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BTopoB [HK npu paHHelr ambpuoHanbHomn rnbenu y ve-
noBeka» CO CPOKOM BbInosniHeHnsa 3 roga — go 2002 r.
C.A. HasapeHko BbICTynun c [oknagom «eHOMHbIN
UMMNPUHTUHT Y YeroBeKa: COBPEMEHHOE COCTOSIHWE U
nepcnekTVBbl CcrneaoBaHui» Ha Bropom (YetBepTom)
PoccuiickoM cbesfie MeaULMHCKNX reHeTUKoB B Kypcke
(17-19 mas 2000 r.) Ha | MexxgyHapoaHon koHepeH-
umu «lMpobnema Bnga n BugoodpasoBaHus» B I. TOMcke
(3-5 okTta6ps 2000 r.) T.B. HukutMHa caenana goknag,
no teme «MwukpocatennuTHass HecTabunbHOCTb Kak
BO3MOXHbI dhakTop BHYTPMYyTpOoOHOro otbopa y yeno-

Beka». Ha obLiecTBeHHbIX crnywaHusax no npobrnemam
ctpouTenbctBa B . CeBepcke aTOMHOW CTaHuuu Te-
nnocHabxeHns ACT-500 (15 cenTsi6psi 2000 r., . TOMcK)
BbicTynun C.A. HaszapeHko. B 2000 r. cotpyaHukm nabo-
paTtopun onybnukosanu 23 pabotkl. B 2000 r. 6110 3a-
BepLUeHO BbiNonHeHne Tembl HAP nabopatopun «Am-
NPUHTUHT N YHUPOAMUTENbCKAA OUCOMMSA B NaTonoruv
OHTOreHesa 4enoseka». Ha natunetky 2001-2005 rr.
yTBEPXAEHO BbINonHeHne tembl HAP «MyTtauumn mnm-
NPUHTUPOBAHHLIX PaNoOHOB reHoMa M MUKpocaTennuT-
HbIx nosTopos [HK B natonoruu passntus Yenoseka.

100 TPYQOB TABOPATOPUU LUUTONEHETUKN HAU MEOULMHCKOW FrEHETUKMU

U.H. JlebepneB

HWWN meduyuHckoli 2eHemuku ToMCcK020 HayuoHasibHo20 ucciedosameribckoeo MeduyuHckozo ueHmpa PAH, 2. Tomck

Jlabopatopuss umToreHeTukn Obina cos3gaHa B
coctaBe Tomckoro OTaena MeAWLMHCKOW reHeTu-
kn WHctutyTa MeguumHckon reHetmkn AMH CCCP
(r. Mocksa) B 1982 r. 29 pnekabpsa 1986 r. Ha 3acepa-
Hun [lpesmamyma Tomckoro HayvHoro ueHTpa AMH
CCCP (npotokon Ne 3) cocTosinocb yTBEpXAEHME
cTpykTypsl HAW MeauMumMHCKOM reHeTuKM Kak camo-
CTOSAAITENBHOMO HAay4YHOTO YUYPEXAEHUS, B COCTaBe KOTO-
poro 6bina o6o3HadeHa nabopaTtopusi LUTOrEHETUKMN.
OpraHusatopom nabopatopum uU ee pyKkoBOAUTENEM
o 2005 r. saenanca uneH-koppecnoHaeHT PAMH,
OOKTOp Ouonoruyecknx Hayk, npodeccop Cepren
AHgpeeBuy Hazapexko. C 2005 r. nabopaTtoputo Lm-
TOrEHETUKM BO3rMaBnsieT ero y4eHnk — AoKTop 6uono-
rmyecknx Hayk, npodgeccop PAH Uropb Hukonaesuy
Jlebepes.

MepBas HayyHas Tema nabopatopun — «LluTore-
HeTuyeckasi xapakTepucTvka nonynaumn 3anagHown
Cnbrpn B CBSI3N C MHTEHCMBHBLIM MPOMbILLNIEHHBIM
pasBuUTMEM pervoHa» — BblnonHanacb B 1983-1986 rr.
BMecTe ¢ nabopatopvien nonynsiuMOHHON reHeTUKM Ha
Guornornyeckom martepuane, noryyeHHOM B XOAe Co-
BMECTHbIX akcneguumi Ha Cesep. NpoBegeHHble UC-
cnefoBaHUs NO3BONNUIM OXapakTepM30oBaTh U3YyYeHHble
nonynsuumn no HEeCKOSIbKMM cUcTEMaM MONMMOPMHBLIX
XPOMOCOMHbIX BapuaHToB, npexae Bcero no Q-, C- u
Ag-nonMMopduaMy XpoMOCOM C aHanu3oMm WX B3au-
MOCBSI3M C HEKOTOpPbIMU KOMMYECTBEHHLIMU MpPU3HA-
Kamu. Pesynbratbl uccnegoBaHuin Obinn 0606LLEHbI
B KOSMEKTUBHOW MoHOorpadpun «KomnnekcHoe KinHu-
KO-reHeTn4yeckoe uccrnegoBaHMe KOPEHHbIX HapodHO-
cteit 3anagHoit Cubupu», onybnukoBaHHo B 1987 T.
[1]. Mpn nonNynAUMOHHO-LMTOreHETUYECKNX uccreno-
BaHWAX CeBEPHbIX XaHTOB Obina obHapyxeHa BblCOkas
yacToTa pacrnpocTpaHeHUs MapKepHOW Y-XpPOMOCOMbI
C cyOToTanbHOM Oeneunen retepoxpomaTtvHoro orno-
ka (okono 20% obcnenoBaHHbIX NNLL MYXXCKOro nona),
He OKasblBaloLWen BNUSHUS HA Penpoaykuuio ee Ho-
cutenen. [aHHbI heHOMEH Obln MHTEPNPETMPOBaH C
Nno3nuUMIn ABNEHUSI TEHETUYECKOro Apenda Ha XpoMo-
COMHOM YPOBHE B NOMynauusax ¢ manown adeKkTnBHon
penpoayKTMBHOW u4ucrieHHocTblo [2, 3]. [osgHee, B
1991 r., B Kutae B xxypHane Acta Genetica Sinica 6binu
onybrnmKoBaHbl pesynbTaThl eLle ogHON paboThbl, B KO-
Topon OblN MpoBeAeH aHanu3 Koppensiuui pasMepos
Y-reTepoxpomMaTtMHOBOro 6oka ¢ M3MEHYMBOCTbBIO LLUK-

pokoro cnektpa MopdodU3NONOrMYECKUX XapaKkTepu-
CTUK opraHusma [4].

HaunHasi ¢ momeHTa opraHusauun HAWN meguuun-
CKOW TEHETUKM KaK CaMOCTOATENBbHOIO Yy4pexaeHus,
B 1987 r. nepen nabopaTtopuen uuToreHeTUkn Obina
chopmynuMpoBaHa OCHOBHasi Hay4Has 3agaya: paspabo-
TaTb W BHeAPUTb B NPaKTUKy 30paBOOXPaHEHWs HOBbIe
OMarHocTnyeckne Kputepuyv XpOMOCOMHOIO aHanusa
BPOXAEHHbIX MOPOKOB PasBUTMS W HEBbIHALLUMBAHWS
6epemMeHHOCTN Ha OCHOBE W3YYeHWUsi Ponu U3MEHEHUN
XPOMOCOM B HOPMaribHOM W1 NaTororm4eckoM passuTum
yeroseka. PelleHvne faHHOM 3adadv npegonpenenvno
TEeMaTVKy OCHOBHbIX Hay4HbIX uccnegoBaHuin nabopa-
TOpUK, CEOKYCMPOBAHHBIX Ha Npobnemax UMToreHeTu-
KM WHOMBUAOYaNbHOrO pasBWUTUS U NPOOOIDKAaOLLMXCS
no Hactosiwee Bpems. [NpumeyaTenbHbIM SBNSETCA TOT
akT, 4TO B pamKax 3TOro MaructpanbHOro Harpasre-
Hua B nabopatopuy ObiMM NONy4YeHbl MPUOPUTETHbIE
[aHHbIE O PONU LIUTOrEeHETUYECKUX U ANUrEHEeTUYECKUX
(hakTOpoB B HapyLlEeHUW MNpPOLEeCCoB 3MOBpUOHanNbHO-
ro pasBuMTUS opraHuaMa (4MCroBble U CTPYKTYPHble
XPOMOCOMHbIE HapylleHus [5], pasnuyHble BapuaHThbl
XpOMOCOMHoro nonumopdusma [6], Bknodas CNV [7],
XPOMOCOMHbIA  MO3auum3am [8], reHOMHbI  MMMNPUH-
TUHT U ogHOpoauTenbCckue aucommumn xpomocom [9, 10],
WHakTMBaums X-xpomocomsl [11], MukpocaTennutHas
HectabuneHocTe AHK [12] n psa apyrux), koTopble CO
BpPEMEHeM CTanuM OCHOBOW [ANif Pa3BUTUSA CaMOCTOS-
TeNbHbIX Hay4YHbIX HaMPaBNeHWn N Hawnu cBoe npume-
HeHVe AN MHTepnpeTaumn reHeTU4ecknx 3akoHoMep-
HOCTEN 1 NPOLECCOB, BLIXOASALLMX 3a BPDEMEHHbIE paMK/
BHYTPMYTPOOHOrO nepuopga OHToreHe3a. AHanornyHas
TeHOEHUUSA MpOoCnexuBaeTcs U B pasBUTUM apceHana
LUMTOreHEeTUYECKMX U MOMNEKYNSIPHO-LMTOreHETUYECKNX
METOAOB UCCreaoBaHus, CYLLECTBYIOLMX CErofHa Ha
6a3e nabopatopun. MHorne ns Hux Obinu paspaboTaHsbl,
anpobupoBaHbl M BNOCNEACTBUMN BHEAPEHLI B MCCNedo-
BaTenbCKY Y UArHOCTUYECKYO NPaKTUKy MMEHHO Npu
aHanuse aMbpuoHanbHoro Matepuana. Takum obpasom,
CMNOXVBLUMMUCS NPUOPUTETHBIMU HaMpaBleHUsAMN Ha-
YYHBIX UCCreaoBaHun nabopaTopun LUTOreHETUKN CTa-
1M 1 OCTaKTCA aKTyanbHbIMU Ha CErOOHSALLHWUIA AeHb:

1. LlutoreHeTrKa OHTOreHesa — ycTaHOBMEHUE ponu
N3MEHYMBOCTY MONMMOPMHBIX U YHUKATbHbIX Y4acTKOB
reHoMa B HapyLUeHUsAX rnpe- U NocTHaTanbHOro passu-
TMS YenoBseka.
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2. N3yyeHne atuonormm M natoreHesa XpOMOCOM-
Hblx GonesHen yenoBeka. PaspaboTka u BHeapeHue B
NPaKkTUKy 34pPaBOOXPaHEHNST MOMNEKYNSPHO-LUTOreHeTH-
YeCKNX MeTo40B ANArHOCTUKN XPOMOCOMHOW NaTonormu.

3. NccnepoBaHne cBA3WM Mexay HapyLleHvuem anu-
reHeTUYeCKON perynsuum akTMBHOCTU TEHOB W naTo-
norven pas3BuTua yenoseka. Mouck u kapTupoBaHue
y4acTKOB reHoma, NoABEPKEHHBLIX UMMNPUHTUHTY.

4. VilsyyeHne 3aKOHOMEPHOCTEN BO3HUKHOBEHUS re-
HOMHBbIX Y XPOMOCOMHbIX MyTaLMiA B KNETKax YeroBeka
npv BO34eNCTBUN (PaKTOPOB pagnaLMoHHOM U XUMUYe-
CKOWM Npvpoabl.

PaccMoTpum KkpaTKo KrnoveBble AOCTUXEHNS MO Ka-
XOOMY U3 3TUX HanpaBneHui, onnpasch Ha BbIGOPKY 13
100 paborT, onybnmkoBaHHbIX COTpYAHMKamMK nabopaTto-
pun 3a 35 neT ee cyllecTBoBaHWs. ELle nATb CCbINoK B
Cnu1cKe LUTMpYyeMOon nutepaTypbl NpuHagnexart nyonu-
KauusiM, Tak UM uHave Kacarowmmcs pasnmnyHbIX CTO-
POH Hay4YHOW XM3HW NabopaTopun LMTOreHETUKN.

LinToreHeTuka nHgm BnayarnibHoOro pasButus
YyeyioBeka

C 1987 r. uccnegoBanusa naboparopum 6binm cdo-
KycupoBaHbl Ha npobrnemax UWTOreHETUKN paHHEro
nepuoga OHTOreHe3a YenoBeka, M OCHOBHAs Hay4Has
TemMa B 3TOM HanpasneHun — «Ponb M3MeHeHun Xpomo-
COM BO BHYTPUYTPOOHOW rmbenu opraHMama YenoBekay,
BbinonHsaemas B 1987-1990 rr., — kacanacb paspabot-
KM HOBbIX OMArHOCTUYECKUX KPUTEPUEB XPOMOCOMHOIO
aHanmaa BPOXXAEHHbIX MOPOKOB PasBUTUA N HEBbIHALLIN-
BaHua 6epemeHHoCcTU. Mo pesynsrataM NpOBEAEHHbIX
nccneposaHuii B 1990 r. 6bINn n3gaHbl MeToaMYecKme
pekomeHgaumu, yteepxaeHHole M3 CCCP: «UuTtore-
HeTM4eckoe uccrnegoBaHue abopTupyemoro marepua-
na C Uenblo NporHo3a COCTOSIHWUSA 340POBbS Matepu U
notomctBay [13]. Mo HacToswee Bpems nabopartopusi
NPOBOAUT LIMTOTEHETUYECKUIA CKPUHMHT aBOpPTUMBHOIO
mMaTtepuarna ¢ Lesbio YCTaHOBMEHUS reHeTUYeCcKnUX dak-
TOPOB, NEXallnx B OCHOBE HapyLUEHWUA paHHKX STarnos
WHAMBMAOYaNbHOMO Pa3BUTUS YenoBeKka W HeBbIHALLM-
BaHus 6epeMeHHOCTU, a cchopMmMpoBaHHAsA KOMNeKunst
06pasLoB TKaHeln CnoHTaHHbIX abopTycoB, Hepa3BuBa-
romnxca 6epemMeHHoCTeln 1 aHaMOPUOHMIA HaCUUTbIBAET
cBbiwe 3 TbiC. 06pa3LOB 1 ABASETCA OLHOW U3 KPYMNHEN-
wmnx B Mupe. Begywimm cneumnannuctom, passrBaroLLmnm
3TO OOHO W3 KITHOYEBbLIX HamnpaBfeHUNn WUCCregoBaHUM
naboparopuu, aensaetca K.6.H. TatbsiHa BnagnmmnpoBHa
HukutnHa. LMToreHeTnyecknin aHanma XPOMOCOMHbIX
npenapaToB ocyLecTBrnseT k.6.H. EneHa AnekcaHapos-
Ha CaxeHoBa. PaHee B paboTax no gaHHOMY Hay4YHOMY
HarnpasneHuio npvHumanu yvactue k.6.H. Onbra eop-
rmeBHa Kaprawesa, k.M.H. Hatanbs MwuxannosHa Ka-
pareoprun, k.6.H. Buktopus HukonaesHa EBgokumoBa,
k.6.H. Hatanbs HecteposHa CyxaHoBa.

B pesynbrate npoBedeHHbIX UccnenoBaHui Obinu
nosyyYeHbl AaHHbIE O YacToTe U pasHoobpa3un netanb-
HbIX XPOMOCOMHbIX MyTauui. 3T AaHHble Obinn 0606-
lweHbl B goktopckon paucceptaumm C.A. HasapeHnko
«CTPYKTYpHO-DYHKLMOHAMBHBIA NONUMOPGU3M XPOMO-
COM B Nnpe- 1 NocTHaTanbHOM pPa3BUTUM YENOoBEKay, Noa-
FOTOBMNEHHON MOZ4 HAy4YHbIM KOHCYNbTUPOBAHMEM aKa-
aemunka PAMH H.IM. BouykoBa 1 goKTopa MeOULMHCKNX
Hayk, npodeccopa B.I1. [Ny3bipéBa n 3awmieHHon B Me-
OVKO-TeHETUYECKOM HayyHOM LieHTpe PAMH 12 okTabps

1992 r. [14]. B 1993 1. no utoram nNPoBEAEHHbIX Uccre-
[oBaHMI Oblna m3gaHa MoHorpadusi «VI3MeHYMBOCTb
XpOMOCOM U1 pasBuTue yenoseka» [15]. MNosBrneHe Ho-
BbIX MOINEKYMAPHO-LIUTOrEHETUYECKUX TEXHOMOMIA B KOH-
ue 1990-x — Havyane 2000-x rr., Takux kak FISH, CGH,
aCGH, no3sonuno pacwuputb 3T NpeactaBneHus 3a
CYyeT BO3MOXHOCTM aHanmsa obpasuoB C HWU3KOW Mpo-
nudepaTMBHOW aKTUBHOCTBIO KIETOK B KyNnbType, Hefo-
CTYMNHbIX paHee AN KNacCUYecKoro LMTOreHeTUYeCKoro
uccneposaHus [7, 16—18]. Tak, BnepBble Y CNOHTaHHbIX
abopTycoB nepBoro TpumecTpa GepemMeHHOCTM Obinn
onvcaHbl MOHOCOMUW NO psdy ayToCOM, TPafMLUMOHHO
paccmaTtprBaeMble Kak XpOMOCOMHbIE MyTauun € paH-
HUM neTanbHbIM 3PdEKTOM, peanusyloLnMcs yxe Ha
npenMniaHTaumoHHbIX atanax passutusa [19]. Boamox-
HblM 0ObsiCHEHNEM Habnogaemoro (eHoMeHa MOrno
6bITb MPUCYTCTBME XPOMOCOMHON aHOManuum B Mo3amy-
HOM COCTOSIHUM C HOPMaIlbHOW KIETOYHON NMHMENR, 0be-
cneymBaroLLEe BO3MOXHOCTb Gornee NpoaomKUTENBHOO
pa3BuTUsi aMOpMOHa, B TOM YMCIIe 1 HA NOCTUMMNaHTa-
LMOHHBIX aTanax. beina npegnoxeHa umMtoreHeTnyeckas
MoZens HOPMMPOBAHUSA MO3aNYHBIX XPOMOCOMHbIX Ba-
pvaHToB B 3MOproHanbHOM pasBuTUM Yenoseka [8],
nony4ymBLLas SKCNepUMeHTanbHoe MoATBEPXAEHVE B
nuccnefoBaHnM MONeKynsApHbIX MEXaHU3MOB XPOMOCOM-
HOro HepacxoXAeHUs B rameToreHese 1 B COMaTUYeCKux
knetkax nocne onnogotsopeHus [20]. B xoae npoBeaeH-
HbIX paboT ObINN yCTaHOBNEHblI 0COBEHHOCTY XPOMOCOM-
Horo gmucbanaHca npu cnopagn4eckon notepe bepemen-
HOCTM ¥ NPV NPUBBLIYHOM HeBbIHalLUMBaHuu [21, 22].
[okasatenbctBa BefyLler pPonM  XPOMOCOMHbIX
MyTauuMin B 3TMOMOTMMW HapyLlleHun ambpuoreHesa wu
HOopMNPOBaHNN BPOXAEHHbLIX MOPOKOB PasBUTUSA, Ha-
psigy ¢ pa3paboTKON LMTOreHeTU4ecknx MeTogoB aHa-
nM3a Knetok 3amMBpMOHanbHOrO MPOUCXOXOEHUS, SBU-
NNCb VUAEONOTNYECKON U METOAONOMMYECKON OCHOBOW
[0S NosiIBNEHUs npeHaTtanbHoW guarHoctuku. B 1988 r.
nog pykosoactBoM C.A. HasapeHKko Bpadamu akylue-
pamn-ruHeKonoraMmm U UUTOreHeTUKaMum KOHCynsTaTuB-
HO-gmarHocTuyeckoro otaeneHns HUWM meguumHckon
reHeTUKN ogHMMK n3 nepebiXx B Poccum Obina npose-
[eHa npeHaTtarnsHas AMarHocTMka XpOMOCOMHOM naTo-
NOrMK 'y KEHLWMUHbI co cbanaHcMpoBaHHOW pobepTco-
HOBCKOW TpaHcrokauuein. B GuonTtate xopuoHa Gbina
OunarHocTupoBaHa TpaHcrokaunoHHas dhopMa CUHOPO-
ma [Matay 46,XX,t(13;14), koTopas noaTBepgunacb B
KrneTkax nroga nocre npepbiBaHns 6epemeHHocTn. V-
dopmaums 06 aton paboTte Obina NpeacTaBneHa B Ma-
Tepuanax | utoroson koHgepeHunn HAW meamumnHckom
reHeTukn, cocrtosslienca B 1989 r. [23]. Takxke B 1988 r.
B rpynnax XeHLMH C BbICOKUM PUCKOM XPOMOCOMHbIX
HapyweHnn 6binnM caenaHbl nepsble 10 TpaHcUepBu-
KanbHbIX BMOMCKIA XOPMOHa C NOoCcreayrLwmm uuTore-
HeTnyeckum aHanm3oM. C 3TOro BpEMEHWU B MHCTUTYTE
Ha4YMHalOTCHA NpeHaTarnbHble LUTOreHeTu4Yeckme ncene-
[OBaHNS XXEHLMH C BbICOKUM PUCKOM XPOMOCOMHbIX
HapyweHun y nnoga, a nabopatopusi LUUTOreHEeTUKN
3aHMmMaeTcsl obydYeHneM COTPYAHUKOB MELMKO-FeHeTu-
YeCKUX KOHCynbTauui u3 apyrux permoHos Cubupu m
[anbHero BocToka LUMTOreHeTM4eckuM MeTogam npe- u
NoCTHaTanbHOM ANarHOCTUKN XPOMOCOMHbIX BonesHen.
PasBrBaeTca u mMexayHapogHoe COTPYAHUYECTBO
nabopatopun LUUTOreHeTUKN B 0bracT U3yyeHust Mo-
NEeKyNApHbIX MEXaHW3MOB BO3HWKHOBEHMWS MeTarbHbIX
XPOMOCOMHbIX MyTauui. Tak, ¢ okta6psa 2007 r. no Ho-
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A6pb 2008 r. Hay4HbIA COTPyAHUK NnabopaTtopun AHHa
AnekcangpoBHa KalueBapoBa nposoauna HaydHble
nccnefoBaHua B YHuBepcuTeTe wWiTata BawwuHrtoH
(r. MynnmaH, CLUA) B nabopatopumn npodeccopa Teppu
Xacconbaa (T. Hassold). ViccnegoaHusa Gbinmn cdoky-
CUPOBaHbl Ha M3y4YeHUU OCOOEHHOCTEN Melo3a, Cu-
Hancuca u pekombrHauMn y nrnogoB ¢ TPUCOMUEN NO
Xpomocome 21 1 ¢ Tpunnovaven. B ueHTpe BHUMaHUA
6bina obcyxgaemasi B nutepatype rmnotesa, CorfacHo
KOTOPOW M3BECTHbIN 3DdEKT 3aBUCUMOCTU POXAEHUS
pebeHka ¢ cuHapomom [layHa OT Bo3pacTta matepu Mo-
XeT OblTb OObSCHEH XPOMOCOMHBIM MO3aunLM3MOM MO
aHeynnovanm XxpoMocombl 21 B KneTkax-npewecTBeH-
HUKax MoroBbIX KNETOK. BbIno BbickazaHO MHEHWE, YTO
NPUCYTCTBUE OOMONMHUTENBHON XPOMOCOMbI 21 3ames-
ngeT Temnbl nponudepauun  KNeTok-npenLecTBeH-
HWKOB, MPUBOAMWT K 3afepxke Menosa u obecneuvvsa-
eT, Takum obpa3oM, Co3peBaHune sINLEKNETKM B Gonee
nosgHem penpoaykTuBHOM Bo3pacTte. OgHako npose-
OeHHble uccrnefoBaHUs He NOATBEPAMUIIN ITY TOYKY 3pe-
HWUK, NPOAEMOHCTPUPOBAB OTCYTCTBUE rEPMUHATUBHOTO
XPOMOCOMHOIO MoO3auuu3Ma B KrneTkax-npeecTBeH-
HUKax He TOMbKO MO Xpomocome 21, HO 1 MO XPOMOCO-
mam 13 n 16, Takke Hanbonee 4acTo BOBMEKaeMbIM B
XPOMOCOMHO€E HepacxoxaeHue B Menose. PesynbraTtbl
COBMeCTHOM paboTbl Obiny onybnukosaHel B American
Journal of Medical Genetics B 2013 1. [24].

3ameTHbIM 3Tanom B paboTe nabopatopuu uUu-
ToreHeTukn crtano cotpygHudectBo ¢ OOO «LleHTp
penpoayKTMBHOM MeauumHbly (. KpacHosipck) nog py-
koBogctBom AHatonusi BacunbeBnya CeTnakosa.
3710 B3anmopelictBne Havanocb B 2004 r. 1 ObINO Ha-
npaeneHo Ha pa3paboTKy M BHeOpeHWEe COBPEMEHHbIX
METOA0B  MOSEKYNAPHO-UMTOreHETUYECKOro aHanunsa
B NPaKTUKy NpevMniaHTaLMoHHON reHeTu4eckon aua-
rHOCTUKU. pumedaTernbHO, YTO KoMmepyeckun LieHTp
penpoayKTMBHOW MEeAULIMHBI MONYyYnn akageMuyeckyto
Hay4YHO-MeToau4veckyto nogaepxky HUW meguumHckon
reHeTukn nog arvgon MNpesngnyma CO PAMH (MocTa-
HoBneHue lMpe3ngnyma CO PAMH Ne 81 ot 19 okts-
6ps 2005 r.). NMpoBogMMble COBMECTHbIE UCCIef0BaHNUS
Aann BO3MOXHOCTb CKOHLIEHTpMpOBaTbCA Ha Oonee
paHHUX aTanax pa3BuUTUS YeroBeka U NosyYnTb HOBYIO
MHdOpMaumo o0 pasHoobpasum netanbHbIX XPOMOCOM-
HbIX MyTauui y aMOpPUOHOB Ha MpenMnaHTaLMOHHbIX
cTagusix oHToreHesa [25]. NepBble coBMeCTHble pabo-
Tbl ObINIM BbIMOMHEHbI C MOMOLWbIO TexHonorun FISH,
a JanbHenwwne uccrefoBaHust Gbinu HanpaeneHbl Ha
pa3paboTky U ONTMMM3aLMi0 METOLO0B MOSIHOrEHOMHOW
amnnudpmkauumn  OHK  ona  monekynsipHo-umutoreHe-
TMYECKOro aHanu3a OdHOW KIeTKM B MHTepecax npe-
MMMNMAHTaLUMOHHON FEeHEeTUYECKOW AMarHoCTuku [26].
HakonneHHbI OnbIT B3aMMOAENCTBUS CTan OCHOBOW
ANna opMupoBaHns cTpaTernyeckn BaXHOro anbsHca
mexay HUW megmumHckon reHetukn, LieHTpom penpo-
OYKTUBHOW MeauuuHbl M1 TOMCKMM 0bnacTHbIM nepwu-
HaTanbHbIM LieHTpoM, Ha 6a3e kotoporo B 2012 . 6bin
OTKPbIT LleHTp penpoayKTBHbBIX TexHonorui. B atom
Xe rogy 6bino npuobpeteHo obopynoBaHue AnS Mu-
KPOMaTpUYHOro XPOMOCOMHOIO aHarnu3a, a Hay4Hbli
COTpyAHWK NabopaTopun LUTOreHeTUKM K.M.H. Hyukonan
AnekceeBnd CkpsibuH npowen B 2012 . CTaXUPOBKY B
LleHTpe reHoMHbIX nccnegosaHun B 1. Oy6an (OAJ) c
Lienblo OCBOEHWUsI MeToda CpaBHWUTENbHOW rmbpuansa-
umn Ha [OHK-mukpouvnax ans npenmnnaHTaumoHHO-

r0 reHeTUYEeCKOro CKPUHMHIra XPOMOCOMHbIX MyTauun.
B 2014 r. TakOn CKPUHUHI OOHWM U3 nepBbIX B Poccuun
6bIn ocyllecTBneH B nabopatopun LMToreHeTukn. Yytb
paHee, B mae 2013 r., Hay4HbIM COTPYAHMKOM nabopa-
Topuu, K.6.H. CTaHncnaBom AHaTonbeBuyem Bacunbe-
BblM Oblna BbINOMHEHa nepeasi NpenMnaHTaunoHHas
reHeTnyeckas AmarHocTuka ¢ Mcnornb3oBaHWeM MeToaa
FISH ¢ Habopom [OHK-30HOOB Ha xpomocombl 13, 18,
21, X n'Y, aHeynnonamsi no KOTopbIM NPUBOANT K XOPO-
LLIO M3BECTHBIM XPOMOCOMHbIM BOne3HsAM.

CnepyeT OTMETUTb, YTO COTpygHM4ecTBO C LleH-
TPOM PENPOAYKTUBHON MEAMLMHBI HE OrpaHn4unoch
pelleHneM 3ajady npevMnraHTauMoHHON reHeTnye-
ckon amarHoctuku. Tak B 2007—-2009 rr. B pamkax Bbl-
UrPaHHOrO KOHKypCa W rocyfapCTBEHHOro KOHTpakTa
depepanbHoOn LeneBon nporpammbl «lccrnegoBaHus
1 pa3paboTku NO NPUOPUTETHLIM HaMpaBneHUsM pas-
BUTUSA Hay4YHO-TEXHOMNornyeckoro komnrekca Poccuun
Ha 2007-2012 rogbl» GbINM NpoBefeHbl COBMECTHbIE
nuccnegoBaHns no paspaboTke TEeXHOMoruu anureHe-
TUYECKOro penporpaMmmnpoBaHusa agep auddepeHum-
POBaHHbLIX COMaTUYECKUX KMETOK C LeNbio NnonyvyeHns
ayTONOrMYHbIX MNSIHOPUNOTEHTHBIX KMAETOYHbIX TFUHUNA.
Ota coBmecTHasa paboTa cTtana OCHOBOM AN pa3BUTUSA
COBPEMEHHbIX KNETOYHbIX TEXHOMNOrN B NabopaTtopuu.

Haunnas ¢ 2014 r. B nabopatopun npoBOAATCH
nccnegosaHns BHeknetodHon [OHK B uenomuyeckon
nonoctn 6nacrouncTel Ans pa3paboTky METOA0B HEWH-
Ba3vBHOWN NpevMNIaHTaLMOHHOW reHETUYECKON AnarHo-
CTUKM. DTN NccnefoBaHmsa nogaepkaHbl rpaHTom POOU
Ha nepwuog 2015-2017 rr. n Takke Bnepsble B Poccun n
OOHUMM U3 NEePBbIX B MMpe Obinn HauyaTbl B anbsHce C
KpacHospckum LleHTpoMm penpoayKTUBHON MeOMLMHbI
1 Tomckum obnacTHbIM NepuHaTanbHbIM LEHTPOM [27].
OpgHuM u3 Hanbonee NHTePECHbIX Pe3ynbLTaToB eLle Npo-
JOormKaLWnxXcs B HacTosLWwee BpeMs UCCnefoBaHumn cta-
no onucaHve eHoMeHa PeuUnpPOKHbIX aHeynnonaun,
npeacTaBnsowmx cobon ogHOBPEMEHHOE NMPUCYTCTBUE
y 3aMOpUOHa KMETOK C TPUCOMMUEN 1 MOHOCOMMEN (MBO
C TeTpacomuen W HynnIMcomuen) no OZHOW M TOW Xe
Xpomocome. [leTekums Takoro Buaa XpoMoCOMHOro Auc-
H6anaHca ctana BO3MOXHOW Gnarogapsi cpaBHUTENbHO-
MY MONEKYNAPHO-LUTOreHETUYECKOMY aHanuay KneTok
pa3HbIX 3apoAbllUeBbIX FIMCTKOB M BHeknetovHon OHK
B nonocTtu 6nactouucTsl [28], Npy 3TOM peuMnpOoKHble
XPOMOCOMHbIE aHeynnonamn Oblnv HesaBUCMMO MoA-
TBEPXKOEHBLI MMKPOMAaTPUYHBLIM XPOMOCOMHbLIM aHanM3om
N CeKBEHMPOBaHMEM HOBOro nokorieHus. lMpucyTcTene
PELMNPOKHbIX aHeyNnnonamn B aMOproHanbHbIX KneTkax
ABNAETCS CNeacTBMEM MOCT3UMOTUYECKUX MUTOTUYECKMX
OLIMOOK B cerperaumm XpoMoCOM, YTO OTKPbIBAET HOBbIE
nepcnekTvebl B AnddepeHumnansHOn oueHKe BKnaga
HapyLUeHWU Meno3a U MUTO3a B BO3HUKHOBEHNE XPOMO-
COMHOro Mo3aunumama y aMObp1oHOB YenoBeka.

CnepnyeT OTMETUTb, YTO MOMNEKYNAPHO-LUTOreHeTH-
Yeckue nccnegoBaHus BHekneTouHon IHK B naboparto-
pun umtoreHeTnkn HAM meamumHCKon reHeTukn obinm
HayaTbl ogHUMK u3 nepsblx B Poccun. Ewe B 2006 r.
Obina ycnewwHo 3alyileHa kaHauaaTckas guccepraums
acnupaHTkm nabopartopun umtoreHetukn A.l. Tokape-
BOM Ha Temy «MccneposaHve maTtepuHCKON 1 etarnb-
Hou BHekneTo4How OHK npu HopmanbHon 6epeMeHHo-
CTW W HapyLleHnax passntusa nnoga» [29].

B HacToslee Bpemsa LUUTOreHeTu4Yeckue nccneno-
BaHWSA CMNOHTaHHbIX abopTycoB B nabopartopun uuTore-
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HeTWKKN npogormkatTcs. B dokyce BHMMaHus — pegkue
CNV, accoummpoBaHHble C paHHEN 3MOpUOHanbHOM
rmbenbio U NPMBbIYHBIM HEBbIHALLMBaHNEM 6epeMeHHO-
cTu. B apceHane meTogoB — MaTpuyHasi CpaBHUTENbHas
reHomHas rubpuamnsaumns, SNP-unnbl, cekBeHMpoBaHue
HOBOro nokonexusi. B cnvcke naptHepoB — UHCTUTYT
MOSEKYNSIPHON M KneToyHon Buonorum YHuepcuteTa
r. TapTy (OcToHus) n kadenpa MeguUMHCKON reHeTu-
KM MegmuMHCKOro doakyneteTa YHuBepcuteta r. Cnnut
(Xopeatus). C nocnegHum naptHepowm B 2016 r. B 3a-
rpebe (XopBatusl) nsgaH y4ebHVK MO MeOUKO-reHeTu-
YeCKOMY KOHCYNbTUPOBaHMWIO, B KOTOPOM NMpeAcTaBneHa
rmaBa O 3HAYMMOCTU LUTOreHeTnyeckoro obcrnemosa-
HWst abopTMBHOrO MaTepuana npu HeBblHaLLIMBaHWK Be-
pemeHHocTu [30].

M3yyeHue aTMoNornm u natoreHesa
XPOMOCOMHbLIX 6ore3Hel YenoBeka.
Pa3pa6oTka u BHeapeHue B NPaKTUKY
34paBOOXPAHEHMUs MOFEKyrsipHO-
LMTOreHeTUYECKMX MEeTOA0B ANarHOCTUKU
XPOMOCOMHOM naTonoruu

WccnepoBaHmsa xpomocomMHoOro gucbanaHca y ve-
rioBeka, NpoBOAMMblE B NabopaTopuv LIMTOTeHETUKM,
He OCTaBanuCb OrpaHUYEHHbIMW WCKIOYUTENBHO M-
OpuoHanbHbIM NepMogoM OHTOreHesa, a 6e3ycroBHO,
Kacanvcb 1 npobnemM nM3yyeHus 1 COBEPLIEHCTBOBAHUS
OMarHoCTUKM XPOMOCOMHbIX 3abonesaHun. B 1980-e rr.
3TV 3agjayv pellanncb B OCHOBHOM C WCMONb30BaHM-
eM KraccuyeckMx MEeTOAOB XPOMOCOMHOrO aHanvaa,
a HaumHasa ¢ 1990-x rr. B nabopaTtopum nomny4yaroT pas-
BUTME MOMEKYMNSAPHO-LUTOrEHETUYECKE TEXHOMOIUY,
npefoCcTaBUBLLME HOBbIE BO3MOXHOCTU ANs Lenen Bbl-
cokopaspeluawlen mnaeHTudrkaumm XpOMOCOMHbIX
aHomanuin. OcHOBHas HaydHas Tema nabopatopum,
BbInonHsaBLascs B 10T nepuog, (1991-1995 rr.) — «Mo-
NeKynsipHO-reHeTNYecKoe uccrnegoBaHMe XpPOMOCOM-
HbIX OonesHenm 4enoBeka», — Oblna OpWEHTUPOBaHa
Ha pa3paboTKy U BHELPEHWE TEXHOMNOrMI MOMEKynsp-
HO-LINTOTreHEeTUYECKOW ANArHOCTMKM XPOMOCOMHBIX MY-
Taumn. ITorom ee BbINOMHEHUS CTano onMcaHue cepun
penKMX U HOBBIX KIIMHUYECKM 3HAYUMbIX XPOMOCOMHbIX
MyTaLuni, onyOnuKoBaHHbIX B OTEYECTBEHHOW U 3apy-
6exHon nutepatype. Cpean MHOXECTBa WMHTEPECHbIX
Haxo[4oOK MOXHO OTMETUTb PEerMoHanbHOe KapTMpoBa-
H/e XPOMOCOMHOIO pervoHa, acCoLUMMpOBaHHOIO C Ha-
CNeACTBEHHbIM reHogepmarto3oM Keratosis pilaris, Ha
KOPOTKOM rnrieve xpoMmocomsl 18 [31], ynomuHaroweecs
B 6a3e gaHHbIx OMIM [32], ngeHTndumkaLmo YacTu4HoOM
TPMCOMMM MO AUCTaNbHOM YacTu ANIMHHOIO Nieva Xpo-
MocoMbl 15 y pebeHka ¢ KpaHMOCMHOCTO30M Y APYTYMU
nopokamu passutus [33], onpegenexHve TKaHEBOTO MO-
3aMum3ma 1 yCTaHOBMEHWE reHo-PEeHOTUMUYECKNX KOp-
pensiumn npu cuHgpome LLepeluesckoro—TepHepa [34].

Henb3s He ynomsiHyTb W KapTMpOBaHWE reHa
LIMKNNH-3aBUCMMON KnHasel CDC2 (no coBpeMeHHOM
HomeHknatype CDKT) B pernoHe 10921 ¢ nomouysto
MeToAa a30THOKMCMOro cepebpeHus u in situ rmbpuam-
3auumn Ha xpomocomax yenoseka [35]. KnoH ¢ nocrne-
[0BaTENbHOCTBIO reHa Ars NpoBeaeHUs rmbpransaumm
6bin nonyyeH ot Hanmkenna Cnyppa (Nigel Spurr) ns
nabopatopun perynauum KnetovHoro uukna B Okcdop-
ae. Pykosogutens aton nabopatopum MNon Hepc (Paul
M. Nurse) B 2001 r. coBmecTHO ¢ JlenaHgom Xapteen-

nom (Leland H. Hartwell) n Tumom XanTtom (Tim Hunt)
6bin yooctoeH Hobenesckon npemun no cusmonorum
N MeauuMHe 3a OTKPbITUE KIOYEBbIX PErynsaTOpoB Kre-
TOYHOrO LMKna.

[MosiBNeHne HOBbIX LMTOrEHETUYECKNX TEXHOMOIUIA
BCeraa 3akoOHOMEPHO ONUparnock Ha pasBUTMe MaTepu-
anbHo-TexHM4Yeckon 6a3bl MHCTUTYTa 1 naboparopuu, ¢
OOHOW CTOPOHbI, U HA TECHOEe COTPYAHUYECTBO C OTe-
YeCTBEHHbIMW 1 3apyBeXxHbIMK Konneramu — ¢ Apyron.
Tak, B 1995 r. 661N nprobpeTeHbl nepBas B Poccum
cucTema v nporpaMmHoe obecneveHve Ans aBToMmaTu-
YeCcKoro KapuoTUNUPOBaHWS U BU3yanusauuu pesynb-
TaToOB MONEKYNAPHO-LUTOrEHETUYECKUX NCCNefoBaHNN
PowerGene-710 (PSI, CLUA). OcBoeHHble 1 peanu-
30BaHHble Ha ee b6a3e metoabl FISH, CISS, CGH, un-
TepdasHoro LUTOreHeTn4yeckoro aHanunsa obecneymnm
CTaHoBrneHve B nabopaTopuy BbICOKOPa3peLlatoLLei
MOMEKYNSPHO-LIMTOrEHETUHECKON ANArHOCTUKN XPOMO-
COMHbIX BonesHel, B TOM YMcre 1 npeHartansHon. MNep-
Bas poccuickas nybnukaumsi o6 ncnonb3oBaHnM Me-
ToAa CpaBHUTENbHOW reHomHon rmbpugmsauum (CGH)
0N MOMNEKYNSIPHOro  KapuoTUNMPOBaHUSA CMOHTaHHbIX
abopTycoB Gbina onybnvkoBaHa cOTpyAHUKaMu nabo-
paTopuu LMTOreHeTUKN B XXypHane «leHetuka» B 2002 .
[16]. PerynapHoe B3aumopencTsue C Konneramu us
MHcTutyTa untonorum mn reHeTukmn B . HoBocmbupcke,
n npexae Bcero ¢ npogeccopom Hukonaem bopucosu-
yeMm Py6LOBbIM, NO3BOMMMO OOMOMHUTL NPOBOAWMbIE
nccnefoBaHns HEKOTOPbIMU HOBBIMU NepeaoBbIMU TEX-
HOMOrNsAMM, B HaCTHOCTN XPOMOCOMHOW MUKPOOMUCCEK-
unen n obpatHonm in situ rmépuansaunen [36].

C nosiBneHvem MONeKynsApHO-LUTOreHETUYECKNX
TexHonormn nabopatopus Ha4YMHaET OKasbiBaTb Hayu-
HO-METOAUYECKYIO MOAAEPXKKY PerroHanbHbIM Meau-
KO-reHEeTUYECKNM KOHCYNbTaLusiM BO BHEOPEHUM 1 pas-
BUTUUN 3TUX METOAOB. M3gatotest yuebHble nocobus [37,
38], obocHoBbIBaOTCA CTaHAAPTbl KOHTPOMsi KayecTBa
LUUTOreHeTUYECKUX WCCNeaoBaHUn B MNPaKTUYECKOM
3gpaBooxpaHeHuu [39]. Torom Takoro MexxpermoHarb-
HOro COTPYOHMYECTBA CTAHOBUTCS HAKOMMEHNE OaHHbIX
O MauMeHTax C pedKkumy BapmaHTaMu XPOMOCOMHbIX
nepecTpoek, TpedyLWMMY MPUMEHEHNS CITOXKHbIX, KOM-
NMeKCHbIX anropuTMOB AMAarHoCTUMKM C KOMOMHaumewn
pasnMyHbIX MOMEKYNSAPHO-LMTOreHETUHECKUX METOOB.
Ha pelleHne vmeHHO Takol 3agadu Obin HanpasneH
rpaHT LBenuapckoro HayyHoro doHaa (SNF) «Mone-
KynspHas uutoreHeTukar», BbinonHsswuinca B 2003—
2004 . n oObeouMHUBLLMI UMTOreHeTn4eckme nabo-
paTopun ABYX WHCTUTYTOB C OAMHAKOBbIM Ha3BaHUEM
(Institute of Medical Genetics) B . Tomcke u Lltopuxe.
[vpekTop WwBenuapckoro MHCTUTyTa, npe3mgeHT Espo-
nenckon accouunauunm umtoreHetTnko ¢ 1999 no 2006 r.,
npodeccop Anbbept WuHzens (Albert Schinzel) netom
2003 r. noceTun B pamkax 3Toro rpaHTta r. Tomck. Co-
BMeCTHO ¢ npodeccopamu C.A. HasapeHnko u J1.I. Ha-
3apeHko Ha H6ase reHeTU4eCcKON KIMHUKM MHCTUTYTa OH
NpoBern KOHCynsTMpoBaHne 18 cemen, umetowmx aetemn
CO CINOXHbIMW BapuaHTamMy XPOMOCOMHbIX aHoMarsnun,
W onpegenun cTpaTternio AanbHenWmx MOonekynsp-
HO-LMTOreHeTUYECKNX UccrneaoBaHnin. BbinonHeHHble
COBMeCTHble paboTbl B . Tomcke v Litoprxe nossonunm
YTOYHWUTbL MPUPOAY XPOMOCOMHOro aucbanaHca y o6-
cnefoBaHHbIX nauueHTos [40].

Cnepytowmm atanom pas3BuTUS MOSEKYNSIPHO-LM-
TOreHeTUYeCKUX WCCNefoBaHWN U OMAarHOCTUKM cTana
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nporpamma «MopgepHusauusa 30paBoOOXpaHEeHusi» B
2012 r., B paMKax KOTOPOW ANs reHeTUYECKON KIUHU-
KM MHCTUTYTa ObINo nprvobpeTeHo creumannavpoBaH-
Hoe obopygoBaHve Ans aBToMaTM3auuu MpoLeccoB
npo6onoaroToBKM M UUTOrEeHeTMYeCcKoro aHanusa
XPOMOCOMHbIX npenapaTtoB — cuctembl HANABI (ADS
Biotech) n Metafer (MetaSystems), a Takke nonHbI na-
KET nporpammMHoro obecneyeHus ISIS (MetaSystems)
ONs MOMEeKynsipHO-LUTOreHEeTUYEeCKUX UCCreqoBaHni,
Bkntoyasi nporpammbl anst FISH, mFISH, mBAND wu
CGH-aHanusa. B nepuog ¢ 2010 no 2014 r. B MHCTU-
TyTe MNOSBMSITCA KOMMMEKC AN Na3epHON XpOMOCO-
MHOM Mukpoauccekuun PALM, ckaHep u obopynoBa-
HWe ANns XPOMOCOMHOrO MWKPOMAaTPUYHOro aHanusa
Agilent Technologies, cekBeHaTOop HOBOro MOKOMEHUA
MiSeq, obecneuvBlUME BO3MOXHOCTb peanusauuv B
WHCTUTYTE BCEX COBPEMEHHbLIX METOLOB MOMEKynsp-
HO-LMTOreHeTu4yeckoro aHanusa. HauyuHas ¢ 2010 r,
WHCTUTYT MeOWLIMHCKON reHeTUKM cTaHoBUTCS 6a3oBon
opraHu3auuen npobnemMHon kommccun «LiToreHeTuka
N XPOMOCOMHble 6onesHn» MeXBegOMCTBEHHOIO Ha-
y4Horo coeta PAMH no meguuuHckon reHeTuke, a ee
npeacenatenem — pykooguTenb nabopatopun A.6.H.
W.H. Nlebepes. B 2012 r. nog pepakuuen akagemMuKoB
PAMH H.M. Boukosa, E.K. TmHTepa u B.I. lMNy3bipéBa
BbIXOOUT B CBET HaLMOHanbHOE PYKOBOACTBO MO Ha-
cneacTBeHHbIM 6onesHsiM, B kotopom W.H. JlebeneBbim
ObINM HanucaHbl ABe rMaBbl, NOCBSILLEHHbIE BONpOCaM
XPOMOCOMHbIX 3aboneBaHunii 1 MeToAam UX LUTOreHe-
Tnyeckon amarHocTtukmn [41, 42]. B 2017 r. BbILWMNO BTO-
poe usgaHune aToro pykosoacTea [43, 44].

3aMeTHbIM 3TanoM B pPasBUTUM HayYHbIX U KIK-
HWKO-ANAarHoCTUYECKUX UccnegoBaHuin B nabopato-
pUN LMTOTFEHETUKM CTano yyacTue MHCTUTYTa B rpaHTe
7- PamouHow nporpammbl EBponenckoro cotsa no
Teme «YnydleHne AuarHOCTUKM YMCTBEHHOW OTCTa-
noctn y geten ns crpaH LleHtpansHon n BocTo4vHown
EBponbl 1 LleHTpanbHon Asunu 4yepes reHeTU4eckyto
XapakTepucTuky 1 GMonHMOPMaLMOHHYK CTaTUCTUKY
(CHERISH)». MpoekT BbINONHANCS B nepuog ¢ 2009 no
2012 r. 1 06beAMHUN KONMEKTUBbI Hay4YHO-UCCcreaoBa-
TEeNbCKNX WHCTUTYTOB U YyHMBepcuTetoB Wtanuu, Ye-
xuun, Monbwu, dcToHuu, Jntebl, Knnpa, YkpauHbl, Ap-
MeHun n Poccun. 3agayernt npoekta ctana anpobauus
HOBbIX TEXHOMOMMN MOMNEKYNAPHO-LUTOreHETUYECKOro
(array-CGH) n monekynsipHO-reHeTU4eckoro aHanusa
(3K30MHOE CEKBEHMPOBaHWE) ANS BbISBMEHWS FeHeTu-
YeCKUX MPUYMH HeamddepeHUMpoBaHHbIX OPM yM-
CTBEHHOW OTCTanocTu. lNpoekTom Obinn 0XBaveHbl OKONO
1 500 getent u3 ctpaH-yyacTHuy, B ToM ymcne 206 naym-
€eHTOB, 06cneaoBaHHbIX Ha 6a3e reHeTUYEeCcKOW KMUHUKN
MHCTUTYTa MeaNUUHCKON reHeTukn B . Tomcke. Mone-
KYNAPHO-LMTOrEeHETUYECKMUE UCCMNEA0BaHUA C UCMOrb-
30BaHNMEM MUKPOMaTPUYHOrO XPOMOCOMHOrO aHanusa
BbINOMHANUCH Ha 6a3e Tpex LeHTPOB — B YHUBEpPCUTETE
r. bonoHbu (koopguHaTop npoekTa), YHuBepcuTeTe
r. TapTy (OCTOHUSA) N MHCTUTYTE MEOULMHCKON FrEHETUKN
B I. TOMCKe. Y4yacTue B NpoekTe 1 B3aMMogencTBme C eB-
ponenckumun naptTHepamMu No3BONUAM BHEOAPUTb U pas-
BUTb B TOMCKE MUKPOMATPUYHBIA XPOMOCOMHbI aHanm3
1 konunyecTeeHHyto MNMLP B pexxume peansHoro BpemeHu
Ansi OLEeHKM BapnabenbHOCTU B YMCMe KOMUii XpOMOCO-
MHbIX pernoHoB (CNV), oTpabotaTb anroputmbl Knu-
HWUYECKON N MOMNEKYNSIPHO-FEHETUYECKOM ANarHOCTUKM
HeaudepeHUMPOBaHHbIX (POPM  UHTENNEKTYanbHbIX

HapyLleHW, onucaTtb pag HOBbIX MHTEPECHbLIX CryYyaeB
MUKPOCTPYKTYPHBIX XPOMOCOMHbIX MyTauuii, accoLuu-
pPOBaHHbLIX C YMCTBEHHOW OTCTanocCTbio, Y NauneHTOB,
obcnenoBaHHbIX MO pa3paboTaHHbIM - anropuTMam,
Kak B XO4e peanusauum camoro npoekta [45—47], Tak
1 yxxe nocre ero 3aseplleHus [48, 49]. Utormn yyactus
B npoekte CHERISH n nepcnekTuBbl pa3BuTus 4aHHO-
ro Hay4YHoro HanpaeneHusi obcyxganucb B Aoknagax
pykoBoauTens nabopatopumn uutoreHetukn W.H. Ie-
6enesa Ha 3acegaHusx lMpesngnyma CO PAMH (r. Ho-
Bocnbupck, MoctaHosneHnne Ne 33, npotokon Ne 3 § 1
oT 27 mapTta 2013 r.), 6topo OTaeneHnss MeguLNHCKMX
Hayk PAH (r. Mocksa, MNMocTtaHoBneHune Ne 61, npotokon
Ne 10 ot 23 ceHTs6psa 2015 r.), B nneHapHOM Joknage
«ApXMTEKTypa reHomMa U XpPOMOCOMHble BonesHu» Ha
VIl cbesne Poccuitickoro oblectBa MEAULIMHCKUX reHe-
TukoB (r. CaHkT-MNeTepbypr, 19-23 mas 2015 r.).
MwukpounnoBasi TEXHOMOrMs, ycnewHo anpobupo-
BaHHas ANs AMarHOCTUKN reHETUYECKUX NMPUYNH UHTEN-
neKTyanbHbIX HapyLUEeHWI, oka3anack BOCTPeboBaHHON
ONsi pelleHnst Apyrux HayYHblX U NpakTU4ecKkux 3adaq
Kak B camon nabopaTtopuv LMTOreHeTUKN, Tak 1 B APYruX
CTPYKTYPHbIX Nnogpasgenenunsx HAW meanumnHckom reHe-
TUKK (Nabopatopus NONynsLUMOHHON FrEHETUKKN, TEeHETU-
Yyeckas knuHuka) n Tomckoro HAWM oxkonorum. Mpuyem
uccnegoBaHust Obiny BbINMOMHEHbl HE TOMbKO Ha YPOBHE
oueHkn CNV, HO 1 Ha ypoBHE aHanmsa xapaktepa me-
TunuposaHusa OHK n akcnpeccun reHoB. 3a nocnegHve
rogbl GbIno onyGNMKOBaHO HECKOMNbKO UHTEPECHBIX pa-
60T, NOpOW BbIXOAALLMX 3@ paMKU HEMOCPEACTBEHHO L~
TOreHEeTMKM N MOCBSLEHHbBIX NpobrnemamM anureHeTuKm
ambpwuoHanbHoro passuTua [50-52], npeHaTtanbHoOW M
NPeMMNIaHTaUMOHHON TFEHETUYECKON AMarHoCTuKn [7,
53], Bonpocam reHeTukn 1 anUreHeTUKM atepockneposa
[54, 55] n oHKonornyecknx 3abonesaHui [56—58].
['oBOpst 0 NnepcnekTuBax nccneaoBaHUm XpoMoCoM-
Horo agucbanaHca Henb3s He OTMETUTb yyacTue nabo-
paTtopun LIMTOrEHETUKN B peanusauun rpaHTa Poccun-
CKOro Hay4Horo goHaa «KneToyHble U MOMNeKynsipHble
MeXaH13Mbl NaTtoreHe3a XPOMOCOMHbIX 60ne3Hen», Bbl-
NonHABLUErocs Nof pykoBoAcTBOM npodpeccopa PAH B
2014-2016 rr. n nony4meLuero nogaepxky PH® Ha npo-
porkeHne uccnegosanuin B 2017—2018 rr. OT0 NpoekT,
peanusauusi kotoporo 6bina 6bl HeMbiciMMa 6e3 co-
TpyaHu4ecTBa ¢ nabopatopuen reHeTuku pas3suTus (B
HacTosLLee BpeMs — OTAENOM MOMEKYIAPHBLIX MEXaHU3-
MOB OHTOreHesa) B VIHCTUTYTe LMTONOMMN U FeHETUKN
CO PAH (r. HoBocubupck) noa pykoBoACTBOM AOKTOpa
Ouonorunyeckmx Hayk, npodgeccopa Onera JleoHaoBU-
ya CepoBa. Viges npoekTa 3aknto4anach B OLEHKe n3me-
HEHWIN B aKTUBHOCTU r€HOB, 3aTPOHYTbIX XPOMOCOMHbI-
MW nepecTporikamu y yenoseka. [ns aTux uenen 6binm
nony4eHbl JIMHAM UHAYLMPOBAHHbLIX MIOPUMOTEHTHbIX
CTBOMOBbIX KNETOK OT NaLMEHTOB C YHUKaNbHbIMU MUKPO-
CTPYKTYPHBIMW XPOMOCOMHbIMU MyTaumsmu, obcnego-
BaHHbIX HaMu B xoge BbinonHeHus npoekta CHERISH.
YHUKanbLHOCTbL MyTauuii 3aknodanacb B TOM, YTO Y
nauMeHToB C YMCTBEHHOW OTCTanoCTbio B OOHOW Ce-
Mbe [eneuusi B XpOMOCOMHOM cybcermeHte 3p26.3
3aTparmBana eguHcTeeHHbIi reH CNTNG6, a B gpyrown
ceMbe Obina onucaHa AynnuKauus TOro Xe Ccamoro
reHa y pebeHka ¢ HapyLleHUsIMWU UHTENMeKTa, npuyem
Oynnukaumsa nepegasanach B Tpex NMOKONEHUsAX OT Knu-
HuMYeckun 300poBbix 6abyLikm 1 otua pebexka [47]. Ons
U3yYeHNss aKTUBHOCTWU reHa Npu pasHoHanpabneHHbIX
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N3MEHEHUAX €ro KONMUMHOCTN MHOYLIMPOBAHHbIE NITHopU-
NOTEHTHbIE CTBOMOBbIE KNETKM Obinn anddepeHumnpo-
BaHbl in vitro B HenmpoHbl. Oka3anocb, YTO B HENpPOHax
KaK y nauMeHToB, Tak U Yy 300pOBbIX JOHOPOB Habmto-
Aaetcsa npemmyLlecTBeHHas akcnpeccus reHa CNTNG6 ¢
XPOMOCOMbI MaTEPUHCKOro NpoucxoxaeHus. MNpu aTom
B Criyyae c Aynnukauven YOBOEHHbIW y4acTOK reHoma
OTLIOBCKOIO MPOUCXOXAEHUS NPAKTUYECKN HE 3KCrpec-
CUpYEeTCs, HECMOTPSA Ha YBENUYEHHYIO BOBOE 03y reHa.
BepoaTHO, HapylleHue CTPYKTYpbl XPOMOCOMbI Mpu
XPOMOCOMHOW NePeCcTPoriKe OKasblBaeT BIUSHUE Ha ak-
TMBHOCTb reHa 1 NpuBOAUT (PaKTUYECKUN K ero rannoHe-
[octaTodHOCTU. PesynbraTthl UccnenoBaHus No3BonsoT
0OBbSACHUTL CXOOCTBO HEKOTOPbIX KIMHUYECKMX Npu-
3HaKOB MauMEHTOB C TakK Ha3blBaeMbIMU CUHOPOMAaMM
PeUMnPOKHbLIX XPOMOCOMHbIX MUKpoAeneumi U MUKpo-
aynnukauun [59], cBA3aHHbIX C pasHOHanpaBieHHbIMN
M3MEHEHNAMWN B KOMUAHOCTU ONpefeneHHbIX y4acTKoB
XPOMOCOM.

Opyrum  HanpaBneHvem npogorxkalwwmuxes  co-
BMECTHbIX UCCrefoBaHui, NOAAEPXKaHHbIX ele OOHUM
rpaHToM PH® nopg pykoBOACTBOM CTapLUero HayyYHoro
coTpyaHvka nabopatopum k.6.H. A.A. KaweBapoBon Ha
nepuog 20162018 rr., siBnsieTca pa3paboTka TEXHOSO-
M Tak Ha3bIBAEMOrO XPOMOCOMHOIO pefaKkTUpOBaHUS,
3aKMoYaLWNXCa B KOPPEKLUN XPOMOCOMHBIX AedeKToB
B MHOYLUMPOBAHHbLIX MIIHOPUNOTEHTHBLIX CTBOMOBBLIX KNeT-
Kax. OTu paboTbl BeAYyTCS Ha NUHKAX KNETOK NauueHToB
C KomnbLeBbIMM Xpomocomamu [60]. Kpome Toro, cosga-
I0TCS CneumanbHble reHeTUYeckne KOHCTPYKLUMK, Crocob-
Hble MHTErpupoBaTbCs B XPOMOCOMY C MyTauuen 1 3am-
KHYTb ee B KonbLo. IHTepec K KomnbLeBbIM XPOMOCOMaM
He CryyaeH 1 CBsi3aH C NosBrsioLLencs nHopmMaumen o
HecTabunbHOM NOBeAEHWMN TakKMX XPOMOCOM B UHAYLMPO-
BaHHbIX NMOPUNOTEHTHLIX CTBOMOBLIX KNETKax 1 UX anu-
MuHauwmu. [Nocnegytolas gynnmkaums ocTaBLLErocs Hop-
MasbHOro roMosiora MOXeT MPUBECTU K BOCCTAHOBIEHUIO
HOpMarbHOrO Yucrna XpoMOCOM B kreTke. Ecrnn Takum
NPOLIECCOM Hay4UTLCS YNPaBnsaTb, TO 3TO MOXET OTKPbITh
NepcneKkTUBbI KOPPEKLMU KPYMHBLIX XPOMOCOMHbIX Aedek-
TOB, Tak Ha3blBaeMoW XPOMOCOMHOW Tepanuu.

Bonpocamu MonekynsipHo-LMTOreHeTu4eckon aua-
FHOCTMKN XPOMOCOMHbIX OonesHen B nabopaTtopum 3a-
Humanuce k.6.H. Hagexxaa BacuneeBHa OcTpoBepxoBa,
K.0.H. Bnagnmup AHatonbeBnY TUMOLLEBCKMIN, M.H.C.
Anekcangp [Omutpresny YepemHbix. B HacTosee
BPEMSI 9TO HarpaBsrieHne passBmBaloT K.M.H. Hukonan
AnekceeBnd CkpsibuH (MUKPOMATPUYHBIA XPOMOCOM-
HbI aHanus, rasepHas XpOMOCOMHas MUKpOOMUCCEK-
LS, CeKBEHMPOBaHME HOBOIO MOKOMeHus), K.6.H. AHHa
AnekcaHgpoBHa Kawesapoea (goetekumss CNV ¢ no-
MoLLblo KonuyectBeHHou [LIP B pexume peansbHoro
BpemeHu), K.6.H. CtaHucnas AHaTonbeBud Bacunbes
(FISH-meTog n ero mogudmkaumn).

UccnepoBaHue cBsaA3un MeXxay HapylweHuem
3nNUreHeTU4eCKON peryndaumMm akTuBHOCTU
reHoB M naTtoriorven pa3BUTUA HYenoBeKa.
Mounck n KapTupoBaHue y4aCcTKOB reHoma,
noaBepXeHHbIX UMNPUHTUHTY

C 1994 r. B nabopartopmn Ha4yMHalTCa uccnenosa-
HKS NPO6BremM HeKaHOHUYECKOro HacneaoBaHUS Y Yerno-
Beka. O630p 3TMx Nnpobriem 6bin NpeacTaBneH npogec-
copom C.A. HazapeHko Ha cTpaHuuax MoHorpadum B.T1.

MysbipéBa, B.A. CrtenaHoBa «[llaTtonormyeckas aHa-
TOMWUSi reHoMa yenoBeka», onybnukosaHHon B 1997 r.
[61, 62]. Mo MHeHuto M.[. F'ony6oBckoro, BbiCKazaHHO-
My B ero MoHorpadumn «Bek reHeTuku: aponiouns naemn
N NoHATWUI», Bblweawen B ceeT B 2000 r., aToT 0630p
npeacTaensan cobor «BneyaTnsiowmn peneptyap He-
KaHOHWYeCKOro HacregoBaHUst MHOXeCTBa NaTonorni»
[63]. Mo cywecTBy, aT0 GbINA NepBasi B Poccumn cBoka
MHdOpMaLmM O HacneacTBEeHHbIX BonesHsx Yyenoseka,
CBSA3@HHbIX C HEMEHENEBCKMMU MEXaHU3Mammn Hacrne-
poBaHus. YyTb paHee, B 1994 1., Ha NepBom (TpeTbem)
cbesae Poccuiickoro oblectBa MegULMHCKUX FreHeTu-
KoB, cocTosiBluemcs B Mockse, 6bln npegcTaBneH nep-
Bbli MO MNpobrneme HEeKaHOHWMYEeCKOro HacrnegoBaHus
oTevecTBeHHbI aoknan C.A. HasapeHko «leHOMHbI
WUMMPUHTUHT NPU HacneacTBEHHbIX BonesHsAx yernose-
ka» [64]. A 20—22 Hos6ps 1994 I. AMPEKTOP MHCTUTYTa
B.MM. MNMy3bIpéB 1 pykoBoanTenb nabopaTopun UmMToreHe-
Tnkm C.A. HasapeHko npuHANM yyactme B pabote Mex-
OyHapogHOro cumnoanyma «€HOMHbIA UMMAPUHTUHT U
HOBble NOAXoAdbl K MAEHTUUKAUUM U KapTUPOBaHUIO
FeHHbIX CUHAPOMOB», COCTOsBLUErocss Bo ®driopeHumu
(WTanus), roe 6bino NpeacTaBneHo cooblleHne o po-
OUTENbCKOM MPOUCXOXKOEHUN €OUHCTBEHHON X-XPOMO-
COMbI Y MauueHToB ¢ cmHapomom Lepeluesckoro—Tep-
Hepa [65]. B 1996 r. Ha 3acepaHuu lNpe3nguyma CO
PAH B r. HoBocnbupcke C.A. HasapeHko BbICTynun C
OoknagomMm «FeHOMHbI UMAPUHTUHT U HAaCNeACTBEHHbIE
6onesHn».

Hauatble B Te rogbl paboTtbl nabopatopun LMTO-
reHeTUkn ObinM CPOKYyCMpOBaHbl Ha WM3y4YeHUU ponwu
HapyLeHUn MMMPUHTMPOBAHHbBIX MOKYCOB reHoma W
OMHaMUYecKMX MyTauui B natonoruu npe- u nocTHa-
TanbHOro pa3BuUTUSA opraHusMa. Tak, OfHO U3 Hanpas-
NeHMn uccnenoBaHuin, nogaepXaHHoe nepebiM B na-
Oopatopun rpaHToM POPU «BhisiBneHne XpoMocom,
NoOBEPXXEHHBbIX VMMPUHTUHIY, B NaTonornM amopuo-
HanbHOro pa3BuTUs Yenoseka» (1996-1998 rr.), 6bino
CBS3aHO C OLEHKOM CenekTUBHOW 3Ha4YMMOCTW OfHO-
pOAUTENBLCKOrO HacneaoBaHUs XPOMOCOM Kak (hopMbl
N3MEHEHWU [03bl UMNPUHTUPOBAHHBLIX FEHOB Ha PaHHKX
aTanax BHyTpuyTpobHoro pa3sutusa. OgHako npoBegeH-
Hble nccrefoBaHnsi, paBHO Kak M HEMHOTOYUCIEHHbIE
3apybexHble paboTbl B 3TOM HanpasfieHun, He npoae-
MOHCTPMpOBanu 3aMeTHOro Bknaga eHomeHa ofHo-
poautenbckux gucomuii (OPL) B paHHiol0 ambpuone-
TanbHOCTb Y Yenoseka [9, 10].

MosgHee Gbina BbickasaHa rmnotesa, YTo npeano-
naraemblvi CeNeKTUBHbLIN 3MEKT HapyLLUEHNA UMMNPUH-
TMPOBAHHbIX JTOKYCOB reHOMa MOXET ObITb peann3oBaH
He yepes pegkve cobbITUS aHOManuii cerperaumm xXpo-
MOCOM B Melo3e U MUTo3e, Heobxoammble Ans opMu-
poBaHusi OP[], a 4yepe3 aHOManuu 3MNUreHeTUYeCKoro
cTatyca WMMPUHTUPOBAHHBIX FEHOB — 3MNMMyTauumu,
CBSI3aHHbIE C HapyLleHueM xapakTepa MeTUnMpoBaHus
yHKUMOHaNbHO 3Ha4YMMbix CpG-calToB B MPOMOTOp-
HbIX UM PEerynsatopHbix obnacrtax MMNPUHTUPOBAHHbIX
reHoB [66]. OTO nMpegnonoXxeHWe HaWo MNOATBEpPX-
JeHVe Kak B HalluxX MUcCnegoBaHusax crtatyca MeTunu-
poBaHUs  OTAENbHbIX MMMPUHTUPOBAHHbBIX reHoB [67,
68], Tak n B 6onee no3gHMx paboTax, NPoBeaeHHbIX C
UCNonb30BaHWEM MUKPOYMMOBBLIX TexHonorun [51, 52].
[MpUMeHeHre «LMPOKOreHOMHOro» nogxoda Mo3BONu-
10 3aMeTUTb, YTO HapyLUeHusa cTatyca MeETUNMPOBaHUA
Hepeako 3arparvBaloT HECKOMNbKO UMMPUHTUPOBAHHLIX
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reHoB OHOBPEMEHHO, OTpaxasi, N0 BCel BUOAMMOCTH,
CUCTEMHYIO pa3banaHCMpOBKY MPOLECCOB yCTaHOBIe-
HWS 1 NogAepXKaHUs F’eHOMHOTO UMMPUHTUHIA B paHHEM
ambpuoreHese. [MpumeyaTenbHO, YTO YacToTa U pasHo-
obpa3ne Tak Ha3blBaeMbIX MHOXECTBEHHbIX AedeKTOB
METUNNPOBAHNS MMMNPUHTUPOBAHHBIX FEHOB HapacTta-
10T NPV NPUBBIYHOM HEBbIHALLIMBaHUM GepeMeHHOCTH,
yKasblBas Ha BO3MOXHOE HOCUTENbCTBO B HEKOTOPbIX
CeMbsIX MyTaLui B reHax, OTBETCTBEHHbIX 3a peryns-
LU0 FTEHOMHOrO MMMpPUHTUHIA. [lepcnekTuBbl nccne-
[OBaHWU, NpoBOAMMbIX B nabopatopum LMTOreHeTUKM
B 3TOM HanpaBneHuu, CBs3aHbl C MOMCKOM MyTauui B
psige reHoB (NLRP7, NLRP2, ZFP57 v HeKOTOpbIX ApY-
rx), NPeanonoXuTernbHO BOBMEYEHHbIX B yCTaHOBMe-
HWe 1 nogaepXaHne MoHoanNenbHOM MMNPUHTMPOBAH-
HOW 3KCMpeccuu.

WccnepoBaHusa  HapylweHui  MMMIPUHTUPOBAHHbIX
FIOKYCOB F€HOB, paBHO Kak M XPOMOCOMHbIX MyTaLWun,
0 YeM Mucanoch Bbllle, He OCTanMCb OrpaHUYeHHbIMU
npobrnemamMu npeHaTanbHoro pa3sutus. B nabopatopun
LMTOreHeTMKM 6binun npoBeaeHbl paboThl, NO3BONMUBLLNE
YCTaHOBUTb CMEKTP MOMEKYNSPHOW U3MEHUYNBOCTU KNna-
cTepa MMNPUHTMPOBaHHbIX FEHOB XPOMOCOMbI 15 y nauu-
€HTOB C Kraccuyecknumm 60ne3HsIMyY reHOMHOIO UMMPUH-
TuHra — cuHgpomamu Mpagepa—Bunnu n SHrenbmana
B 3anagHo-Cunbupckom pervoHe Poccum [69]. Bbinu
nccnegoBaHbl reHo-heHoTUNMYeckne Koppensauum npu
pasnuyHbIX TUNax MyTauui MMNPUHTUPOBAHHbBIX FEHOB
[70]. PaszpaboTtaHbl anropuTMbl MOMEKYNSPHO-reHeTnYe-
CKOWVi AnarHoCTukn 3aboneBaHuii, CBSI3aHHbIX C HapyLue-
HUAMW DYHKUMIA MMNPUHTUPOBAaHHbIX reHoB. JlabopaTto-
pus NpUHANa yyYacTue B MeXOyHapO4HOM MpoekTe no
Banugauum naHenun pedepeHcHbIx obpasuos BO3 ons
MOMEKYNSAPHO-reHETUYECKON ANAarHOCTUKN CUHAPOMOB
Mpagepa—Bunnu n SHrenbmana [71].

PyHKLUMOHANBHO BMM3KUM K SIBMEHWIO UMMPUHTUH-
ra nNpoueccoM SBMSIETCS UHaKTMBaLUs X-XpOMOCOMbI,
obecneunBaroLLas 4030BY0 KOMMNeHcauno X-cuenneH-
HbIX TEHOB Y >XEHLMH. AHOManMm paBHOBEPOSTHOW
MHaKTMBaLumM X-XpoOMOCOMbI 06CYxaatTcs B nutepary-
pe Kak ogHa U3 BO3MOXHbIX 3MUrEHETUYECKUX MPUYMH
OCTaHOBKM 3MOpUOHANbHOrO passBuTUs (ecnu Hapylle-
HUsi 0BHapPYXMBaTCSt B 9MOPUMOHArbHbIX KeTKax) unm
NPUBBIYHOMO HEeBbIHALIMBaHWA ©GepeMeHHOCTU (ecnu
Takne HapyLLeHWs eCTb B COMaTUYECKNX KNeTkax caMomn
XeHWwwuHbl) [72, 73]. WccnepoBaHus, npoBedeHHbIE B
nabopaTtopun LUUTOreHEeTUKN, B LENOM MOAAEPXKMBAKOT
3t runotesbl [11, 74]. bonee Toro, B Hawmx paboTtax
BriepBble OblNa MNpPOAEMOHCTPUMPOBaHa 3aBUCUMOCTb
HapyLUeHWUI NHaKTMBaLUmm X-XpOMOCOMbI Yy CIOHTaHHbIX
abopTycoB C MO3aWYHbIMU TPUCOMMUSIMWU MO XPOMOCO-
Me 16 OT uncna aHeynnouaHbIX KMNeToK, yKa3blBash Ha
HanMyMe ayTOCOMHbIX TPaHCPErynaTOpHbIX hakTopoB,
Bo3moxHo CTCF (16922.1), BOBNeYEHHbIX B perynsiuuo
X-nHaktnBauum [75].

Kpome n3y4veHus npobnem reHoMHOro MMNPUHTUH-
ra u MHakTuBaumm X-xpomMocoMbl B nabopaTtopun npo-
BOOWMMCb WCCMeOoBaHUsA W OpYyrux SNUreHeTU4ecknx
deHomeHOB. B yacTHocTH, y HaceneHns Cubupu Bnep-
Bble OblNn onpeaeneHbl 0COGEHHOCTN MOMEKYNSIPHOIO
nonumopduama obrnacTv TPUHYKNEOTUAHbIX NMOBTOPOB
HEKOTOpPbIX FEHOB, AUHAaMUYeCKMe MyTaLMmn KOTOPbIX fe-
XaT B ocHoBe GonesHel aKcnaHCcuy TPUHYKNEOTUOHbIX
nostopoB [76, 77]. Ocoboe BHMMaHWe ObINO yaeneHo
cuHgpomy MapTtuHa — Benn, akcnaHcust CGG-nosToOpoB

npu KOTOPOM COMPOBOXAAETCS METUNMPOBaHNEM W
WHakTuBaumen reHa FMR1, cBA3aHHOrO C pasBUTUEM
OOHOM M3 caMblX pacnpocTpaHeHHbIX dopM X-cue-
NMeHHoON yMCTBEHHON oTcTanocTtu [78]. PaspaboTaHa u
BHeApEeHa B NPaKTUKy MONeEKyNspHO-reHeTnyeckas au-
arHocTuka AaHHoro 3aborneBaHust.

Kpome TOro, B nabopatopun nccnegoBaHbl anure-
HeTn4Yeckne MexaHu3Mmbl, 00yCnoBMMBalOLLME BO3HUK-
HOBEHME XPOMOCOMHbIX MyTauuii U HecTabunbHOCTH
reHoma npv nartonormv 3mMOpuUOHaNbHOro pPasBUTUS.
OHM Obinn 0600LWeHbI B OOKTOPCKOW AuccepTauum
W.H. JlebegeBa «3nureHeTnyeckne mogudpmkauun re-
HOMa B aMOpuOHanbHOM Mepuofde OHTOoreHesa 4Yero-
Bekay, 3awmweHHon 19 Hosibpsa 2008 r. B UHcTUTyTE
uutonorun n reHetukn CO PAH B r. HoBocnbupcke [79].
OxapakTepu3oBaHbl aHOManuM MeTUIMpoBaHus psaa
FEHOB KMETOYHOro LMKna U MOOMIbHOIO reHeTUYeCcKoro
anemeHTa LINE-1 y aMOp1oOHOB C XpOMOCOMHOW MaTto-
noruen, B TOM 4ucre B MO3anyHOM cocTosiHum [80-82].
B coBmecTHbIX uccrnegoBaHusix ¢ nabopatopuen nony-
NAUMOHHON TEHETUKN WHCTUTYTa BbISIBNEH Ps FEeHOB,
AMUrEHETUYECKUI CTaTyC KOTOPbIX NPU aTepockrnepose
N3MEHSAETCS B COOTBETCTBMM C TMMOTE30M MnapagomMu-
HaHTHOro HacrnegosaHug [83]. Beaywimmu cneynanucta-
MW, pa3BMBaIOLLMMU B HACTOsILLee Bpems B nabopatopun
LUMUTOrEeHETUKN McCnedoBaHus B 0bBnacTy anureHeTuku,
apnsoTcs k.6.H. EneHa AnekcaHgpoBHa CaxeHoBa (pa-
60Tbl N0 rEHOMHOMY UMMPUHTUHIY) U K.6.H. EkatepuHa
HukonaeBHa TonMayéBa (aHanu3 xapakrepa MHakTMBa-
Lmmn X-XpOMOCOMBI, OLieHKa cTatyca MeTUIMpPOBaHUS MO-
BOUNbHBIX FrEHETUYECKMNX 3NIEMEHTOB B reHOME).

N3yyeHune 3aKOHOMepPHOCTEN BOZHUKHOBEHUS
reHOMHbIX M XPOMOCOMHbIX MyTauui B KneTkax
YyerioBeKa nNpu BO3genNcTBUM pakTopoB
paguauMoHHON U XMMUYECKoW npupoabl

VMccneposaHne npobnem myTtaraHesa Bcerga ocrta-
BanoCb B MOSfie MPUOPUTETHBIX HayYHbIX WMHTEPECcOB
ocHoBaTerns nabopatopun LUTOreHeTUKN npodeccopa
C.A. HazapeHko. OgHUM 13 NCTOYHMKOB 3TOTO UHTEpPE-
ca, HECOMHEHHO, SIBMsnach Hay4YHas LWKona akageMuka
PAMH Hukonasa [lMaBnosuya BboukoBa, nop pykoBoa-
CcTBOM koToporo acnvpaHTt C.A. HasapeHKo BbINOMHUI 1
sawmtun B 1977 . B IHCTUTYTE MEOULMHCKON FrEHETUKN
AMH CCCP B r. MockBe kaHOMOATCKYyO AMccepTauuto
Ha Temy «KomOuHMpoBaHHOE AENCTBME XUMUYECKUX
MyTareHOB Ha XpOMOCOMbI yernoBekax» [84]. 3apadven
uccrnefoBaHus SIBMSANOCb OMpeAeneHne xapakrepa
B3aMMOLENCTBUST OBYX XUMWUYECKMX MyTareHoB, Mpo-
M3BOAHbIX 3TUMEHUMMHA — TModochamuaa u AunuHa,
NPUMEHSIBLLUMXCS B OHKONOrMYECKOW NpakTuke Ans ne-
YeHUs HEKOTOPbIX 3M0Ka4YeCTBEHHbIX onyxonei. B xone
paboTbl ObINO YCTAHOBMEHO, YTO NPU Pa3genbHOM Unv
COBMECTHOM [JEWCTBUN COEAMHEHWA Ha XPOMOCOMBbI
numcoumnToB Yenoseka Habnwogaembii ekt no
BCEM LMTOreHETUYECKMM MOoKa3aTensM He NoAYMHSAETCS
NIMHENHOW 3aBUCUMOCTW OT KOHLIEHTPALMXU MyTareHos,
a C M3MEHEHMEM COOTHOLLEHNsT Mexay Tuodocdamu-
OOM M AUMMHOM, MPU MOCTOSIHHOM CYMMapHOM Yucrie
UX MOJSIEKYr, BENWYMHA LuTOoreHeTndeckoro adpcpexra
3aBUCUT MPSIMO MPOMOPLMOHANbHO OT OOMU KaXdoro
MyTareHa B KombuHauun [84]. Takum obpasom, Brep-
Bble Oblna NPoAeMOHCTpUpoBaHa aaAMTUBHOCTb MyTa-
FeHHOro AeNCTBUS OBYX XUMUYECKUX COEOMHEHWUIA Npu
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y4yeTe HeNnUHENHOWN 3aBUCUMOCTU addeKkTa OT KOHLIEH-
Tpauun BeLlecTB. OTO MoKasano HeCOCTOSITENbHOCTb
rocrnofcTBOBABLUMX B TO BPEMS NPeACTaBNeHnn 0 BO3-
MOXHOCTW MPOBEPKM rMnoTe3bl 06 agauTMBHOCTM B3a-
MMOLENCTBUA COEOUHEHUIN NyTEM MPOCTOro CyMMMUPO-
BaHWSA UX MHOMBMAYanbHbIX addekToB. B anccepraunm
OblN NpeanoXeH OpUrMHanbHbIN METOA OLIEHKN KOMOK-
HUPOBAHHOIO AENCTBUSA XMMUYECKNX MYTareHOB Ha Xpo-
MOCOMbI YenoBeka v nony4yeHsl MaTeMaTnyeckne ypas-
HEeHWs, afeKBaTHO OnucbiBalLMe perncTpupyemble
LuToreHeTn4eckne apdeKThbl.

MpakTnyeckn ¢ camoro ocHoBaHWsi nabopaTtopuu
umToreHeTukn, ¢ 1983 r., B Hen ObiNM HavaTbl Uccre-
[0BaHWs Mo OLEHKe MyTareHHbIX 3eKToB NPOU3BOA-
CTBEHHbIX (pakTOpOoB Yy nuLi, NPOMECCUOHANbLHO KOHTaK-
TUPYIOLLMX C BPEAHLIMU BHELUHECPEOOBLIMU areHTamu.
Bbinn oTpaboTtaHbl MeToAbl yYeTa 4acToTbl XPOMOCO-
MHbIX abeppauuii U CeCTPUHCKUX XpOMaTUAHbIX obme-
HOB, M3y4yeHbl OCOBEHHOCTM TeMnoB nponudepaumn
nMmoumnToB Nepudepu4eckon KpoBu Yernoseka, Ha-
XOASALLMXCS Ha pasHbIX CTaguax MUTOTUYECKOro Aere-
HUSA. PesynbraThl 3TUX UCCrefoBaHuin 6binv 0606LLeHbl
B MepBON KaHAMAATCKOW AuccepTaumu, BbINOMHEHHOM
B nabopatopumn umTtoreHetukn HOnuen dpyapaoBHOM
BypmakuHon, «LintoreHeTnyeckas oueHka MeXnHaMBK-
AyanbHoWn BapuabenbHOCTU CKOPOCTM Mnponudepaumm
OIA-CTUMYNUPOBAHHBLIX NMMEMOLMTOB YeroBekay, 3a-
wuweHHor B 1988 r. B IHCTUTYTEe MeOMLMHCKON reHe-
Tmkn AMH CCCP B r. Mockse [85].

HakonneHHbIN OnbIT FEHOTOKCUKONOMMYECKNX UC-
crnepoBaHUn okasancs BocTpeboBaHHbIM AN OLEHKN
nocneacTBUn pagnaLoHHOro MHUMAEeHTa, nponsoLles-
wero 6 anpens 1993 r. Ha CnBMPCKOM XMMUYECKOM
kombuHaTte B I. CeBepcke, pacnofioKEHHOM PsSiAOM C
obnacTtHblM UeHTpoMm. CBexue BOCMOMWHAHMS O CO-
ObITUSX, CBA3AHHbIX C YepHOObINbLCKON kaTtacTpodon,
co3ganu B TO BpeEMS HanpsbkeHHyto obcTaHOBKY B 00-
LecTBe, MOCTaBMBLUYK MOL4 COMHEHWE MNepcrneKkTUBbI
pasBUTUS cTpaTermyeckn BaXXHON Anst permoHa u ctpa-
Hbl oTpacnu. MNpu nopaepxke rybepHaTopa Tomckown
obnacTtun Buktopa Menbxunoposuya Kpecca u reHepanb-
Horo aupekTopa CuBMPCKOro XMMUYECKOro KoMOGuHa-
Ta (CXK) l'eHHagusa lMeTpoBuya XaHOopuHA MHCTUTYT
nonyyaet 3afaHve Ha rnpoBefeHne reHeTUYecKom 3KC-
nepTM3bl NOCNeACTBUIA UHLUMOEHTA Kak Ans paboTHUKOB
npeanpusaTus, Tak u ans xutenen r. Cesepcka, Tomcka
1 npuneratownx Tepputopuin. B gekabpe 1995 r. 6bin
3akntoyeH gorosop ¢ CXK Ha npoBefeHuWe HayyYHo-UC-
cnepoBatenbckux pabotr no Teme «CpaBHUTENbHBIN
aHanu3 napameTpoB FeHETUYECKOro 3[0POBbS XUTe-
nen r. CeBepcka W Mnpunerawwmnx TeppuTopun». ITu
paboTbl BbINKN BbINOMHEHBLI MO YETbIPEM HanpaBreHu-
AM UCCMNefoBaHUN, OXBaTbIBaIOLLMM MNOMYMNSLMOHHBIN,
OpraHM3MeHHbIN, KNETOYHbIN U MOMNEKYNSPHBIA YPOBHU
opraHu3aummn xmBbix cuctem. Bo-nepsbix, 6611 npoBe-
OEH PETPOCMNEKTUBHBIA MOMYNAUMOHHBIA MOHUTOPUHT
HacneacTBeHHbIX OonesHen 3a 30-neTHUn nepuog B
r. CeBepcke n ToMmcke. Bo-BTOpbIX, Oblna oueHeHa pac-
NPOCTPaHEHHOCTb BPOXAEHHbLIX MOPOKOB Pa3BUTUSA Cpe-
an 200 TbiC. HOBOPOXAEHHbIX AeTel. B-TpeTbux, Obinn
M3yyeHbl YacToTa M CNeKTP XPOMOCOMHbIX abeppauui
y paboTHWKOB NpPeanpusaTus, HEenoCcpeaCTBEHHO KOH-
TaKTUPYIOLMX B CBOEN NpodyeccMoHanbHOW AesTenb-
HOCTW C WCTOYHWKaMU pagvauMOHHOro U3ryyeHus, a
Takke y xutenen obcnegyemblx HaceneHHbIX MYHKTOB.

HakoHel, elle oamH 6nok paboT Obin NOCBsILLEH aHa-
nmnsy myTtauumi muHucaTennuTHelx nostopos AHK, npwu
3TOM OH ObIf BbIMOMHEH B COTPYAHMYECTBE C Kadeapown
reHeTukn YHuepcuteTta Jlectepa (Benukobputanus).
B uenom npoBegeHHblE UCCNefoBaHUA He NPOAEeMOH-
CTpUpOBanNM 3aMeTHbIX reHeTUYecknx adhdeKkToB y Ha-
ceneHus, NpoxueatoLero B6nNM3n npeanpusTns agep-
HO-XMMMYeckoro komnnekca. C pesynbratamu 3ToW
mMacLuTabHo paboTbl MOXHO NOAPOOHO O3HAKOMUTLCS B
MoHorpadum C.A. HasapeHko, H.A. INonoeown, J1.I. Ha-
3apeHko n B.T. MNMy3sbipéBa «AgepHo-xummuyeckoe npo-
W3BOACTBO M FEHEeTMYeCcKoe 300pOBbe», OnybrmMKoBaH-
Hon B 2004 r. [86]. B npeancnoBum Kk MOHorpadun Ho-
Bbll reHepanbHbI anpektop CrbupcKoro XMMm4ecKkoro
kombuHaTa B.B. LUManoBckuiA OTMETUI, YTO UTOM UC-
CrnefoBaHUSA NOMOrYT NyYlle NMOHATL CTeneHb 3KOororun-
Yeckor 6e30nacHOCTV NPEeANPUSATUIA aTOMHOW OTpacnu,
a Takke nocrnyxat Heobxoaumor OCHOBOW Ansi pa3pa-
60TKM agekBaTHbIX MEPOMNPUATUIA NO OXpaHe 340POBbS
He Tonbko nepcoHana CXK, Ho 1, BO3MOXHO, aHanorny-
HbIX NpeanpuaTun Poccun.

OTOT Te3nc He ocTancsa 6e3 BHUMaHWS, U Ha NpoTS-
XXEHUN HECKOMbKUX MocneyoLmx net bbina nposeaeHa
cepusi coBmecTHbIXx ¢ CXK HayyHO-uccnegoBaTenbCkux
paboT, MOCBSLLEHHbIX LUTOrEeHETUYECKOMY MOHUTOPWH-
ry paboTHMKOB pasnnyHbIX NPOW3BOACTB MPEANpUSTUS,
UMEILLMX NPOoecCMoHanbHbIN KOHTAKT C pasnuyHbIMU
NCTOYHUKaMUN pagnaLMoHHOro U3Ny4eHNs, XMMUYEeCKUMU
areHTamu unm ux kombuHaumen [87]. Cnegyet oTMETUTb,
YTO YyTb paHee, B kKoHUe 1990-x rr., nabopaTtopus NpUHS-
na yyactue B KOMMMEKCHbIX FeHETUKO-3anmMaemMmnonormye-
CKMX UCCNefoBaHUAX HaceneHns Akytun, B TOM Yucre B
3KOMOrnyeckn HebraronpusaTHbIX pervoHax [88].

Kpome npakTnyeckon 3Ha4YMMOCTU MPOBEAEHHble
M3bICKaHUsi CocobCTBOBaNM U pPa3BUTUIO Hay4YHbIX UC-
cnepoBaHuii B nabopatopuun. Tak, Hanpumep, 6binn
N3y4YeHbl KIacTOreHHbIN 1 aHeyreHHbIA 3PMEKTbLI MOHU-
3upyoLmx nanyvenuin [89-91]. boinn paspaboTaHbl n
anpobnpoBaHbl MOMEKYNSPHO-LUMTOreHeTu4eckme noa-
XO[bl K TECTUPOBAHWIO MyTareHHOro BO3ENCTBUS Npo-
N3BOACTBEHHbIX (PakTOPOB Ha nepcoHan snepHO-Xu-
Muyeckoro komnnekca [92, 93]. B nabopatopun 6binn
OCBOEHbI U BHeApeHbl Takne cneundudeckne Metonbl
reHOTOKCMKOMOrM4eCcKkoro aHarnmaa, Kak KOMET-TECT U
MUKpPOSAEPHBIN TecT B KombuHauumn ¢ FISH Ha uwnto-
KMHe3-6nokupoBaHHbIX knetkax. PaboTel mo uwuTore-
HETUYECKON OLEHKE BHELUHECPEOO0BbIX MyTareHHbIX
BO3OENCTBUN NPOBOAWUMUCE HayYHbIMU COTPYOHWKaMu
nabopatopun k.6.H. Hatanben AnekceeBHoi Monosow
n k.6.H. Bnagnmvpom AHaTonbeBuyem TUMOLLEBCKUM.
[MpyHUManu B HUX yYacTue u COTPYOHWUKN KIMHUKO-OU-
arHocTnyeckon nabopaTtopum reHeTU4ecKon KIMHUKN
MHCTUTYTa — K.0.H. KOnusa CepreeBHa HAkoBneea, K.0.H.
Enena OneroBHa BacunbeBa, CBetnaHa JleoHngoBHa
BoBk, Hatanbs BopucosHa TopxoBa. B HacTosLee Bpe-
MSI OTBETCTBEHHbIM UCMONHMUTENeM paboT No AaHHOMY
HanpaBneHuto ABnsieTcs C.H.C., k.6.H. CTaHucnas AHa-
Tonbesuny Bacunees. Mocne ero ctaxunpoBkn B MHCTK-
TyTe 3KCMepUMeHTarnbLHON OHKororun B I. bpatucnase
(Cnosakusi) B 2010 . cnMCOK METOA0B OLEHKN MyTareH-
HbIX 3¢pdeKkToB Obln AONOMHEH METOAOM UMMYHOY-
OpEeCLEHTHON AeTekuun ¢ooKycoB OenkoB penapauumn
OBYHUTEBbLIX pa3pbiBoB [HK [94-97].

Co BpemeHeM apceHan BHeApPEHHbIX METOAOB
okasarncsi BocTpeboBaH He Tonbko B cdepe aToOMHOW
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3HEepreTuKM, HO U B 0BNacTn NPakTUYECKOW OHKOMormu,
npexae BCcero Anst MOHUTOPUHra apdeKToB ny4eBom
Tepanun. CoBMeCTHO ¢ Konneramu n3 Tomckoro HAU
OHKOMnormmn 6binn NpoeeAeHbl paboTbl NO OLEHKE LMTO-
reHeTnyeckmx apeKToB HEMTPOHHOWN Tepanuun y naum-
€HTOB C PaKOM MOSIOYHOW Xemnesbl, OrMyXOrsiMuU ronoBbI
n wewn [98, 99], a Takke UMMNYNbCHO-NEPUOLNYECKOTO
PEHTreHOBCKOro u3nydeHus B cucteme in vitro [100].
TecHoe Hay4yHOe COTPYAHMYECTBO CO creuuanuctamm
HWI oHkonorum oTpaxeHo B COBMECTHbIX MyOnunkaumnsx
no Bornpocam MonekynspHoun reretukn [101] n yutore-
HeTukn [102], anureHetukn [103] n reHeTnyeckom rete-
poreHHocTu onyxonew [58, 104]. MNepcnekTuBbl Uccne-
[OBaHWI CBSA3aHbl C aHanu3oMm AunddepeHumnansHon
3KCMpPeccumn reHoB Y UHAMBUOOB C PasfiM4yHON pajmo-
YYBCTBUTENLHOCTLIO U BO3MOXHOCTLIO YNpaBneHus et
C MPUMEHeHNeM TEXHONOTUI peaakTUpOBaHUS reHoma.

B 3akntoyeHune xotenock bl OTMETUTb, YTO B HACTY-
NUBLLIWIA NEPNOA, MacCoOBOrO MPUMEHEHUS BbICOKOMPOU3-
BOAMTENMbHbBIX TEXHONOMMA FTEHOMHOIO CEKBEHUPOBAHNS
BCE Yalle C TpMbyH Hay4HbIX KOHIPECCOB U KOH(hepeH-
LMiA 3By4MT TE3NUC O 3aKaTe unuToreHeTmkn. C ogHo cTo-
POHbI, B3rNsA4 Ha XPOMOCOMY Kak Ha HEKOTOPYHO nocne-
[0BaTeNbHOCTb HYKMEOTUAOB OMNpenerneHHoro yyacTka
reHomMa, no MHEHW CaMUX Xe LIMTOreHETUKOB, O3Ha-
MEHYeT He MPOCTO Hayano HOBOro nepuoga, a Havano
«nocnegHen U uHanbHOM apbl uutoreHeTukn» [105].
C Apyron CTOPOHbI, HUKTO He OcrnapvBaeT CyLLeCTBO-
BaHWA XPOMOCOMHOIO YPOBHSI OpraHusauum Hacneg-
CTBEHHOW MH(OPMaLMM CO CBOMMM 3aKOHaMW Hacrepn-
CTBEHHOCTU M M3MeH4MBOoCTW. B gHM cBoero tobunes,
OrmnsAAbIBasCb Ha NPOWAEHHBIN NMYTb U ONuMpasick Ha
HaKOMMEHHbIN OMbIT, NabopaTopusi LUTOrEHETUKN C yBe-
PEHHOCTbLIO CMOTPUT B ByayLuee.

OcHOBHbIe Hay4Hble TeMbl nabopaTopum
LIUTOreHeTHKH

1983-1986 .  «LiuToreHeTnyeckasa xapaktepucTuka
nonynauuin 3anagHon Cnbvpu B cBs-
31 C VHTEHCUBHbBIM NPOMbILLIIEHHbBIM

pa3BuTneM permoHa».

1987-1990 rr. «Ponb M3MeHeHUn XPOMOCOM BO BHY-
TpuyTpobHON rMbenn opraHuama de-

JloOBEKa».

1991-1995 . «MonekynsipHO-reHeTn4Yeckoe umccne-
[OBaHME XPOMOCOMHbIX ©GonesHen

yenoBeKay.

1996-2000 rr.  «MNPUHTUHT 1 YyHUpoauTEnbCcKasa an-
COMUS B NaTONOrMM OHTOreHe3a 4ero-

BeKa».

2001-2005 rr. «MyTaumMm UMMNPUHTUPOBAHHBLIX paui-
OHOB reHOMa W MUKpPOCATEMMUTHBIX
nostopos [IHK B natonorun passutus

yenoBeKa».

20062012 rr.  «OnuUreHeTn4eckne mexaHusmbl BO3-
HUKHOBEHWSI TEHOMHbIX MyTauWuii B Nna-
TOMornMM 3MOPUOHANBHOTO Pa3BUTKUS

yenoBeKa».

2013-2020 rr.  «OnUreHeTU4YecKknin KOMMOHEHT coma-
TUYecKo BapuabernbHOCTU reHoMa
rpu NaTonorMm paHHWX 3TanoB OHTO-

reHe3a 4yenoBseka».

MepcoHanbHble AOCTUXEHUSA U Harpagbl
COTPYAHMKOB flaéopaTopumn LUTOreHeTUKU

1. HazapeHko Cepren AngpeeBuy — npodpeccop no
crneuunansHocTn «eHeTuka» (1997 r.).

2. HasapeHko Cepren AHgpeeBnd — COpoCOBCKUIA
poueHT (1997 ).

3. HasapeHko Ceprent AHOpeeBMY — 4YneH-koppe-
crnoHgeHt PAMH (2004 r.).

4. Nebenes Nropb Hukonaesny — rpanT MNpesnaex-
Ta PP (20052006 rr.).

5. NNebenes Mropb Hukonaesmy — npodeccop PAH
(2016 1.).

6. Ilebener Nropb Hukonaesuy — naypeat npemum
Tomckon obnactu B ccpepe obpasoBaHus, Hayku, 3opa-
BOOXPaHEHUS 1 KynbTypbl B HOMUHaLUN «pemumn Hayu-
HbIM W Hay4HO-Negarornyeckum paboTHMKaM, BHECLUNM
3HAYMTENbHbIN NWYHBIA BKNAZ B pa3BuTMe Haykn u ob-
pasoBaHusa» (2016 r.).

7. BacunbeB CtaHucnas AHaTonbeBud — naypear
npemun Tomckon obnactn B cdepe obpasoBaHus, Hay-
KW, 30paBOOXPaHEHNS U KynbTypbl B HOMUHauUuK «lpe-
MWW MOMOABIM HAyYHbIM M Hay4HO-Meaarormyecknm
paboTHuKaM, cneumanicTam, JOKTOpaHTaM 1 acrnmpaH-
Tam» (2016 r.).

8. Bacunbes CtaHucnae AHaTonbeBUY — CTUMNEH-
ouga MNpesungeHta PO (2015-2017 rr.).

9. KaweBapoBa AHHa AnekcaHOpOBHa — rpaHT
®oHpa Fulbright (2007-2008 rr.).

10. KawesapoBa AHHa AnekcaHapoBHa — naypear
npemun Tomckon obnactn B cdepe obpasoBaHus, Hay-
KW, 30paBOOXPaHEHUS U KynbTypbl B HOMUHauUmK «lpe-
MWW MOMOABIM HAyYHbIM M Hay4HO-Meaarormyecknm
paboTHuKaM, cneumanicTam, JOKTOpaHTaM 1 acrnmpaH-
Tam» (2016 r.).

11. CkpsibuH Hukonan AnekceeBud — nobeauTtenbs
KOHKypca pa3paboToKk MOMnoAbiX yYeHbIX B HOMUHALMUN
«BbrnomeguumnHa» B pamkax dopyma U-NOVUS 2017
(2017 r.).

CoTpyaHukm naboparopum yutoreHetTukm (2017 r.)

INle6epeB Uropb HukomnaeBuy — pykosodumerb
nabopamopuu yumoaeHemuku, OOKmop buosioauye-
CKuX Hayk, npogheccop PAH.

BacunbeB CtaHucnaB AHaTonbeBUY — crmapuutl
Hay4YHbIU compydHUK, kaHOuOam buOI02UHEeCKUX HayK.

KaweBapoBa AHHa AnekcaHApoOBHa — cmapuwut
Hay4HbIU compyOHUK.

HukntuHa TaTtbfiHa BnagumupoBHa — HayyHbIl
compyOHuUK, kaHOudam buonoau4yeckux HayK.

CaxeHoBa EneHa AnekcaHOpoOBHa — Hay4HbIl
compyOHuK, kaHOudam buonoau4yeckux HayK.

CkpsabuH Hukonan AnekceeBUY — Hay4yHbIU CO-
mpyOHUK, kaHOudam MeOUUUHCKUX HayK.

TonmauyéBa EkatepuHa HukonaeBHa — HayyHbIl
compyOHuK, kaHOudam buornoau4yeckux HayK.

Konmakmmuasi uHgpbopmayusi:.

PykoBogutens nabopaTopun LUTOreHETUKN

HWWN megumumHckon reHeTmnkn Tomckoro HAML]
0.6.H., npodeccop PAH

JNle6epeB Uropb Hukonaesuy

634050, . Tomck, HabepexHas p. Ywanku, g. 10
Ten.: +7(3822) 51-31-46. dakc: +7(3822) 51-37-44
E-mail: igor.lebedev@medgenetics.ru
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OuccepTauunm, BbINONHEHHbIE
Ha 6a3e nabopaTopumn UUTOreHeTUKN

BypmakuHa HOnus OdyapdoeHa. LinToreHeTudeckas oLeHka
MEXUHAMBUAYyanbHON BapuabenbHOCTU CKOPOCTU Mpomnu-
depauun PrA-cTUMynMpoBaHHbIX NMMAOLUTOB YernoBeka.
OnccepTaunss Ha COMCKaHWE YYEeHOW CTeneHn KaHawupaTa
6uonormyeckux Hayk no cneuymansHocty 03.00.15 — «leHe-
Tukay». HayuHbii pykoBoguTenb — k.6.H. C.A. HasapeHko.
1988 r.

Kapmawesa Onbza leopauesHa. [onnMopdram SAPbILLKO-
ob6pasyLmnx paioHOB XPOMOCOM Y MEAULMHCKUX W CMOH-
TaHHbIX abopTycoB. [uccepTauusi Ha COUCKaHWe Yy4eHow
cTeneHn KaHgupata Guonormyecknx Hayk no creumansHo-
¢t 03.00.15 — «[eHeTuka». HayyHbin pykoBoauTenb — K.6.H.
C.A. HazapeHko. 1992 r.

HasapeHko Cepeell AHOpeesuy. CTPyKTYpHO-(PYHKLMOHAmMb-
HbI NoNUMMOpdKU3M XPOMOCOM B Mpe- U MocTHaTanbHOM
pa3BuTuUM Yernoseka. [uccepTaumsi Ha coucKaHWe y4YeHoun
cTeneHn fokTopa BrvonornyeckMx Hayk no cneumanbHOCTU
no cneuunanbHoctn 03.00.15 — «leHeTuka». Hay4HbIN KOH-
CynbTaHT — YneH-kopp. PAMH B.T1. My3bipés. 1992 1.
Kapazeopauli Hamanbsi MuxatinosHa. C-nonumopdHbie
BapuaHTbl XPOMOCOM B MeXaHW3Me HapylueHust ambpuo-
HarnbHOro pa3BuUTUS Yernoseka. [luccepraumsa Ha couckaHune
YYEHOWN CTeneHn KaHamgata MeauMLMHCKMX Hayk No creum-
anbHocTn 03.00.15 — «'eHeTukax». HayyHbIn pykoBoguTens —
40.6.H., npod. C.A. HasapeHko. 1996 r.

Ocmposepxosa Hadexda BacurnbesHa. MonekynsipHo-uu-
TOreHeTnYeckoe nccnefoBaHne CTPYKTYPHbIX XPOMOCOMHbIX
nepecTpoek B NPaKkTUKe MEAUKO-TeHETUYECKOr0 KOHCYMbTU-
poBaHus. [lucceptaums Ha COMCKaHMe y4eHON CTeNeHu KaH-
avpata buonormnyeckux Hayk no cneuuansHocTn 03.00.15 —
«leHeTuka». Hay4yHble pykoBoguTenu — pf.6.H., npod.
C.A. HazapeHko, uneH-kopp. PAMH, a.m.H., npod. B.IM. My-
3bIpéB. 1997 .

CyxaHosa Hamanes HecmeposHa. MonekynspHo-reHeTu-
YeckMn aHanu3 u (EeHOTUNMYECKoe MPOSIBIEHNE YUCTbIX
1N Mo3anmyHbIx chopMm cuHgpoma LlepelueBckoro—TepHepa.
[lnccepTaums Ha coucKaHwe y4YeHoW CTeneHu KaHauparta
Buonornyeckux Hayk no cneumansHoct 03.00.15 — «[eHe-
Tukax. HayuHblii pykoBoautenb — A4.6.H., npod. C.A. Hasa-
peHko. 1998 r.

HukumuHa TambsiHa BnadumuposHa. ViccnepoBaHve oga-
HOPOAUTENBLCKOW AMCOMMU W  MUKPOCaTENNUTHOW HecTa-
OUNBbHOCTM NpY paHHeln ambpuoHanbHon rmbenn yenoseka.
[nccepTaumss Ha COMCKaHWE YYeHOW CTeneHn KaHawupaTa
6uonormyeckux Hayk no cneuymansHoct 03.00.15 — «eHe-
Tukay». HayuHbli pykoBoautens — A4.6.H., npod. C.A. Hasa-
peHko. 1999 r.

Eedokumosa Bukmopusi HukonaesHa. lccnepgoBaHue cBs3un
MHaKTUBaLUM X-XpOMOCOMbI C 3MBPUONETANbHOCTLIO Y Ye-
noeeka. [lnuccepTtauns Ha CoOMCKaHWe y4eHOW CTENeHW KaH-
avparta buonormyeckux Hayk no cneumansHoct 03.00.15
— «[leHetuka». HayuHbii pykoBoguTenb — A.6.H., npod.
C.A. HazapeHko. 2000 r.

. Skoenesa KOnus CepzeesHa. Yactota u CnekTp XpOMO-

COMHbIX HapylleHuiA y paboTHUKOB siAEPHO-XMMUYECKOTO
Npon3BOACTBA W HacerneHus conpefenbHbIX TeppPUTOPUN.
[lnccepTaums Ha coucKaHwe y4veHoW CTeneHu KaHauparta
Buonornyeckux Hayk no cneumnansHoct 03.00.15 — «[eHe-
Tukay. HayuHblii pykoBoautensb — A4.6.H., npog. C.A. Ha3a-
peHko. 2000 r.

Tonmayésa ExkamepuHa HukonaeeHa. MonekynsipHo-reHe-
TUYeckasi XxapakTepucTiKa ABYX JTOKYCOB CYHAPOMa FIOMKOM
X-xpomocomsl y xutenen 3anagHo-Cubrupckoro pernoxa.
OuccepTaums Ha COMCKaHWe y4eHOW CTeneHu kaHaupata
Huonoruyecknx Hayk no cneumansHoctn 03.00.15 — «eHe-
Tukay. HayyHbin pykoBogutens — 4.6.H., npod. C.A. Hasa-
peHko. 2001 1.

Jlebedes Weopb Hukonaesuy. MonekynsipHO-UUTOreHe-
TUYeckasi XapakTepucThka XPOMOCOMHbIX aHOManui npu
aHaMbpuoHMN 1 HepasBuBatLlencss bepemeHHocTu. Ouc-
cepTaLus Ha CoucKaHve y4eHow cTeneHn kaHguaaTa 6uono-
rmyecknx Hayk no cneumanosHoctv 03.00.15 — «leHeTmkax.
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HayuHbii pykoBogutens — A.6.H., npod. C.A. HasapeHko.
2001 r.

. Tumowesckull Bnadumup AHamornbesguy. «Monekynsp-
HO-LITOreHeTn4Yeckoe nccnefoBaHne YpoBHS aHeynnonanm
B MHTepdasHblX fApax KNeTok uenoseka». [uccepraums
Ha CoWCKaHWe y4eHoW CTemneHu KaHaupaTta Guonornyeckmx
Hayk no cneumanbHoctn 03.00.15 — «leHeTuka». Hay4Hbii
pykoBoauTtenb — A4.6.H., npod. C.A. HazapeHko. 2002 .

. CaxeHoea EneHa AnekcaHoposHa. MonekynsipHas UsmeH-
YMBOCTb KMacTepa UMNPUHTUPOBAHHbLIX FTeHOB XPOMOCOMbI 15
y 6onbHbIX ¢ cuHapomamu lMpagepa—Bunnm n SHrenbma-
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J1.M. HazapeHko

HWWN meduyuHckoli ceHemuku ToMCK020 HayuoHanbHO20 uccriedosamerbckoao MeduyuHckozo ueHmpa PAH, 2. Tomck

Jlabopartopus HacnegcTBeHHOW nartornorum Gbina
cosgaHa B gekabpe 1989 r. OpraHmsaTopom naboparto-
puUM 1N ee PyKOBOAMTENEM SIBMSETCH AOKTOP MeLULMH-
CKMX HaykK, npodbeccop, 3acnyxeHHbin Bpad PO Jliogmu-
na NaesnoeHa HasapeHko. B nepBble rogbl nabopartopus
paboTtana coBmecTHO ¢ nabopaTtopuven nonynauMoHHON
reHeTuku (pykosogutens — akagemuk PAH, npodeccop
B.IM. TNy3bipéB) Hag cnepylowen 3agaden: paspabo-
TaTb U BHEOPUTb B MPAKTUKY 34paBOOXPaHEHUST HOBYHO
dopmy OKkasaHus crneunanu3vpoBaHHOW MOMOLUU Ha-
CerneHnto — MeauKo-reHeTmdeckun agucnaHcep (1987—
1990 rr.). OT1a paborta onpegenuna obvem Heobxoau-
MOV Creumanm3MpoBaHHOM MOMOLLM HACENEHU0 YuMC-
TNIEHHOCTbI OAMH MUIIIMOH YENoBEK, MPOrHO3UpyeMYHo
Harpy3ky Ha MeOMKO-FeHEeTUYeCKyr cryxOy npu guc-
naHcepusauumn cemMen ¢ HacregCcTBEHHOM U BPOXAEH-
How natornornen. onyyeHHble pesynsraTbl NO3BONWAN
oboCcHOBaTb MPUHUMMbI, ONpeaenuTb 3agadyn paboTbl
reHeTn4ecKon KnuHukn. Viges B nocnegyowem 6Gbina
peanui3oBaHa co3gaHuem B 1994 r. cneumanmsmpoBaH-
HOro OTAEeneHus HacneacTBEHHbIX DonesHen B coctaBe
nepsoy B Poccum reHeTUYECKON KIMHWKMK, TNaBHbIM Bpa-
yom koTopou ctana J1.I. HaszapeHko.

C 1991 r. pabora coTtpygHukoB nabopatopun
6blna cocpefoTodeHa Ha U3y4YeHUM YacToThl U CrekTpa
HacneaCcTBeHHbIX 6GonesHenm B CnaBsiHCKOM nonyns-
umn Tomckon obnactu. NpoBedeHHoe mnccnegoBaHue
NO3BOSIUIIO OLEHUTb OGBEM U CNEKTP FeHEeTUYECKOro
rpysa B uccriegyemom nonynsuun. BeiseneHa Bbicokas
MHTEHCUBHOCTb MUrPaALIMOHHbIX NoTokoB. O6 3TOM CBU-
[EeTenbCTBYIOT BbICOKME 3HAYeHuUs nHaekca GpayHomn
MUrpaLUmMmM U HU3KME 3HaYeHUs1 MHAEKca NoKanbHOM
aHgoramun. [ony4veHbl HEBLICOKME, HO CTaTUCTUYE-

Jltogn BMecTe MOryT COBEpLUMTL TO,

Yero He B curax caenatb B OQUHOYKY.

EnvHeHre yMOB U pyK, COCPEnOTOUEHME

MX CUIN MOXET CTaTb MOYTU BCEMOTYLLMM.
. Yabcmep

CKM 3Ha4MMble OLeHKM BpavHoM accopTaTUBHOCTU MO
MecCTaM POXAEHMWS U HAaLMOHaNbHOW NPUHAOEXHOCTU
cynpyroB. B cenbckor nonynsiLmMm ycTaHOBIEHa CBA3b
OTSITOLLEHHOCTM ayTOCOMHO-PELECCMBHON NaTonorum
C MHOpuauHrom. Tak, rpynna ¢ BbICOKMMW 3HAYEeHUS-
MU OTSArOLLEHHOCTW HaceneHust 3aboneBaHusMu ¢ ay-
TOCOMHO-PELIECCUBHLIM TUMOM HacreAoBaHUSA MOXET
ObITb OMMcaHa NUHENHOW 3aBUCMMOCTbIO. Murpaums
CENnbCKNX XUTENMEen panoHOB Npoxoaurna Ha TeppuTo-
pum obnacTn HeogHOPOAHO 1 konebanack B 4OBOSTbHO
6onblwmnx npegenax. Jonsa nuu, He ABMAILWNXCA ypo-
XXEeHLaMu uccnegyembix panoHoB, coctasuna ot 40%,
a B CeBepHbIX paroHax obnactun go 80-99%. NMocnea-
HWe — 3TO palioHbl UHTEHCUBHOIO 3KOHOMMUYECKOIO OC-
BOEHUS, KpaWn CCbINIKM HaceneHus u3 gpyrmx panoHos
Hawen cTpaHbl. [Npn 3TOM nogpasgeneHHoCcTb oberne-
[OBaHHbIX MONynauun obnactu B Gonbluen CTeneHun
onpeaensaeTcsa pakTopoM 3THUYECKOW MPUHAOIIEXHO-
cTu cynpyroB. B ycnoBusx MHTEHCMBHOIO MUrpaLmoH-
HOro AaBfEeHWs B CNaBAHCKOW MONynsauMn Takne dak-
TOpbI NOMYMAUUOHHON AMHAMUKW, Kak reHeTuyeckas
noapasfeneHHocTb M OpayHas accopTaTUBHOCTb,
HaxoOATCA Ha Mnopore MWHMMYyMa CBoux 3ddekToB
N He OKa3blBalT CYLLECTBEHHOIO BIWUSIHUS Ha BENU-
YMHY rpy3a HacrencTBeHHow natonormn. Wccnepo-
BaTenbckas paboTa 3aBeplLueHa YCMELUHOW 3aluuToun
kaHampatckon aucceptaumm Ornbri AnekcaHOApOBHbI
CantokoBown, paboTtatollen B HacTosilee BpeMs Oo-
LeHTOM Kadeapbl MeamumnHckon reHetnkn ®re0y BO
Cubl'MY MwuHsgpaBa Poccuu (3aBegyrowmin  kadpe-
apon akagemuk PAH, npodeccop B.I1. lNy3bipés). Ha-
KOMMEHHBIN OMbIT OHA YCMELUHO nepefaeT CTyaeHTaMm
1 Bpayam.



