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EBPOIIEMCKA LLIKOJIA 110 TEHETUYECKOUA
SIIMJEMHNOJIOI' NN

C 18 gaHBaps no 3 wona 1999 roga B ropoge [laBus (npoBuHuusi Jlombapaus, Wtanusi) npoxoauna EBponeiickasi wkona no
MOSEKYNSPHO/ MeauLMHe W TeHeTMYeckol anuaemuonornn. MHe nocyacTiMBMIIOCL CTaTb YYaCTHUKOM CEKUMW MO reHeTUYeckoin
3NMaAEeMUONOrnu.

[eHeTnyeckasi anMOEMMonornsi — OTHOCUTENIbHO Monofasi AWCLMMNNMHA, BO3HUKLWAs okoro 20 neT Hasag Ha CTblke TpaavLMOHHOW
ANVAEMUONOTMM U FTEHETMKN YeroBeka. JdTa AWUCUMMNNMHA 3aHUMaeTCs WM3Yy4YeHUeM POmnK reHeTUYeckux (hakTopoB B BO3HWKHOBEHWM,
pacnpocTpaHeHUN U NPOTEKAHWUN pa3nnyYHbix GonesHeln Yenoseka.

Ha npoTspkeHun nocnegHero AecsTUNETUst reHeTuveckas anNMAEMUONorvst Aokasana CBOK KWM3HECNOCOBHOCTb U HECOMHEHHYH
nonesHocTtb: k 1995 rogy 6onee 500 reHOB NPOCTbIX MeHAENEBCKUX BonesHel (Takux, kak MyKOBUCUMA03, PSS MbILLEYHbIX AUCTPOUIA 1
np.) 6bino kapTupoBaHo 1 6onee 60 N3 HKX BbINO NO3MLMOHHO KNOHNPOBaHO. Takne Gonblune ycnexu obycnoBneHbl AByMs dhakTopamu:
1) MonekynspHasi reHeTuka obecneunna ThICSYM BbICOKOMONMMMOPMHBLIX MapkepoB U 2) GbiNo co3naHO MOLIHOE CTaTUCTUYecKoe U
nporpaMmMHoe obecneyeHune, KOTopoe NMO3BONUIIO NMOCTaBUThL KapTUPOBaHWE FEeHOB, OTBEYAIOLLMX 3@ NPOCTbie MeHAeNeBckue NpusHaku,
«Ha NOTOK», anropuTMU3NpoBaThL ero.

Ycnexu reHeTu4eckom anuaemmornorum BeOyT K Tpchcbopmau,MM MeguUnHbL U BMOTEXHONOMM: MOSIBMSIIOTCA HOBblE nekapcTBeHHble
npenapartbl U METOANKMN ONArHOCTUPOBAHUSA.

B HacTosiliee Bpemsi reHeTMyeckasi anuAeMuonorus BCTyrmaeT B HOBYK a3y CBOEro pas3BWTWs: OCHOBHOE BHMMaHve ypaensertcs
npobrneme KapTUpOBaHWUS FEHOB, KOHTPOMMPYIOLLMX KOMMIEKCHbIE MPU3HaKW», MPOSIBIIEHNE KOTOPbIX 3aBUCUT OT B3aMMOLENCTBUS
MHOIMX (PaKTOpOB, Kak FeHeTUYeckux, Tak U HereHeTuyeckux. K Takum npusHakam y 4eroBeka OTHOCAT MHOTVie pacrnpocTpaHeHHble
HacreAcTBeHHble Gonesnu, Takue, kak MBC, auabet, runeptoHMs, MHOTVe MNCUXUYECKMe PacCTpPOWCTBa, @ Takke MHMEKLMOHHbIE
6GonesHn. Yxe OOCTUrHYTbl HEKOTopble ycrexu, Hauboree BneyvaTnsioWMMM U3 KOTOPbIX SIBMSIETCS KapTUpOBaHWE W MO3ULMOHHOE
KNoHupoBaHue reHoB paka rpyan (BRCA1 u BRCA2). Tem He MeHee, roBOpuUTb O pelleHUM MpoGrnembl KapTUPOBaHWUS TEHOB,
KOHTPONMUPYHIOLLUX KOMMMEKCHBIE MPU3HAKU, HEmMb3s: HECKOMBbKO YCNEXOB OTMEYEHO Ha (hOHE COTEH WCCNEAOoBaHWiA, KOTopble He Aanu
NpakTUYeCcKy H1KaKoro pesynberara.

MocTeneHHo npnuxoanT CO3HaHWe TOro, 4To KapTupoBaHMEe reHOB KOMMJIEKCHbIX MPU3HAaKOB BO3MOXHO TOJNbKO MpU MHTEerpaumm Bcex
MMEIOLMNXCA 3HaAHWUN O npu3Hake, npu Kncnonb3oBaHUN CMOXHENLLNX MONEKYNAPHbIX U BbI4YUCIUTESTbHbIX TEXHOMOTWN. I'Ipoﬁnema
cTatucTuyeckoro obecnedeHust M co3daHusi HOBbIX METOOB KapTUPOBaHWA SIBMSIETCA OAHOW M3 KNtoyeBblX. bonblioe comHeHve
BbI3blBaeT BO3MOXHOCTb anroputMm3aumn npouecca KapTUpoBaHUA KOMMMEKCHbIX MPU3HAKOB: 3a4acTylo Hanun4due onpeneneHHbIX
Buronornyecknx 3HaHu o npupoge npusHaka sactaBnaer paspa6aTb|BaTb HOBble MaTemaTuyeckve MOAENU, MeTodbl U co3paBaTb de
novo CroxHeniiee nporpamMmvHoe obecnevyeHune. YuntbiBas To, YTO pes3ynbraTtbl reHEeTUKO-3aNn4eMNOITIOrM4eKnx paSpaGOTOK 4acTo nmerT
6OJ'IbLLIyIO KOMMepPYeCKy LIEHHOCTb, MOXHO MOHATb, YTO 3Ta obnactb B HacTosiee BpeMs CTPEMUTENTIbHO pPa3BMBAETCA U UCMbITbIBAeT
HeJocTaTok cneumanucToB. MosBNATCS HOBbIE y‘-leﬁHble KypCbl B YHMBEPCUTETAX, LLIKOSbl NOBbILLIEHUA kBanudukauum n T.4.

OpHolt 13 nofobHbIX Lkon siBunack EBponeiickas Lwikona no MOonekynsipHon MeauuuHe U reHeTUHYEecKoW dnnaeMuonorum, y4acTHUKOM
KOTOpon 51 Bbin. Kak 6bINno OTMEYEHO, ycrnex COBPEMEHHOrO FeHETUMKO-3NUAEMUONO-TMYECKOTO UCCMEeAOoBaHWS 3aBUCUT OT YAA4YHOW
MHTEerpauum 6nonornyeckmx, MaTeMaTn4eckmnx, TEXHONOMMYECKMX 1, 3a4acTyt, SKOHOMUYECKUX 3HAHWIA. Mo3TOMy B LUKONY NPUHUMANWCh
AN € pa3nuyHbiM 06pa3oBaHMEM — OT YUCTbIX MaTeMaTuKoOB A0 BeTepuHapoB. COOTBETCTBEHHO M KypC MeKumi Bbin cocTaBneH Tak,
YTOObI MO BO3MOXHOCTU LUMPOKO OXBaTUTb BCE ANCLUMIUHDI, SBASIOLLMECS KIIOYEBbIMU AN FTEHETUYECKON 3N1aeMUOoNoriu.

Kpr neKumin coctoan m3 ABYX yacTen. BBogHas yacTb Bknovana B cebs TPpaauLUMNOHHbIE reHeTU4YeCkue U CTaTUCTU4eCcKne Kypchol. Hanee
crnegoBana cobCTBEHHO reHeTuYeckasi aNMOAEMMUONOrus.

Tpa,ql/lLlMOHHble 6uonoruyeckune KypCbl (I'IpI/IHLlI/II'IbI reHeTnKU Yyenoeeka, NpuHUunbl I'IOI'IyJ'IFlLlI/IOHHOIZ FEeHEeTUKU " MOJ'IeKyJ'IFlpHOIZ reHeTukn
qenoaeka) 6binn npoYynTaHbl BeAYLLUNMU UTANbAHCKUMI NpenoaBatenamMmu.

OTHOCUTENBHO Kypca MOIMEKYNsSiPHON reHeTMkU, npoyutaHHoro npod. H.Panasann (N.Ranzani), MOXHO ckas3aTb, 4TO HUYero
NPYHLMNUANbLHO HOBOTO S He y3Han — B HoBOCMBMPCKOM rocyaapCTBEHHOM YHUBEPCUTETE YMTAETCA Lenblil P NpekpacHbIX KypcoB Nno
MOneKynspHON reHeTuke.

Kypc nonynsumMoHHON reHeTuku, npeanoxeHHsbln npod. Mbapbymkann (G.Barbujani), 6bin o4eHb MHTEPECHBLIM. XOTS TEOPETUYECKUIA
acnekT He LUEemn HU B Kakoe CpaBHeHMe ¢ TeM, YTo ynTtaetcsa B HIY npod. B.A.PaTHepom, npakTuyeckuii acnekT npeactaBnsan 6onbLion
MHTEpec — B CBSA3W C pasBUTMEM METOAO0B MOMEKYNAPHOW reHeTUKU VCcredoBaHWs NOMynsauWiA YenoBeka MomyYnnn HOBbIVE TOMYOK W
nosiBMIacb BO3MOXHOCTb OTBETUTL Ha PSif, MHTEPECHBIX BOMPOCOB OTHOCUTENIBHO UCTOPUK MOMYNSALMIA YerioBeka.

Kypc «MpuHumnbl reHeTukn YenoBeka» npod. J1.A3oHTa (L.Zonta) Gbin nocesileH dopmanbHOi reHeTuke yenoBeka. OTo Obin Kypc,
NepexofHbIi  Mexay KIacCU4eCKMMM FeHETUYECKUMM OUCLMMNMHAMU W reHeTUYeckon anuaemvionornein. bbinu  paccmoTpeHbl
npocTeiiluMe MeToabl eHeTUYECKOro aHanmsa Mo BblGopkaM POAOCNOBHbLIX 4ernoBeka. Criegyer OTMETUTb, YTO MNOAOGHbIe Kypcbl,
HacKomnbKo s 3Hato, B Poccum He ynTatoTesl.



[anee cnepgoBarn Kypc, Ha3BaHHbI «CTaTUCTUYECKMEe MOAENM B anuaemuonorumy. Kypc 6bin npounTtaH X1BbIM KIAacCUKOM CTaTUCTUKK U
anugemunonorun capom [asuaom Kokcom (D.R.Cox). MoxHO ckasaTb, 4To 3TO Obin oguH M3 nyywmx KypcoB. MeHs nopaswna
cnocobHocTb npodheccopa Kokca 0BBbACHATL «Ha NanbLax» COXHENLWMe BOMpOChl COBPEMEHHON CTaTUCTUKK (Takue, Hanpumep, Kak
npobrnemMa MHOXeCTBEHHOIO TECTUPOBAHWS).

OcrtanbHble Tpu Kypca Gbinmv NocBsiLLeHbl COGCTBEHHO reHeTuYeckoi anvaemuonorun. Kypebl uitanu Begywme cneupanuctsl O./CTOH n
O.Tvap (D.Easton, D.Teare) us Benuko6putanum, B.Mionnep-Meicok (B.Muller-Myhsok) na lepmanum, N.Cangkywiin (L.Sandkuijl) n3
HupepnaHvgos n C.Cepsuc (S.Service) s CoeguHeHHbIx LLtaTtos.

CoBepLUEHHO HOBbLIM AJ1s1 MEHS1 aCMEKTOM FreHETUYECKOW 3NMOEeMUONOorum SBUMCS acnekT 9KOHOMUYECKUi. Tak kak CTOUMOCTb HEKOTOPbIX
reHeTUKo-3anNMaeMm1onornyecknux 1ccrnenoBaHnin (HanpuMep, «genome scan») YpesBbl4aiiHO BbICOKa, OHU HUKOTrAa He MpOBOAWMUCH B
Poccun. Okasanocb, YTO CYLLUECTBYIOT MHOMOYMCIIEHHbIE NMPUEMbl, NO3BONSALMNE CHU3UTL CTOMMOCTb FeHETUKO-3MMAEMMUONOrMYecKoro
nccnepoBanus. Jlekums npodeccopa CaHakyuina o TOM, Kak MpeBOCXOAHOE UCCreAoBaHWe Mo KapTUpoBaHWIO GbinNo MpoBeAeHO C
MUHUManbHbIMW  3aTpatamMu, 3By4ana Kak I'IpI/IKJ'IIO‘-IeHHeCKO-ad)epI/ICTCTKI/IVI pacckas. BhisicHunocsb Takke, 41O cneuunannct no
reHeTU4Yeckomn aNMAEMUONOrMm AOSKEH GblTb HE TOMbKO LUMPOKONPOMUIbHLIM YYEHLIM, HO U crielmanucTom B obnactu npaea, 6usHeca u
3TUKN.

[eHeTnYeckas anMaeMmnonorust y Hac B CTpaHe NpakTU4Yecku He NpenofaeTcs, NO3TOMY Y MeHsl 6binu onpeaeneHHble COMHeHus1, Byay nu
s1 XOpowWo noHumaTtb Matepuan. OgHako xopolas oblias nogrotoBka, nomyveHHas MHoto B HIY, a Takke cTax paboTbl B cektope
PEKOMOUHALIMOHHOIO U cerperaunoHHoro aHanusa VLl CO PAH, koTopbiii IBNsieTcst €AMHCTBEHHBIM B POCCUMM LIEHTPOM, B KOTOPOM
3aHUMalTCst MHOrMMU BONPOCaMM COBPEMEHHON reHETUYECKON ANUAEMUONOrm, NO3BONUAN MHE HEe TOMbKO NOHMMAaTb NPaKTUYeckn BCe,
HO W nopoW BCTynaTb B OWMCKYCCUIO C nekTopamu. Ha ogHOM M3 nocnegHux KypcoB Nekuui npomsowno 3abaBHoe cobbiTve: Ha
crnegylowWmMii AeHb nocne Toro Kak S Bblgan NekTopy NUCT MaTeMaTMYecKUX BbIKNAAoK, OH OTO3Ban MEHSi B CTOPOHY W AOMro
paccnpalunBan o TOM, B KAKOM UMEHHO YHUBEPCUTETE A 3aKkaHyMBan mMatemaTtudeckuii dakyneteT. [locne Toro Kak s ckasan emy, 4To
BOOOLLEe-TO Moel crneunanu3auvein Gbina reHeTuka, OH 3agymarncs U 3ametun: «Y Bac, B Poccuu, JaloT upesBblyaiiHO xopoluee
obpa3soBaHue». A cornacuncs: Kak HM CTpaHHO, HO 3TO BCe eLle Tak.

B Lenom cnegyeT oTMETUTL BLICOKMIA ypoBeHb EBPONECKoN LKOMbI, APYXeCcKyto 06CTaHOBKY, BCECTOPOHHIOK NOAAEPXKY CO CTOPOHbI
OpraHM3aTopoB W MpUrnalleHHbIX NEeKTOPoB. 3a4acTylo Halun AWUCKYCCUMU NepeHocunuch B bnunsnexawmin 6ap v npogomkanucb Aonro
nocrie Toro, kak ouunanbHoe BpeMs NeKUMA N NPpaKTUYEeCKMX 3aHATUIA 3akaHuymBanocb — Bnnotb Ao 10-11 yacos Beyepa. O6cTaHoOBKa
Obina paboyen — Ha KypC npuexanu pasHble Noau, YacTo OYeHb BbICOKOKBANMAMLUMPOBaHHbIE B CBOMX obractax — npodeccopa,
COTPYAHWUKY MPaBUTENbCTBEHHBIX M KOMMEPYECKUX CTPYKTYp. dTa wWwkona bbina nonesHa He TOMbKO ANS TeX, KTO cryLluan nekumn, Ho U
ONs TeX, KTo ux untan. Bbino ycTaHOBNEHO MHOXECTBO KOHTAKTOB, MHULIMMPOBAHO HaNMCaHWE HECKOMNbKMX FPAHTOB U Hay4HbIX CTaTeln.

XoueTcs BbickadaTb ocobyto 6narogapHocTb koopauHaTopy cekuun npodd. Jl.BepHapaumHennu, cekpetapto wkonbl X.MotTe,
K.MoHTOMONM 1 BceMy KOnnektTuBy nabopaTopuu reHeTuyeckon anuaemuonorun YHusepcuteTa [MaBuum, koTopble co3ganu Ans Hac,
YYaCTHMKOB LLIKOIbI, NPEKPaCcHY0 APYXKECKY0 06CTaHOBKY.

B Hosibpe 1999 — ceHTabpe 2000 roga ByaeT npoBoauTbCa crnegylollas wkona. BosamoxHo npegoctaBneHve ctuneHamin Ha obydeHue.
Bonee nogpobHas nHdopmaums MoxeT ObITb HaaeHa no agpecy: http://www.unipv.it/webpro/epidgen2.html.
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