MOXKHO, Takue ajuielibHbIE pa3iu-
YUt UMEIOT (PYHKIIMOHAIBHYIO 3HAYMMOCTb B aJIbTEPHATUBHOM CIUTACHHIE T€HA2, YTO B CBOIO OYe-
peab UMeeT 3HaueHue JUis U30MpaTeIbHOTO MPOBEACHUS CUTHAjda OT aMUJIOPHU/-4yBCTBUTEIBLHOTO
HaTPUEBOTO KAHAJIA.

18



