OT3hbIB

Ha aBTopedepat muccepranuu Jlomatkunoit Mapun Eprennesnnl «PacnpocTpaneHHOCTD U
TPaHCKPHUNTOMHBIE 3¢ eKThI XPOMOCOMHBIX MUKPO/IeIeN Uil 1 MUKPOXY IMKAIIMIHA,
3aTparuBawmux red CNTN6», npecTaBIeHHOH Ha COUCKAHUE YIEHOH CTeneHu
KaHIM/IaTa MEIUIHHCKHX HAYK Mo cuennaabHocTd 1.5.7 — I'enernka

Iucceprarmonnas pabora Jlomatkunod M.E. mocesimiena H3y94eHHIO MOJICKYILIPHBIX
MEXAHU3MOB, JIEKAIIMX B OCHOBE IATOJOTHYECKOTO 3(h(heKTa PEHHUNPOKHBIX XPOMOCOMHBIX
myTanuit (CNV) B peruone 3p26.3 B MOJEIBHOM CHCTEME HEHPOHOB, TUPHEPEHITMPOBAHHEIX U3
HHIYUUPOBAHHBIX  IUIFOPHUIIOTEHTHEIX  CTBONOBBIX  kierok  (MIICK)  mammentoB  c
WIAONATUUECKUMH HHTEIUIEKTYaTbHBIMA HapyIleHUAMH. HecMoTps Ha [TOITYIO HCTOPHIO
H3ydeHUs] XPOMOCOMHBIX OOTe3HEH, MHTEPIpPETALMS KIMHAYCCKOH 3HAUMMOCTH BBIABIIACMBIX
abepparmif OCTaeTcss aKTyanbHON IPOOIeMON JUIsi HMCCIedOBaTelled ¥ BpadeH-IeHETHKOB.
OlieHKa FeHO-DEHOTHITMIECKIX KOPPEISIIUI MOXKET OCIOKHSTECS HATHIMEM HECTIENHQUUECKAX
CHMIITOMOB, KIHHWYECKHM IHOJAMOP(GU3MOM  3a00JICBaHUS, HAIMYHMEM  IPOTSDKEHHOU
XPOMOCOMHOM HepecTpOMKY, 3aTpardBarolleld OJHOBPEMEHHO IIHUPOKHI CIIEKTp TI€HOB C
pasnMUHBIMA (QYHKIUSIMH, a TAKKe OTCYTCTBHEM PENCBAHTHOIO THIA KIETOK Ui aHau3a
sddexroB CNV.

PaboTa BBIIONHEHA HA BBICOKOM METOJUUYECKOM YyPOBHE C  HCIIONB30BaHHUEM
COBPEMEHHBIX ~ KJICTOUHBIX ~TEXHOJIOTHH  PENpOrpaMMApOBAHHS —COMATHYECKHMX  KIIETOK,
MOJIEKY ISIPHO-IIATOTEHETHYECKHX, ~ MOJICKYJISIPHO-TCHETHYECKHX M OMOMH(QOPMATHYCCKHX
METOJIOB HCCIIEOBAHHS C BepuHKAKUEH 0Ty YCHHBIX TaHHBIX.

TexcT aBTOpedepara XOpOIIO CTPYKTYPHPOBAH, BHIBOABI CHOPMYIMPOBAHBI HETKO H
COOTBETCTBYIOT IPEICTABICHHLIM pe3ysbTaTaM. 110 Teme HCCreoBaHus OmyOmmMKoBaHo 19
paboT, B TOM CTaThU B pehepupyeMbIX XKypHAIaX U METOIUYECKHe pexomenanuy. Taxxke Obira
3apeructpupoBana 6aza qaHHEIX «KIMHUYECKHe B MOJIEKYIIPHO-TCHETHIECKUE XapaKTEPUCTHKA
GonBHEIX Im30(peHueiy. [lomydeHHble PE3yNbTaThl IMUPOKO MPECTABICHbI COMCKATENICM Ha
Hay4HBIX KOHpepeHIusx B Poccun 1 3a pyOexom.

B pa6ore Jlonarkuroit Mapuu EBreHbeBHBI CO3aHbl KIIETOYHBIC MOZCIH XPOMOCOMHBIX
3aboneBanuil Ha ocHope auHui MIICK oT manWeHTOB ¢ HapyIIEHWSMH WHTEJUICKTYalbHOTO
pa3BHTHS, SBISIONIAXCS HOCHTEISIMA MOHOTGHHBIX permnpokserx CNV B pernome 3p26.3.
Yucno xornui reda CNTN6 1 COOTBETCTBYIOIIET0 XPOMOCOMHOTO PErHOHA BAPhUPOBANO B PALY
0T HYIHCOMMH (HOKayTa TeHa) K MOHOCOMHUH, IHCOMHHM (HOpMa) W Tpucomuu. B
JIHCCEPTAIIMOHHOM paboTe BIEPBBIC HCCIEIOBAHEl 0COOEHHOCTH SKCIPECCUH €HOB B HEHPOHAX
¢ pasnuyHBIM uucioM Komui rema CNITNG. IlomyweHHBIE pE3yNbTaThl CBHICTENBCTBYIOT O
MHOECTBEHHBIX M3MEHEHUIX TPAHCKPUIILIUOHHON aKTHBHOCTH I'€HOB, JIOKATM30BaHHBIX KaK B
Ipeenax, Tak ¥ BHE PETMOHA XPOMOCOMHBIX IiepecTpoek. B Hefiponax, nuddepeHuupoBaHHEIX
u3 UTICK, B 3aBucumMocTH OT urcia kormuid CNTNG BBIABIEHO 8 KaTeropuid TPaHCKPHUIITOMHBIX
5QdEKTOB, COOTBETCTBYIONMX TEOPETHUCCKH OXKHAAEMBIM  MOJENSIM  (EHOTHIIMICCKUX
NPOSBICHMH  pemunpokHerx  MoHOreHeerx CNV. IloxasaHo, dTo  cpemu — 0OIIHX
nudGepeHIaIbHO IKCIPECCHPYIONIUXCS TEHOB, BEISBIEHHBIX B HEHPOHAX ¢ MUKPOJCICHUEH 1
mukponymmkanuen CNTNG, 83 % IeHOB CHIDKAIM CBOKO 9KCIIPECCHio. [IpumedarenpHO, 4To
OENKOBBIE IMPOMYKTHl OOIMMX THIIOIKCIIPECCUPYIOIMXCA TICHOB HIPAFOT BaXKHYIO DPOIb B
IIpolleccax HOPMATBHOTO pa3BuTUs M OyHKimonuposanus [THC, B 4acTHOCTH, peryisluu
CHHANTHYECKOM Tepefaym, a Takke HeifporeHese. IlomydeHHble JaHHBIE MOTYT yKa3bIBaTh Ha
OOIITHOCTH 3aTPOHYTHIX MEPECTPOUKON MOJICKYJLIPHBIX IYyTEH, YTO B CBOIO OUCpPElb, MOXKET



OOBSICHAT CXOXKECTh (HEHOTHIHUIECKHX TposiBieHuil permnpokasix CNV B permone 3p26.3, B
YaCTHOCTH HHTEIUIEKTYIIbHEIX HapyIIEHUH, PACCTPOMCTB ay TUCTUYECKOTO CIIEKTPa | JIp.

B Xoze mpoBeseHHOro MCCIEOBAHNS BIEPBBIE YCTAHOBICHBI 0COOCHHOCTH DKCIIPECCHH
TeHOB B He#ipoHax, nuddepenimpoBanubix 3 UIICK OecCHMITOMHOTO HOCHTENS MOHOI€HHOM
CNV, szarparuBaiome#t rer CNTN6. CpaBHEHHE TpPaHCKPUIITOMHEIX HpO(HIIeH HEHpOHOB,
nomyueHHelx u3 MIICK mpobanma um ero otma ¢ mukpoxymmkarmeit CNTNG 103BOIHIO
HONY4YHUTh  JaHHBIE, IIOATBEPKJAIOIIKAE  KIMHUYECKHM  TONMUMOPPHU3M ¥ HETOIHYIO
MEHCTPAHTHOCTh XPOMOCOMHBIX MHKDOZENENMH M MHKPOIYIUIMKALui B JIOKyce 3p26.3.
Jlonmatkuuo# M.E. m3yueHa pacIpoCTPaHEHHOCTh BapUallMil B UHCIE KOMHR XPOMOCOMHOTO
peruoHa 3p26.3 cpemM HaHeHTOB ¢ Henu(PepeHIMpOBaHHEIME (OPMAMH yMCTBEHHOM
OTCTaJIOCTH, MH30(hPEHUeH U B KOHTPOIBHON BEIOOPKE 30POBBIX HHIMBHU/IOB.

[Ipu mpouTenun apTopedepar BOSHUKIO HECKOIBEKO BOIIPOCOB:

1. 3aBUCUT JM HpOSIBICHWE (WM CTENEHb OTKJIOHEHUS OT HOPMBI) IIpH
MHUKPOAETIEIUIX/MUKpOAyTUTHKAsSX B TeHe CNTN6 OT pOAUTENBCKOTO TPOUCXOKICHHUS
YHaCJIeIOBaHHOU XPOMOCOMBI C TIEPECTPOHKOH?

2. B03MOXHO 1M mpoBeIeHHE MpEeHATANLHONW TUArHOCTHKH IS CeMeH, B KOTOPHIX
uMeeTcss peOEHOK ¢ HapyUIEHHEM HEPBHO-IICUXWYECKOTO pa3sBUTHS U IIOATBEPKACHHON
MHUKpPOJIEJICIAEH WIIH MUKpOTyTuKarue B reae CNTN6?

3. KakoBa Oymer TakTuKa [ampHEWIIero BeleHWs OCEPeMEHHOCTH B Ciydae
TMONTBEPXKACHAS y IDI0OJAa MUKPOJACICIMUA/MUKpONyITaKauu B rene CNTN6, ecmwm mof
yHaclemayeT 3Ty MepecTpOoKy OT ONHOrO M3 pomuTenedt u OyaeT Ju UMETh 3HAUCHHE B 9TOM
cllydae 1mon poauTersi/mon miona? Eciu nepectpoiika Oyaet de novo?

B meiom, akTyamsHOCTh WCCIEIOBaHMS, HOBH3HA, TEOPETHYECKass U IIpaKTHUecKas
3HAYUMOCTh pabOTHI He BBI3BIBAIOT COMHEHHS M IIO3BOJISIIOT CHEIaTh BBIBOJ O TOM, YTO
quccepranusa JlomatkuHoit Mapun EBrenbeBHBI «PacmpocTpaHeHHOCTh UM TPaHCKPHITOMHBIE
5P PEKTH XPOMOCOMHBIX MUKPOJCICIHHA H MHKPOMYILIHKANKH, 3aTparuBaommx rea CNTN6»
ABJIETCS 3aKOHUEHHOM HaydHO-KBaNH(UKAIIMOHHON paboOTOH, IMOIHOCTHIO COOTBETCTBYIOIIEH
TPeOOBaHUSIM IIOJIOKEHHUS O IIOPSIZIKE IIPUCYKICHHUS YUEHBIX CTENECHEH, a ee aBTOp 3aCLyKHUBAET
TMPUCYKICHUSI YUCHOH CTENeHW KaHJUJaTa MEIMIHHCKHX HayK Mo chenuanbHoctd 1.5.7 —
TeHETHKA.

CornacHa Ha cOop, 06paboTKy, XpaHEeHHE U Mepeady MOUX IIEPCOHAIBHBIX JaHHBIX B paboTe
JuccepTauroHHoro coseta 24.1.215.03 na 6aze denepanbHOrO roCy1apCTBEHHOTO OIOIKETHOTO
HAy4JHOro yupexneHus « TOMCKui HalWOHATBHBIA HCCIEAOBATENbCKHA MEIWIIMHCKAN IEHTP
Poccutickoit akameMun HAyK».

K.6.H., nonienT kadeapsr JlaboparopHoi
MEIUIHEI ¥ TeHeTHKH DeeparbHoro
rOCYIapCTBEHHOTO OIOKETHOTO
yupexaenus « Harmonansasiit
MEIUITUHCKUN HCCIIe0BATEIBCKIH IISHTP . :
uMend B. A. AnvazoBa» MuHuctepcTBa 7
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