OT3bIB HA ABTOPE®EPAT JIMCCEPTAITMOHHON PABOTBI
HOnkuna Jimurpus Biagumuposuya
«MOJIEKYJISIPHO-BMOJIOTMUECKUE OCHOBBI CUHJIPOMA JIOMKOU X-

XPOMOCOMBI»,

IpEJICTARICHHOM Ha COMCKAINE YICHOH CTEIIEHH JIOKTOpa OHOJIOTHYCCKUX HAYK 110
CHeIUalIbHOCTH 1.5.3 — MosieKkyJisipHast OHO0JIOTHsL.

Jluccepranmonnas pabora IOykuna Jimurpust BiiajumupoBuda - 9To MaciuTabHoe
HCCleIOBaHUe, ITOCBANICHHOE OYEHL aKTyalbHOH TEME — HCCIIEJOBAHHIO MOJIEKYIApHO-
OHMOJIOTHYCCKUX OCHOB CHHIPOMA JIOMKOH X-XpPOMOCOMBI. 3a00JI€BaHMs], aCCOIMHPOBAHHEIE
C JIOMKOH X-XpOMOCOMOM, BCTPEUAIOTCS B YEJIOBEYECKOH IIONYJIALHMM ¢ OYCHL BLICOKOM
9acTOTOH M CTOSIT Ha BTOPOM MeECTe Iocje CHH/poma JlayHa CpeliM NeHETHUYECKHUX IIPHYHI
HACJIE/ICTBEHHOM  YMCTBEHHOH  OTCTaJIOCTH. IIpemyrtamus  (to ecth, auienb ¢
IIPOMEKYTOYHBIM MEXJIy HOPMOM M IIOJHOH MyTalMed 4YHCIOM TPHHYKJIEOTH/IHBIX
nosropoB CGG B rede FMRI1) Berpeuaercs ¢ gacroroi 1/200-1/400 u MoxeT HUMETh
cepbe3uble KIMHHMYCCKUE IposBiicHus. IIpu sToM n0 cux mnop He yjanoch paspaborarhb
METOJ/IOB JIeYeHHs] 3TOro 3abojieBaHMsi, a JIMAarHOCTHKAa M OLEHKAa BEPOSATHOCTH
HacJICJIOBaHMs CBS3aHHBIX C MyTallel NaTOJOTHH 3aTPyAHSETCs CIOKHBIM XapaKTepoM
HAcJIe/IOBAHUs ¥ COMATHYCCKOH HecTaOWIBHOCTHLIO IeHOTHIIA. B CBSA3M ¢ 3TUM JeTallbHOE
BLISICHEHHE MEXaHH3MOB JKCIIAHCHH IIOBTOPOB B reHe FMRI1, MonekynspHBIX MeXaHU3MOB
BIIMSIHMSI PA3JIMYHOTO YHCJIA TIOBTOPOB Ha sKcrpeccuto rena FMRI1, cocrosinne xpomaruna B
JIOKyCe T€Ha M II0CJEJICTBHS HapYIIEHHs ODKCIIPECCHH SABJIAIOTCH OYCHB aKTyallbHBIMH
3aJlavaMu JUIs pa3paboTKH T10JIX0JI0B K JiedeHHIO 3aboiieBanus. Takke O4eHb aKTyaJIbHOU
ABJIsleTCs  pa3paboTKa HOBLIX HANCKHBIX IIOJIXOJOB JUId JHMArHOCTUKH IallMCHTOB.
Jluccepranmonnast padora JIMutpus BrajuMupoBHYa IapMOHHYHO OOBEAUHACT pEIICHHE
Kak (yHIaMEHTAJIbHBIX 3allay, CBS3aHHBIX C BBUICHEHHEM MOJIEKYJISIPHBIX MEXaHM3MOB
BO3HHMKHOBEHHs  11aTOJIOPMYECKUX  @JlICJICH, Tak W BaXHBIX [PUKIAJHBIX  3aj1ad,
HalpaBJICHHBIX Ha JMArHOCTHKY M JieueHHEe. B Hee BXOJUT KOMIUIEKCHOE HCCIIE/I0OBAaHHE
3ab0iieBaHMi,  acCOIMHUPOBAHHBIX C  JIOMKOH  X-XpOMOCOMOI, OTITHMH3AITHSI
JIMarHOCTHYCCKUX M TCPANCBTHUCCKHUX IIOJXOJIOB s OOphOBI C ITHMH IIATOJIOTHSIMHU.
[TpousBojur ©Oojblioe M OYEHb XOpollee BIleYaTJICHHEe, 4YTO pazpaboTaHHbIC
JIMarHOCTHYECKHE METOJUKH y)ke OBUIH yCIENIHO anpoOMpOBaHBl U BHEIPEHBI B IIPAKTHKY
[IUTOr€HETHYECKOH JMarHOCTUKH IalMeHTOB. 1l0JX0J/l MCIONBE30BaH JUls HMCCIIe/I0OBaHUs

OosbIIONH BBIOOPKH AIUEHTOB € I10JI03PEHHEM Ha CHHJIPOM JIOMKOH X-XpPOMOCOMBL




Ilonygen ouenr Oonpimo#i o00beM wuHGOPMALUKM O TI'EHOTHIIAX, COMAaTHYECKOH
HecTabMIILHOCTH, OCOOCHHOCTSAX JKCIAHCHU B PAa3sHbIX TKaHAX Y MHOXKECTBA [ALUEHTOB U
HX POJCTBEHHHKOB. Sl CUMTAIO, UTO TAKOW KOMILIEKCHBIH aHAJIM3 OT/EIbHBIX KIMHHYECKUX
CIIy4aeB IIPEJCTABISCT OOJBINYID IIEHHOCTh KaK /I INpPaKTHKH, TaKk M JUIA
(GyHIaMEHTAJILHON HAYKH M I103BOJISIET YBHJICTh IPOOJIEMy ¢ pa3sHBIX CTOpOH. Eme ojHO
BaXKHOC HalpaBlicHHEe pabOThl — BBLICHEHHC IIPHYHHHO-CIICICTBEHHOH CBSI3H MEXILY
COOBITHSIMH, TPOMCXOJISIIIAMH  HA KJIETOYHOM YpPOBHE B pe3yjibrarc MyTalid B
MCCIICTyeMOM T'e€HE M MaTOJOTHUYCCKUMHU MPOSIBICHUSMH, BBISIB/ISEMBIMH IIPH HCCIIE/IOBAHUN
1EJIOT0 MO3Ta.

[Tocse 3HakoMcTBa ¢ TeKctaMu apropedepara U JUCCePTALUU s MOL'Y 3aKJIIOYHTE, YTO
noiaydeHHsle JMutpueM BramuMupoBHUEM pe3ysbTarhl 3HAYMTENIBHO PACHIMPAIOT HAIIX
IpPC/ICTABICHUS O MOJICKYJISPHO-OMOJIOTHYCCKUX OCHOBAaX CHHJpoMa JIOMKOH X-
XpoMocoMBl. HecoOMHEHHBIME SBJISIOTCS HOBH3HA, HATJSIHOCTE MOJMYYEHHBIX PE3yILTATOB
1 00OCHOBAHHOCTh BBIBOJIOB pa®oThl. OCHOBHBEIE pe3yibTaThl paboThl ONYOJIMKOBAaHBl B
NPECTHKHBIX  POCCHMCKMX W  MEKIYHApOJIHBIX O KypHaJIax, IIPE/ICTaBICHBI  Ha

MHOT'OYHCJICHHBIX KOH(i)BpCI—H.[HHX O4YCHBb BBICOKOI'O YPOBHA.

ITpu oO1mieil o4yeHb BBICOKOIT OIlGHKE AMCCEpTAIlMOHHONM paboThI, XOuYeTCs BLICKA3aTh
psill 3aMevyaHui, KacarolluXcsl CTHIIMCTHKY TeKeTa apropedepara U JIMccepTaliy.

Kak B Tekcre asropedepara, Tak M B JHCCEPTAllUd €CTh HE OYEHL YJadHBIC
(opMyJIMpOBKH U IpUMeEpL! YIOTPeOICHHS TEPMUHOB, KOTOPBIC 3HAYHTEINLHO 3aTPY/HSIOT
[IOHMMaHhe CMbIcTa Tekcra. B ImepBylo od4epejb MHE HE HpaBHTCH yIoTpebleHHne
CJIOBOCOYCTAHHUA «IIPOMOTOpHAsA o0acTe» B 3HAUEHWH «YaCTh I'€Ha, Jiexanias omnke K
npoMoTopy». Tak, Harpumep, U3 (pasbl BO BBeJEHUH: «3a00JIeBaHUsl, aCCOIIMUPOBAHHBIC C
JIOMKOH X-XpOMOCOMOM, Tak Ha3bIBacMble (PpaKcoIaTHH, pa3BUBAIOTCS M3-38 HKCIIAHCHU
nosropa CGG, JNOKaIM30BaHHOIO B IPOMOTOpHOH obsactu rena FMRI mepen mepBbIM
IK30HOMY JIOTUYHO ciejtyeT, uTo 1moBTop CGG JeXHUT rae-To B IPpOMOTOpE, 3a IIpejieiaMu
TPAHCKPHIITA, & OKa3blBacTCH, YTO OH HAXOJUTCid B TpaHCKpUOUpyeMOH oO0JacTH.
Jlonmonnurensno BBOAUT B 3alilyKJIEHHE HE TOYHOE YHOTpeOJIeHHs TepMHHA «3K30H», Tak
kak 5’ UTR rena ymxe orHOcHTCS K liepBoMy 5K30HY. [lono0HBIE (opMyTHpOBKH
BCTpeyaroTest B paboTe HepeIKo.

Yuras ¢pasy: «lIpu cunupome noMkoi X-XpOMOCOMEI TIPOHCXOJUT JKCHAHCHS

nosropos CGG B 5' npoMoTopHyto obnacts rena FMRI 1 MEeTHIHPOBaHHUE IIPOMOTOPA» HE




IPOCTO TIOHSTH, YTO OJKCIAHCHS IPOUCXOJUT B Tejle IeHa (a He B IIPOMOTOpE), a
METHIUPOBAHHE — COOCTBEHHO B TIPOMOTOPE, PACIIOIOKEHHOM Ha PACCTOSIHUH.

Taxke crpaHHO BRIJSAAT (opMmynupoBka: «lleHTpoMepHas dYacTh OPHJLKHHAN.
O4eBH/IHO, YTO UMEETCS B BHJIY «IIPOKCUMaJIbHAL).

CnoBo «oKcIpeccus» yrorpediiseTcss B ABYX COBEPLICHHO pa3HBIX 3HAYEHHSX, B
3HAYEHHMM «TPAHCKPHUIIIMs I'€Ha» M B 3HAYCHUC (IIPOSBICHHUS IpH3HAKa». JTO TaKXKe
cozaaeT HeynoOcTBa npu ureHuH Tekcrta. Hanpumep: «Jlomkuit calit FRAXA oTHOCHTCS K
(osaTIyBCTBUTEIHLHBIM JIOMKHM caifiTaM M 9KCIPECCHPYETCS IIPH OIIPEJIETIEHHBIX YCIOBHUSIX,
HallpuMep, UpH (POJIATHOM CTpecce» - B TAaKOM 3HA4EHHH Jiyylle ObUIo Obl MCIOJIB30BATL
JIPYTO€ CIOBO, MOKET OBITh, «IIPOSIBIISETCS) HIIA «CTAHOBUTCS BUJIUMBIM».

«3a4acTylo y JKCHIIUH, IeTepO3UIOTHBIX 110 TeHy FMRI» — 3aech UMeeTcs B BHIY
I'eTePO3UTrOTHOCTE IO KOHKPETHOH MYTalllH, a HE 110 TeHy.

B HEKOTOPLIX MpeUIoKEHHUSIX OMYIICHB 3HAYUMBIC CII0BA, U IIPUXOIUTCS JIOTALIBATHCS
U3 JIUIbHEHIIEro TeKeTa, 0 YyeM pedb. Bor ojiuH npumep: «4.3. PacupejielieHus: naTrepHoB
JIOKaIM3allMi B 3aBUCUMOCTH OT KIJIETOYHOM JIMHHUHY» - I[IPUXOJUTCS JIOTa/(bIBATHCS,
IATTEPHOB JIOKAJIM3AIMH Yero?

«BCTAaBKH TAKX€ MI'PAIOT KJIIOYEBYIO POJIb B [1OJIABJICHUHU IIEpe/layyl SKCIIAHCHH MEX/Ty
IIOKOJIEHHSIMH. .. » - M DKCIIAHCHS, H COKpAaIlleHHEe — 3TO IIPOIECCHl, MX HEJb3s Iiepe/iaTh 110
HacJse/ictBy. Mimeercs B Bujy nepejiaua 6oJjiee JUIMHHOTO WIJIM KOPOTKOTO aJIJIeIIs.

B o630pe nmureparypsl ects dpaza: «Perymupyior metumupoBanue dpepmentsr — JIHK-
MeTHITpaHc(epas3sl, KOTOpPHIE INPHIIHBAIOT METHJIBHBIE OCTATKH IMPEHMYIIECTBEHHO 10
CpG-ocrpoBkaM.» MHe 3TO YTBEPXK/IECHHE KAKETCS HE COBCEM KOPPEKTHBIM, TaK Kak B
nopme uMenno CpG OCTPOBKH SBJIAIOTCH 30HAMH IPEUMYIIECTBEHHO HEMETHIMPOBAHHBIX
CpG nuHYKIEOTH/IOB.

«Taxum oOpazom, 3TOT TOMKHUI caliT He sBisieTcs apTedakToM, a MpecTaBlsseT coboi
pe3y/bTaT HeJOPEIIMKAIIME YHacTKa XPOMOCOMBI» - HE COBCEM HOHSTHO, apTe(dakToM Y4ero
Mor Obl SIBISITHCS JIOMKHH caffT, B B KakoM ciydac €ro cJeZoBajio Obl HPHU3HATH
apredaxTom.

Juccepranus BBICTPOEHA OYEHb JIOTHYHO, HO B aBTopedepare ecth (parMeHTHI, HE
OueHb XOpOIIO BIHCaHHLIE B ero oburyro Joruky. Hanpumep, B riaBe aBtopedepara
«CoMaTHyecKasl SKCIAHCHs B KYJbTypax B-IMMQOIMTOB M TOJOBHOM MO3TC YCIOBCKa»
paccMaTpHUBalOTCSl  OTJICIBHBIE TPHMEpEI, KOTOphle Oe3 OoJjiee MoapoOHOro KOHTEKCTA

(teTajbHO OIIMCAHHOTO B JIMCCEPTAIIMN) HE TTOHSITHEIL.




[Ipn urenun rmaBel "Comaruueckas skcnancus u mertabommsm JIHK" JImurpmit
BiaguMupoBrd  00CYKJaeT BOIPOC, Kakoi (axkrop sABIAETCA ONPEJCIAIONIHNM  JUIA
9KCIIAHCHH TPUHYKJICOTHIHBIX TIOBTOPOB, pelapaius, peIIMKalis WM TPaHCKPHUIIIIHA.
MOJKHO JIH [IPEJUIOIONKHT, YTO B Pa3HBIX TKaHIX pa3Hble (aKTOPBI ABISIOTCS KIIHOYEBLIM?
MHe KaXeTcsl, YTO W3JI0XKEHHBIC B JUCCePTAHOHHOI paboTe pe3ynbTaThl TOBOPAT B IOJIB3Y
UMEHHO TaKOTo clieHapHsl.

Bce BRICKa3aHHBIE 3aMeYaHUsT HOCST HCKJIIOYUTENLHO PEJAKTOPCKUN MIIH YTOUHSIONIN i
XapakTep H He BIUSIOT Ha BBICOKYIO OIIEHKY Pe3yJIbTaTOB JIMCCEPTALIMOHHOM paboTEL.

Ha ocHOBaHHH BBIIIEH3IOKEHHOT0 CYATAIO, YTO AUCCEpTallnoHHas padorta IOakuHa
J1.B. siBjsieTcst 3aKOHYEHHOM HaydyHO-KBTH(QHUKAIIMOHHON paboTo, KOTopast IOJIHOCTELIO
coorBercTByeT I1. 9 [ToJioKeHus 0 TOpsiJIKe PUCYIKICHHS YUCHBIX CTEIICHEH, yTBEPKIEHHOTO
nocranoBienuneM [Ipasurenncrsa Poccuiickoit @eyeparnu ot 24.09.2013 1. No 842,
IPEABSABSIEMBIM K JIOKTOPCKHM JIMCCEPTAIMSIM, @ €€ aBTOP 3aCIYKHBAET LIPUCYHK/ICHUS
YYEHOH cTereHu JJOKTopa OHOJIOrHYecKUX HayK 110 crenuaisbHocTH 1.5.3 — Mosekynspuas

OHOJIOTHS.

Benymmuit nayunsiit cotpynuuk MMKb CO PAH

Jloxrop Ouosiornyeckux Hayk (03.01.07 - MouiekyiisipHasi FeHETHKA)

Konecuuxosa Tatbsna JImurpuesna

E-mail kolesnikova@mcb.nsc.ru

Tenedpon: +7 9138975812

Anpec Mecta paboThI:

GepepasibHOE  TOCY/IAPCTBEHHOE  OIOJUKETHOE  yupesjeHHe Hayku HMucruryr
MOJICKYJIIDHOW ¥ KJeTo4yHoit Owmonorun CuOupckoro otnenenus Poccuiickoit
akajiemuu Hayk» (MMKbB CO PAH)

Anpec: 630090, HoBocubupck, Poccus, np.ax.JIaBpentnena,8/2

®ake: +7 (383) 363-90-7
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