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MepuKko-reHeTuyecknin HayuHblin LeHTp (OIBHY MIHLL) cdopmmpoanca Ha 6a3e VHCTUTyTa MegmumHcKon reHetvkn (MMI) AMH
CCCP. B cTpyKType IHCTMTYTa € camoro Hauyana 6bina 3anoxeHa opraH13aLmna HayuHblX OTAENOB, B KOTOPbIX pa3pabaTtbiBanuch Obl
OCHOBHbI€ [/1A TOr0 BpemMeHu nccnefjoBatesibCckime Harnpas/ieHWA: NOMyNALMOHHAA reHeTHKa, KIIMHMYeCKana reHeTuKa, LUToreHeTuKa
1 brnoxmmmyeckas reHeTuka. Camble 3amMeTHbIe 3MEHEHNA B CTPYKType VIHCTUTYTa 1 TeMaTUKe HayUHbIX NCCNeAoBaHNIA NPOM3O0LLIN
B CBA3M C peopraHm3aumen MMI AMH CCCP Bo Bcecoto3Hbin HayuHbIi MeanKo-reHeTnyecknii ueHTp B 1989 r. B HacToAwee Bpema
coTpygHukn OTEHY MIHL, npoBogAaT nccnefosaHms no BCeM OCHOBHbIM HamnpaBieHWAM MeANLMHCKON FreHETVKN, pa3pabaTbiBatoT
YHUKasbHble MeToAbl 3PEKTUBHOM AMArHOCTVKIM 11 HOBblE METOAbI JIEYeHNA HaCeACTBEHHbIX Hone3He.
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The Research Centre for Medical Genetics (FSBI RCMG) was established based on the Institute of Medical Genetics (IMG) of the USSR
Academy of Medical Science. From the very beginning, the structure of the Institute provided for the research departments that
would develop the main research areas of that time: population genetics, clinical genetics, cytogenetics and biochemical genet-
ics. The restructuring of the IMG into the All-Union Research Centre for Medical Genetics led to the most noticeable changes in the
Institute structure. Research in all major areas of medical genetics, the development of unique methods for the effective diagnosis
and treatment of hereditary diseases are currently being carried out at the Center.
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eNMKO-TeHeTnYecknii HayuHblil ieHTp (PTBHY

MTI'HLI) chopmupoBaics Ha 6a3e MHCcTUTYTa

meaunmHckoi reHetuku (MMI') AMH CCCP,
HWCTOPUS CO3MaHMST KOTOPOTO CBsI3aHa C MHUIIMATUBOM
KJIaCCUKOB OoTe4ecTBeHHOI reHeTuKU A.A. ITpokodbeBoii-
Benwrosckoii, B.I1. Ddponmcona, E.®. [laBuIeHKOBOIA,
H.H. MenseneBa, C.A. Heitidaxa, E.E. Ilorocsinu u npy-
rux. [Toay4yuB B cBoe BpeMsl OJIECTSIIYI0 HAyYHYIO MOAr0-
TOBKY B JIYUIIIMX T€eHETUYECKUX IIKOJIax cTpaHbl: y H.W.
Basunosa, C.H. laBunenkosa, H.K. Konbuosa, A.C. Ce-
pebposckoro, 10.A. ®uinnyeHko, — oHU B Havase 60-x
rofoB XX BeKa BO3IJIABJISIIN JJaOOPaTOpUK B HAYIHBIX Me-
JTULIMHCKUX YUpexkneHusIX. biaromapst ux ak THBHOM 103K -
1mu o Bo3poxaeHuto B CCCP Menuko-reHeTuuecKux uc-
CJIeNOBaHUM, MPUHYAUTEIHLHO 3aMOPOKEHHBIX B «JIBICEH-
KOBCKO-JIeTIeIIMHCKU» niepuon, ipu [1pesuauyme AMH
CCCP ¢ 1965 r. Hauan padotaTh HayuHblii COBET 1O KOM-
TUIeKCHOU npobieme «O01ast 1 MeIUIIMHCKAsk TeHeTUKa»
(mpencenatens — akaneMuk AMH CCCP B.JI. Tumakos),
a 30 mapra 1967 r. 6611 m31aH npuka3 Ne 261 MunHucrep-
ctBa 3apaBooxpaHeHust CCCP «O06 opraHuzauuu Meau-
KO-TEHETUYECKUX OTIEICHUI B HEKOTOPBIX MOJTMKIMHUKAX
MockBsl u JIeHUHTpaga».

10 anpenist 1968 1. Ha 3acemanum [1pesmnuyma AMH
CCCP no npeajgoxeHuo biopo otneneHuss MeauKo-
OuoJIoTMYECKUX HayK (rpeacenarenb — akageMuk AMH
CCCP H.A. ®énopoB), OBLIIO MPUHSITO PEIICHNE O CO3-
nanun Mucturyra meaunuHckoit reHetuku AMH CCCP
myTéM peopranu3anuy MHCTUTYTa 9KCIIepUMEHTaIbHON
ouosoruu AMH CCCP. B teueHue roga nociaeaoBaiu
BCE HEOOXOMMMBIE B TAKUX CIydasix o(pUIIMaTbHBIE CO-
racoBaHus, W B Uiojie 1969 1. GBIJIO MOAIIMCAHO pac-
nopskeHue Cosera Munuctpos CCCP 06 opraHu3sa-
uuu Muctutyra meauuuHckoi renetuku (MMI') AMH
CCCP, kotopsit oTKpblIcs 1 okTsa6ps 1969 r. Iupek-
TOPOM €ro ObLI Ha3Ha4YeH HEIaBHO 3alUTHUBIINAMN TUC-
ceprauuio «L{lutoreHeTnuyeckue 3hheKThl 00TyUdeHUS Y
yesioBeKa» 37-JIeTHUI JOKTOp MEIULIMHCKUX HayK Hu-
kojait [1aBnoBuy boukos.

BaxkHeiinyio poJib B BO3pOXKIEHUU TeHETUKU YeI0Be-
Ka B CTpaHe chirpaja noaaepxkka Mojaoaoro MHCTUTyTa co
CTOPOHBI ABTOPUTETHBIX TCHETUKOB M OMOJIOTOB CTapliie-
ro nokoneHus: C.1. Anuxansina, b.JI. Actayposna, JI.K.
bengena, P.JI. bepr, M.E. Jlo6aména, I1.d. Pokumko-
ro, b.H. Cungoposa, H.H. Cokonosa, H.B. Tumogeena-
Pecosckoro, P.b. Xecuna, H.U. llanupo u npyrux. Mo-
cKoBckMe reHeTuku A.A. Manunosckuit, H. H. Mensenes,
E.E. IlorocsaHu, A.A. IIpokodneBa-benbrosckasi Oblu
npuBiiedyeHbl K padoTe YuéHoro copeta UMIT CCCP, a
TakXe 11 HAy9YHOTo PYKOBOACTBAa B IHCTUTYTE OJIM3KM-
MW MM HaIlpaBJICHUSIMU TEHETUKU YeJI0BeKa U MEIUIIMH-
CKOI T€HETUKMU.

C MomeHTa co3nanust UMI ero uccnenoBaTenbcKast
MporpamMMa IpeaycMaTpuBajga U3ydeHue reHeTHYeCKoro
MaTtepuajia ¥ TeHeTUYECKUX MPOIIECCOB B HOPME U MaToJI0-
MU y YeJIoBeKa U MOJIEIbHBIX 00BEKTOB Ha BCEX OCHOBHBIX
YPOBHSX CTPYKTYPHO-(DYHKIIMOHAIbHOU OpraHu3aluu
>KUBBIX CUCTEM: MOJIEKYJISIDHOM, KJIETOYHOM, OHTOT€HE-
TUYECKOM, MOMYJISILIMUOHHOM — C LI€JIbIO YCOBEPILIEHCTBO-
BaHUS METOAOB AUATHOCTUKMU, JICUCHUST U TPOGDUTAKTUKI
HACJIEACTBEHHBIX ¥ BPOXKIEHHBIX 3a00/I€BaHUIA YeToBeKa.
ITpesuauym AMH CCCP BcecTopoHHE MoaAep>KUBaI pa3-
Butre MUMI': yxe yepe3 2 roga mocie ero opraHu3aluu
KOJIJIEKTUB Mepeexaal B HOBOE MTPOCTOPHOE 3MaHKE, TOCTO-
STHHO 3aKyIaJoCh HE0OX0MMOe 000pYAOBaHUE, BbIIESI-
JIOCh TOTIOJTHUTEJIbHOE (DMHAHCUPOBaHKE Ha paclllipeHUe
YHCJIEHHOI'O COCTaBa.

B ctpykType MHCcTUTYTaA € caMoro Havasa Obuia 3aJ10-
>Ke€Ha opraHu3alvs HaydYHbIX OTAEJI0B, B KOTOPBIX pa3pa-
OaThIBAJIUCh Obl OCHOBHBIE IS TOTO BPEMEHU UCCIEN0-
BaTeJbCKME HAMpPaBJICHUS: MOMYISIMOHHAs TeHeTHKa,
KJIMHUYECKasl TeHeTUKa, UTOTeHeTUKa U OUOXUMUYe-
CKasl reHeTHKa.

Co3naHue HayYHbBIX MOapa3aeeHuii moTpeboBaio
OT pykoBoacTBa MHCTUTYTa, U MpexXae BCEro IUpeKTo-
pa Muctutyra H.I1. boukoBa, cepbE3HBIX YCUIUU: TOTO-
BBIX MOJIOZBIX CITEIIMAIMCTOB B 00JIACTU T€HETUKH Yesio-
BeKa, a 0COOEHHO KJIMHUYECKO TeHEeTUKU, TTPAKTUYECKU
He Ob110. PykoBoauTenu 1abopaTopuii JOKHBI ObLTU Ha-
YUUTBCSI cCaMU, YTOOBI 3aTeM 00y4yaTh COTPYIHUKOB. TeM
He MeHee, Oylarofapsi OpraHU3aTOPCKOMY TaJlaHTY MOJIO-
JIOTO IUPEKTOpa U SHTYy3Ma3My HaydyHOTro KOJUIEKTHUBA, 3a
KOPOTKOE BpeMsl B KaXKJIOM TOApa3aeeHuH Havyalo po-
CMaTPUBATHCS CBOE JIUIIO.

HAYYHAA AEATEJIbHOCTb MUHCTUTYTA
MEAVLMHCKON FTEHETUKU AMH CCCP.
MEPBbIE ABAALATb JIET PABOTbI

K 1972 r. B cocTaBe uetbipéx otaenoB UMI akTuBHO
¢yHkuMoHupoBanu 11 nabopatopuii.

OTaes reHeTUKM YeloBeKa COCTOSIT U3 TPEX Jlabopa-
TOPUIA.

B nabopatopuu oO1iieii reHETUKHU YeJioBeKa (PyKo-
BOIUTENb — K.M.H. AHatonuii ['eoprueBuy bynaHoB) Ha-
yaju pa3pabaTbIiBaTbCsl METOMbl U3YYEHUS] TeHETUYECKOM
CTPYKTYPbI TOMYJISILIMIA JOCTATOYHO OOJIBIION YMCIEHHO-
CTU C MIOMOIIIbIO aHAIM3a POAOCIOBHbBIX. OTHOBPEMEHHO
pPa3HBIMM METOAAMU U3yyajach CTPYKTypa reHeTUYeCcKo-
Io Ipy3a B PYCCKUX CEBEPHBIX momyisiiusax. MHunuaTto-
pamu 3Toli paboThl ObUIU K.M.H. A.A. PeBa3oB u K.(.-M.H.
B.II. ITacexkoB. BnepBbie B MHCTUTYTE ObLIM UCITOJIb30Ba-
HbI KOMITbIOTEPHbIE MPOrpaMMBbI ISl aHaI13a OOLIMPHOTO
reHeajJornyeckoro MaTepuaia, HaCUMTHIBABILIETO THICSYU
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M JECSITKU THICSIY 4eJIOBEK, JUTSI OLICHKU Pa3HBIX KOMITO-
HEHTOB MHOPUAMHTA W APYTUX XapaKTePUCTUK POCCHUIi-
CKUX TIOIYJISILIAMA.

B na6opatopuu MytareHe3a (pyKOBOOUTEIb — YICH-
kopp. AMH CCCP, npod. Hukoumnaii [TaBioBuu boukoB)
MPOBOAIMIJIOCH M3yYeHUEe NMHTEHCUBHOCTH MYTallMOHHOTO
mpoliecca B ABYX HaIlpaBICHUSIX: U3y4eHUE CIIOHTAaHHO-
ro MYTallMOHHOTO TIpoliecca y YeoBeKa MIPUMEHUTETbHO
K HEKOTOPBIM JIOMMHAHTHBIM 3a00JIeBaHUSIM, HA COMaTH -
YECKMX KJIeTKaX YeJI0OBeKa in Vitro 1 XMMUIEeCKOTO MyTare-
He3a. YKe B IIepBbIe TOJIbl CYIIECTBOBAHMS J1ab0paTopuun
acmupaHToM A.C. CepreeBbIM ObUIa BBITIOJHEHA padoTa
10 OIIEHKE YacCTOThI MyTallMii B TeHe HeiipodnbpomMaTosa
1. B 1977 r. H.I1. BoukoB u m.H.c. H.I1. KyneioB Ha oc-
HOBE pe3yJIbTaTOB MHOTOJIETHUX TTOMYJISIIMOHHO-TIUTOTE-
HeTnyeckux ucciaenoanHuii B CCCP u 3a pyoexkom (00600-
IMEHHBIC TAaHHBIE TI0 CITOHTAaHHBIM a00PTaM, MEPTBOPOXK-
JNEHHBIM U XKMBOPOXKAEHHBIM JETSIM) MPOU3BEJIN OLIEHKY
YaCTOThI BOBHUKHOBEHMSI XDOMOCOMHBIX ¥ TEHOMHBIX MY-
taumii. E€ cpenHee 3HaueHne coctaBuiio 31,7x10° myTa-
LM HAa raMeTy Ha omHO ToKoyieHue. Obe paboThl 10 CUX
MOp MPU3HAIOTCSI B MUPE KaK KJIaCCUIEeCKHeE.

B nabopatopun 6MoXruMHUYECKO TEHETUKU (PYKOBO-
IuTeab — O.M.H. ['eHpux AHTOHOBUY AHHEHKOB) Haya-
JIOCh U3y4eHHe psiga HepMEHTOB B HOPMaTbHBIX KJIETKAaX
M KJIETKaX C pa3IMYHBIMA XPOMOCOMHBIMM HapyIIEHUSIMH.
A rpynna k.M.H. K. JI. KpacHomonbsckoit 3aHsi1ach pa3pa-
OOTKOI1 METOJI0B MacCOBOTO OOCJIEIOBAHUS JIeTeil U HO-
BOPOXIEHHBIX JIJIST BHISIBJICHUST HACJIEICTBEHHBIX HapyIIe-
HUIT 0OMeHa BelleCcTB, 0COOEHHO 0OMEeHa aMUHOKUCIIOT 1
YIJIEBOAOB. AlIpOOMPOBAHHBIE B OTHOIICHUH JETE C YM-
CTBEHHOM OTCTAJIOCThIO METO/IBI TIOKAa3aJIi CBOIO paboTO-
CITOCOOHOCTD U B TaJIbHEUIIIEM CTaJIM OCHOBHBIMM B JIesI-
TEJILHOCTH BCeii 1abopaTopun.

B Otnen reHeTUKY HAaCIeNCTBEHHBIX OOJIE3HEN Yesno-
BeKa BXOJUJIU 2 JabOpaTOpUU.

JlabopaTopust TeHETUKY HEPBHO-TICUXUYECKUX 3200~
JieBaHU (pyKoBoauTeab — A.M.H. KoHcTtantun Hukomnae-
B4 HazapoB) 3aHstIach M3ydeHUEM ITPUYUH KIMHUYECKO-
ro noaumopdusmMa GeHUIKeTOHypuu, 60e3Hu Jdo1eH-
Ha, 6osie3Hu [JdayHa U neTcKoil mu3odpeHruu, uccienys
BIIMsTHUAE (PaKTOPOB BHEITHEW Y TEHOTUITMYECKOM CPEeIbl.
3aMeTHYIO YacTb pabOThI JJabOpaTOPUM COCTABIISIIN OJIU3-
HEIlOBbIEe MCCIeNOBaHMUsI, KOTOPHIMU PYKOBOIMII K.M.H.
E.T. JIunbuH. OT0 OBLIO BOCCTAHOBJIEHUE OMHOTO U3 IJ1aB-
HBIX HaIlpaBJICHUI B MCCIeTOBaHUSAX MeInKo-0noIor-
yeckoro (mo3xe — MeauKo-TeHeTMYeCKOTro) MHCTUTYTa
nM. A.M. T'opbKoro, KotopsiM B 1930—36 IT. pyKOBOIMIT
npod. C.I'. JIeBUT — olLieHKa 3HAUMMOCTU HaCJIeCTBEH-
HBIX ()aKTOPOB B CTAHOBJIEHNMY HOPMAaJIbHBIX U MTATOJIOTH -
YeCKUX MPU3HAKOB MYTEM CpaBHEHUSI KOHKOPIAHTHOCTH
10 3TUM TTPU3HAKaM MOHO- Y IU3UTOTHBIX OJTM3HE1IOB. Jla-

OGopaTopusl TeHETUKU BHYTPEHHUX 00JIe3He# (pyKOBOIU-
Tesb — K.M.H. Panca ®énoposHa ["apbkaBlieBa) CKOHIICH-
TpUpOBAJIaCh Ha N3yYeHUH T€HETUIECKOIM TeTePOreHHOCTH
3PUTPOLIMTONATHIA, B TIEPBYIO OUYepe/b, TAIACCEMUU, TeHE-
TUKU MyKOBUCIIMI03a U MIMOTATUIECKOTO CKOIN03a. DTH
paboThI, 0COOEHHO Kacalolluecs SMUAEMUOJIOTUN 1 TeHe-
TUKW T€MOTJIOOMHONIATUIA 1 MyKOBHCIINI03a, OBUIM TTNO-
HEepCKMMM B HaIllel CTpaHe.

Otaes HUTOTEHEeTUKM BKJTIoYas 3 1abopaTopuu.

JlaGopaTopust oO1eil HMTOreHETUKYU (PYKOBOIUTEb
— 1.0.H. Anekcanap ®énopoBnd 3axapoB) B Ka4eCTBE OC-
HOBHOTO HaIlpaBJIeHUs BbIOpaia MpoodieMy JMHEHHOU! He-
OITHOPOJTHOCTU MUTOTUYECKHMX XpoMocoM. B 1972 1. A.D.
3axapoBbiM U M.H.c. H.A. EronuHoit Ha xpoMocomax Ku-
TallcKoro xoMsiuka Obl1 pa3paboTaH METO/ BbISIBICHUSI
WX JUHEHHOM CerMeHTUPOBAaHHOCTH MOCJIe BKIIIOUSHUS
B JIHK B mpoiiecce e€ perukanuy aHajora TAMUINHA —
5-opomaesokcuypununa (bJ1Y). Ha ocHoBe naHHOTrO Me-
ToNa OBLIO YCTAaHOBJIEHO, YTO CETMEHTAIIMsI, BO3HUKIIIAsI
nociie BKiIouyeHus bI1Y, oTpaxxaeT mopsimok peruimKaiuu
OTpeIeIEHHBIX Y9aCTKOB XpPOMOCOM. DTUMU XK€ UCCIeN0-
BaTeJISIMM ObLIA MpelcKa3aHa, a 3aTeM 1 9KCIIePUMEHTAITb-
HO IToKa3aHa BO3MOXXHOCTb UCTIOTb30BAHMST METOA BKITIO-
yeHus bJ1Y B TeyeHre ABYX HMKJIOB peIUIMKALIUU XPOMO-
COM JUTsI U3YYEHUST CECTPUHCKMX XPOMATUIHBIX OOMEHOB.
JI.W. bapaHoBckoit Meto BkJtoueHus: bJ1Y ObL1 yenen-
HO HCIIOJIb30BaH UISl BBISIBJICHUS CTPYKTYPHO-(YHKITNO-
HaJIbHBIX 0COOEHHOCTE X-XpOMOCOMBI UeJIOBEKa B HOP-
Me U TpY 3a00JIeBaHUSIX, CBSI3aHHBIX C €€ MU3BMEHEHUSIMU.
ITpodeccop A.D. 3axapoB TPUOOPEN MTUPOKYIO U3BECT-
HOCTB CPeIU IIUTOTEHETUKOB BCETO MUpa Oyiaronapsi pas-
paboTKe OPUTUHAIBHBIX METOMOB MU depeHIINaTHLHOTO
OKpalllMBaHUST XPOMOCOM, KOTOPBIE MTO3BOJIMIIN JJabopaTo-
pUU cTaTh BeAyIEH KaK B IPOBEICHUY IIMTOTEHETUIECKOM
JMAaTHOCTUKU Y OOJIbHBIX C XPOMOCOMHBIMM aHOMAJTASIMU,
TaK U B MOJATOTOBKE CITEIIMATUCTOB-IIMTOTEHETUKOB JUISI
CO3IaBaBIIIeIICsT TOTIA CUCTEMbl METUKO-TEHETUYECKOTO
KOHCYJIbTUpOBaHUsI. B pamMKkax mcciaenoBaHMit 10 peTuI-
KOHHOW OpraHu3alliy reHoMa MJIEKOITUTAIOIINX, KOTO-
pble Havauch B jabopatopuu ¢ 1974 r., 10.b. KOpoBbiM
u H.A. JIanyHOBOI1 ¢ MCMOb30BaHUEM YCOBEPILEHCTBO-
BaHHOI METOIMKU BBEICHUS M aHAJIN3a TPUTUEBON MET-
K1 Ha paauoaTorpadax mosiekyn JHK 6pu10 mokazaHo,
YTO B TOCTHATAJIBHBIX COMaTUIECKMX KJIETKAX YeIOBeKa 1
B KYJIBTYPax KJIETOK TEIJIOKPOBHBIX XMBOTHBIX pa3Mephbl
PETUTMKOHOB COCTAaBJISIIOT COTHHU, a HE NECITKA MUKPOHOB,
KaK CYUTAJIOCh paHee.

JlabopaTopueii IUTOTeHETUKH YeToBeKa PyKOBOIMIIA
uneH-koppecnonaeHT AMH CCCP, npod. A.A. IIpoko-
(reBa-benbrobckas. BoT Kak oTpakeHbl MCCIeTOBaHUS
3TOrO KOJIJIEKTUBA B BOCIIOMUHAHMSIX CaMOil AJleKcaH-
npbl AnekceeBHbl: «K.H. I'punGepr pa3Busl HOBoe opu-
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TMHAJbHOE HallpaBJieHWEe — BBISICHEHUE MOCAEICTBUI
XPOMOCOMHOTO uchalaHca Ha KJIETOYHOM YPOBHE ITy-
TEM BCECTOPOHHETO aHaiu3a 0OCOOEHHOCTE KyJIbTUBU-
PYEMBIX KJIETOK, IMOJYYEHHBIX OT OOJBHBIX M aOOPTYCOB
C XpOMOCOMHBIMU aHOMaausiMu. [1J1010TBOPHOCTH Ta-
KOro aHanu3a 0buia noaTeepxkaeHa A.M. KynueBbsiM npu
M3y4EeHUHU XPOMOCOMHBIX SMOpuosieraieit. CpaBHUTEb-
HBII aHAJIM3 KJIETOYHBIX IIUKJIOB HOPMAJIbHBIX KJIETOUHBIX
JIMHUI 1 TUHUUN KJIETOK C XPOMOCOMHBIM AMCOaTaHCOM,
npoBenéHHbI B.H. KyxapeHko, u taHHbIe, TOJTy4YeHHbIE
K.H. I'pun6epromM, BBISIBUJIM MPUHIMITUATBHO HOBBIA
(beHOMEH — Tepexo OOJBIIMHCTBA KJIETOK C XpOMO-
COMHBIM ITMCOaTaHCOM Ha 9MOPUOHAIBHBINM TUIT pa3BU-
TUS U YyTEPIO CIIOCOOHOCTU KJIETOK K NU(phepeHIMPOBKeE.
B npouecce aTux nccaeagoBaHuil 061 co3naH Myseit
KYJBTUBUPYEMBIX KJIETOK YeJI0BEKa C XPOMOCOMHBIMU U
TEHHBIMU MYTalUSIMU».

Hns ucciienoBaHus MPo0eMbl oJuMopdu3Ma re-
TePOXPOMATUYECKUX PAaiOHOB XPOMOCOM Y 4eJioBeKa,
CBSI3aHHOM C TOHKMM aHaJIM30M XpPOMOCOM KaKII0T0O MH-
IUBUIYyyMa B OOIIMPHBIX TPYIIIaX HaCEJICHMUSI, IO py-
KOBOJICTBOM M TIpY HerocpeacTBeHHOM yyactun A.A. TTpo-
kobeBoii- benbrosckoii 1 A.®@. 3axapoBa OblUIa co3naHa
KoMIutekcHast mporpamma «[loammopdusm xpomocoM ye-
JIOBEKa», B OCYIIIECTBJICHUM KOTOPOU TIOMUMO COTPYIHM-
KOB Tpéx JlabopaTtopuit UMI npuHuManu yyactve muTore-
HeTuku U3 10 1pyrux yapexaeHnii crpanbl. UHTeHCUBHBIE
IMMOMCKHA METOAMYECKUX TTOXOIOB B 3TOI O0JIACTU MPUBE-
JIK K co3maHuIo B 1976 I. MOKyMeHTa, KOTOPbIii ObLT peKO-
MEHIIOBaH B KauyecTBe 0A30BOTO Il IIMTOTEHETUKOB, pa-
OoTarNIMX Mo MpodieMe MoJuMopdhUu3Ma XpOMOCOM, KakK
B Halllell CTpaHe, TaK U 32 pyOesKoM.

JlaGopaTopus uuTogOrUM (PyKOBOAUTENb — JI.M.H.
Cepreit CepreeBuu JlaryuéB) BCeCTOPOHHE HCCieI0Ba-
Jla paHHME 3TaIlbl OOTeHe3a YeJIoBeKa, B TOM YHCJIe C MC-
MOJTb30BaHUEM BJIEKTPOHHOW MUKPOCKOITNU, TUCTOJIOTH-
YeCcKOTO M aBTopaanorpaduieckoro Mmeronos. Kpome toro,
B 1abopaTopuu ObLT pa3paboTaH U B AaJbHENHIIIEM UCTTOIb-
30BaJICS] METOJ OPTAaHHBIX CTPYKTYP SMOPUOHATBHBIX TO-
HaJ yejioBeKa. BriepBbie B MUpe, yaaaoch yCTAaHOBUTD, YTO
WMEHHO 8—9 Henmenu pa3BUTUS IUIOJA MPEACTABISIOT CO-
00l KpUTUIECKHUIA TIEPHO]T, TTOCTIe KOTOPOTO TepMUHATUB-
HbIe KJIETKU CITOCOOHBI BCTYIATh B Ipodasy meiiosa in vi-
tro. E.®. l'animenko u M.B. MapkenoBoii ObUTH TIOJTyYeHbI
JaHHbBIC O KJIETOYHOM IIMKJIE OOTOHMIA, O TIPOJIOKUTETb-
Hoctu cuHTe3a JJHK B mpemelioTuyeckux oourax u B
npodase Meito3a; onpeneaeHbl TapaMeTphbl MPOIOJIKH-
TEJbHOCTH Pa3BUTHS XKEHCKUX TEPMUHATUBHBIX KJIETOK
yesnoBeka. [Tocie 6e3pemeHHoi KoHUMHBI C.C. Jlaryué-
Ba B 1974 r. paboThl MO U3YYEHUIO OOTeHE3a YesIoBeKa Obl-
JIV OCTAaHOBJIEHBI, 1 JJAOOPATOPUST ITUTOJIOTMH ITPEeKpaTHIIa
CBOE CYIIIECTBOBaHMUE.

B coctaB Otaena skciepuMeHTaabHOM FeHETUKU BXO-
auu 3 1abopaTopuu.

JlaGopatopusi SKCIepuMeHTaIbHOU FeHeTUKU (PYKO-
BoauTeab — A.0.H. Bragumup Mneuu MBaHOB) u3ydyana
B3aMMO/ICVICTBUE T€HOB B OHTOTE€HE3¢ MHOTOKJIETOYHBIX
OpraHM3MOB, COCPEIOTOYMBIIKCH Ha ABYX aCTIEKTax 3TOM
MpoOJieMBbl: 1) TeHeTHYecKast peTyJIsiius Impoliecca neTep-
MUHALWK; 2) POJTh MEKTEHHBIX B3aUMOIEICTBUI B MOP(DO-
reHe3e OTACbHBIX OPIaHOB U CUCTEM. DKCITEPUMEHTATb-
HBIM 00BEKTOM JUISI PACCMOTPEHHSI TIEPBOTO acrekTa ObuIa
BBIOpaHa 1po3oduiia, y KOTOpOii pa3ieieHue BO BpeMEeH!
JeTepMUHALMK 1 MU OepeHITMPOBKH TTO3BOJIUIIO aHAIM -
3UPOBATh 3TU MPOLIECCHI TTOPO3Hb, TPUMEHSIST TPAaHCIIIaH-
TaIMIO 3aKJIaIOK MMarMHaJIbHBIX OPIaHOB ¥ MHIYIIMPOBaH-
HBII coMaThyeckuit Mo3aniu3mM. OCHOBY MCCIeTOBaHUMA
10 B3aMMOJICCTBUIO TEHOB COCTABMIIO (DEHOTEHETUYECKOE
M3y4eHre MapKUPOBAHHBIX JIMHUI OPTaHU3MOB, HECYIITUX
onpeneEHHbIE COYeTaHUsI HOPMaJIbHBIX U MyTaHTHBIX aJI-
Jiesieit, KOHTPOJUPYIOLIMX MOP(HOreHETUIECKIE TTPOLIECCHI
(roMeo3ucHbIe TeHbl). [IJ1s1 yCTaHOBJICHUS CTEIIEHU 00111~
HOCTHU TMOJIy4aeMbIX Pe3yIbTaTOB paOOTHI BEJUCh Ha (uio-
TEeHETUYECKU Pa3HbIX 00BbEKTaxX (MbIIIb, Ipo30oduiia), npu
3TOM Y MBIIIY MCCIIE0OBAIN MyTallui TOMOJIOTUYHBIE WU
BechbMa OJIM3KME KOHKPETHBIM HaCJIeACTBEHHBIM aHOMa-
JIUSIM pa3BUTHS Y YesioBeka. KpoMe Toro, mpoBOIUINCH
paboOTHI MO IKCIEPUMEHTAIBHON MMMYHOTEHETUKE, Ha-
MpaBJieHHbIE Ha U3yYeHHE TeHETUIECKOTO KOHTPOJIST aH-
TUTEJIOTeHe3a U aHAJIN3 UMMYHOTEHETUIECKMX MEXaHU3-
MOB TOMeOCTa3a BHYTpEHHEI Cpellbl OpraHru3Ma MJIEKO-
MTUTAOIIIMX.

Jlabopatopust MOJIEKYISIPHOI OMOJIOTUM (PYKOBOAM -
TeJb — 1.0.H., mpodeccop JdaBun MuxaitnoBud CrIMTKOB-
CKUI1) 3aHMMaJIach UCCISTOBAHNEM ITPUHIIUITIOB CTPYKTYP-
HOIl OpraHu3aly KOHACHCUPOBAaHHOTO 1 MU dy3HOTrO
XpOMaTHHA METOaMU OMOXUMHUYECKOTO U (hU3MKO-XH-
MHWYECKOTO aHaJIn3a. DTOT HAYYHBIN KOJIEKTUB OTHUM
W3 MEePBBIX B MUPE Havyasl M3ydaTh IPOOJIEMY XPOMOCOM-
HBIX TeppUTOPHii B MHTEepha3HoM sipe. [Tomumo Toro, mc-
MOJIH30BAJICS pa3pabOTaHHBIM B Ta0OpaTOPUN TEPMOMEXa-
HUYECKUIT METOM, YHUKAJIbHBIN 110 BOBMOXKHOCTSIM aHaJIM3a
CTPYKTYPHBIX TIEPEXOI0B MOJIEIbHBIX CUCTEM XpOMaTHHA B
cpene, mpubvKaroeics Mo CBOUM MapaMeTpaM K pu3u-
ojiormyeckoii. KMccaenoBanyck: XpoMaTHH HETIOCPEICTBEH-
HO B KJIETKaX YeJIOBeKa 1 pa3IMIHbIE CUCTEMBI BBIIEIEHHO-
rO 13 KJIETOK XpOMaTHHa, MOJEJIMPYIOIINE ero COCTOSTHIE
in vivo. Ha KjreTkax 4eioBeKa IpoBOIMIICS aHAJIN3 BO3MOX-
HOTO U3MEHEHMSI CTPYKTYPHOI OpraHu3auy U (hyHKIIIO-
HaJIbHOU aKTUBHOCTH XpOMaTHHA TIPX HEKOTOPBIX HACTIE -
CTBEHHBIX 3a00sieBaHusIX. B 1974—83 rT. oTneabHOIM IrpyT-
Oii, OCHOBHBIM HaIpaBjieHUeM UCCIIeTOBaHUI KOTOPOI
OBLIO HCCIIeIOBAaHUE MOJIEKYISIPHO-TEHETUIECKOM TTpH-
ponbl OeTa-TajmacceMuu, pykopoauia K.0.H. C.A. JIum-
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oopckas. B 1980 r. CeetniaHa AHapeeBHa Obljla yI0CTOe-
Ha 3BaHUs JaypeaTta npeMuu JIeCHUHCKOro KoMcoMoJia 3a
LMK paboT MO M3YYEHUIO CTPYKTYPhl TeHOMa METOJaMU
TeHETUYECKON MHXKEHEPUH.

B na6opatopuu 6rodhusuku (pyKoBoaAUTE b — 1.0.H.,
npodeccop [Tasen Mocudosuy LleitTinH) ocHOBHOE Ha-
npaBjieHue paboT CTago pa3BUBAThCS KaK CIEIACTBUE 00-
Hapy>XeHHOro e¢ coTpyaHUKaMu (peHoOMeHa oOpa3oBa-
HUST KQUeCTBEHHO HOBOTO COEJIMHEHMS TIPU B3aUMOJIeii-
cTBUM gaepHbIX 0eakoB ¢ JIHK. B ¢BsI31 ¢ 5TUM Hay4dHBI
KOJIJIEKTMB CTaJl M3yyaTh XapakTep IMepBUYHBIX HapyIlle-
HUI, BBI3bIBAEMbIX MyTareHaMu (PU3MUECKO U XUMUJe-
CKOIf TPUPOBI B MAKPOMOJIEKYJIaX 1€30KCUPUOOHYKIIEO-
MPOTEUIOB.

B nesarenbHoct UMI', 0coGeHHO CBSI3aHHOIA ¢ opra-
Hu3auuei KoHbepeHIUH U MOArOTOBKOI HayYHBIX COOP-
HUKOB, a TaKXXe C MEXIYHapOIHBIM COTPYIHUYECTBOM,
3aMETHYIO POJIb UTPaJl HAYYHO-OPraHU3aLMOHHBINA OT-
nen (HOO). CHavana ero Bosmiasisit a.M.H. Cepreit 3a-
xapoBuu [laieHkoB, a 3atem n.M.H. 'eHHanuit Bacuibe-
BuY [Topsiaun. [TomuMo yxe HazBaHHBIX DyHKIMT HOO
3aHUMaJICS MOJArOTOBKOI OTUETOB 0 HayuyHOIt padote MH-
CTUTYTa, YCTAHOBJIEHUEM CBSI3€U C IPYTUMU HAyIHBIMHU
YUpEXKIESHUSIMHU, Mpexae Bcero MocKBbI, a 3aTeM — CO3-
nanueM (unuanoB MHcTuTyTa, cCHayana B MuHcke, a 3a-
teM — B Tomcke. [ToHanoO6ua0Cch COBCEM HEMHOTO BpeMe-
HU, YTOOBI 3TY (DUIMAJIBI TPEBPATUIIMCH B CAMOCTOSITEITb-
Hble THCTUTYTBI C OpUTUHAILHOM TEMAaTUKOM M OTPOMHOI
MPOMYKTUBHOCTHIO. C TOUKM 3peHUs TIPUIAHUST OOJIBIIIETO
Beca MEIUIIMHCKOM TeHeTUKE B CTpaHe, 3TO ObUIO UCKITIO-
yuTeapbHoe coobiThe. MHUIMaThBa B cO3MaHuU (hUIUAIOB
npuHamiexana aupektopy UMI akanemuky H.I1. bou-
KOBY, 2 0OyYeHUe UX COTPYTHUKOB, B TOM YMCJIE B aCMH-
paHType, HepeaKo MPOXOAUJIO B CTEHAX pa3HbIX Jabopa-
Topuii MHCTUTYTA.

Heobxonumo Takxke ynoMsiHyTb, 4To B UHCTUTYTE C
caMoro Hayvajia ero paboThl CYIIECTBOBAJI BUBapUii, KOTO-
DIl B COOTBETCTBHMM C YTBEPXKIEHHON TeMaTUKOI1 obecTie-
YMBaJl Pa3IMYHBIMU JIUHUSIMU MBIIIEN U KPBIC psiT 1ab0-
paropuii MHcTtutyTa. [loaroe Bpemst BUBapuii BO3IIABIISIT
M MoJIep>KUBaj B 00pa3lioBoM nopsiake AHatonuit Huko-
JaeBuy Ynukos. B 90-x romax, koraa a1t HAyKu HACTYTIU-
JIM MaTepUaJIbHO TPYAHBIC BpeMeHa, BO3MOXKHOCTH yIOB-
JIETBOPSTB ITOTPEOHOCTD B 9KCIIEPUMEHTATLHBIX SKUBOTHBIX
pPe3KO YMEHBIIUINCh, M BUBAPUIA OBLT 3aKPHIT.

Yxe B 1975 r. Ob1J10 MOATOTOBJACHO HEOOJIBIIIOE U3/1a-
Hue «CoBpeMeHHOEe COCTOSTHUE UCCIeNOBaHUM 10 Meau-
uHckoi reHetnke B CCCP» [2], rne Obl1M NpeacTanie-
HBI TOCTVKEHUST coTpynHUKOB UMI B m3yyeHun myrare-
Hesa (B.C. XKypKoB ¢ coaBT.), FeHETMKU HACAeACTBEHHbBIX
oousie3neit (C.C. JIsTueHKO ¢ COaBT.), UIMMYHOTEHETUKH Ye-
noseka (JI.A. TTeBaunkuii, B.C. @enpyHoBa), IUTOTeHE-

kM gejoBeka (A.D. 3axapos, I'.JI. Jlex1ukosa), Hacien-
CTBeHHbIX 0oJie3Heit oomeHa BelecTB (K./. KpacHomosb-
cKasl), a TakKe reHO- 1 (heHoreorpaduun HacaeICTBEHHbBIX
oosesHeit (A.A. PeBaszos).

Takum 06pa3oM, B iepedeHb IJIaBHBIX HAIpaBICHUI
Hay4HBIX UccleqoBaHni MHCTUTYTa B epBble 5—6 JIeT ero
pabOThl BXOAU/IW: TeHEeTUKA HACTEACTBEHHBIX O0Ne3HE,
XPOMOCOMBI YeJIOBEKa B HOPME U MaTOJIOTMU, OMOXUMU-
yeckasi 1 MOJIEKYJIsIpHasl TeHeTUKa HacleICTBEHHbBIX 00-
JIe3He#, TeHeTUIeCcKast XapaKTepUCTUKA TTOMYJISIIIMOHHBIX
MpOoLIeCCOB B HaceleHuu Poccuu v cornpenebHbIX CTPaH,
MyTareHes3 y 4eJoBeKa, MOJIEKYIsipHast OUOJIOTUST XpoMa-
TUHA, SKCIIEpUMEHTaIbHAsl TeHeTUKA, UMMYHOT€HETH -
Ka, a TaKxXKe opraHu3alus MeIUKO-TeHETUYECKON CITyXK-
ObI B CTpaHe.

AKTyalbHBIE HayYHbIe HAMpPaBICHUS, XOPOIIas s
TOr0 BpeMEHU MaTepUalbHO-TeXHUUYecKasl 0a3a, II1Mpo-
KO€ BOBJICUEHHUE MOJIOIBIX KaIPOB B HAYYHYIO PAOOTy yxke
B II€PBOE ACCATUIICTHE CO3AaIU BbICOKUIT aBTOpuTeT UMT
AMH CCCP y Hac B cTpaHe u 3a pyoexom. MHCTUTYT T10-
cellaJii ¥ BBICTYTAJIM C JICKIMSIMU B €70 ayTUTOPUSIX BbI-
Jaroryecst reHeTuKu B. Makkbiocuk, 2K. Jlexxen, ®. ®o-
renb, A. Motyiabsckuit, K. Bepr, L. Aysp6ax, ®. Cobenbe,
Jx. Hunp, V. [enn, L. Kaptep, Jxx. OnuTu 1 MHOTHE
npyrue. MHCTUTYT B3aMOAEICTBOBA C YIPEKACHUSIMU
CIOA, ®pannuu, I'IP, 0co6eHHO aKTUBHO TIPOTEKAJIO
Hay4YHOE COTPYAHUYECTBO C KoyjieraMmu u3 YexocaoBakuu
u bonarapun. UMI' nHuumMupoBan pazpaboTKy mporpam-
Mbl «HacnenctBeHHble Ooe3HU» 111 BcemupHoii opra-
Huzauuu 3apaBooxpaHeHus (BO3), a 3aTeM ero MUTOMLIbI:
A.T'. bynanos, A.M. Kynues, B.D. byiabrkeHKOB, — cMme-
HsIS APYT ApyTa, JOJTKe ToIbl BO3IIABISIIM paboTy reHe-
THYecKoii mporpamMmmbl OTaena HenHMEKIMOHHBIX 3a001e-
BaHuit BO3, 0ynyun B 2KeHeBe MOCTOSTHHBIMU dMUCCapa-
mu UMT', KoTopomy ObLIO MPEIIOKEHO COTPYTHUYECTBO
¢ BO3 (Memorandum CC/USSR/MCH(6) 866 7d/GETR
— August 6, 1987) B xauectBe LleHTpa mo mpodriakTnke
HacCJIeACTBEHHBIX 00JIe3HEl, MPOIoIKatoIIeecs 10 HACTO-
SINIETO BpEMEHMU.

B 1976—78 rr. UMTI akTMBHO y4acTBOBaJ B OpraHHU3a-
1uu 1 ipoBeneHUM X1V MexayHapoqHOro reHeTMYeCcKoro
KOHTIpecca, coctosiBiierocst B Mockae B 1978 r. B Tom xe
roay no cienam KoHrpecca 6bl1a BblITyieHa kHura «I1po-
rpecc B MEIULIMHCKON reHeThKe»|3], rae Obliu 0000111e-
HbI OPUTUHAJIBHBIC U JIUTEPATYPHBIE TAaHHBIC IO pa3Ind-
HBIM acIieKTaM IreTepOreHHOCTH HacJeACTBEHHOM MaTo-
JIOTUU YeJIOBeKa, MPEANOChIIKY I U3yYeHUST KOTOPOi
MOSIBUJIUCH C Pa3BUTUEM METOIOB OMOXMMUYECKOM reHe-
TUKU, C HAKOIJIEHWEM POIOCIOBHBIX IO PEIKUM (Dopmawm,
C MOHMMaHUEM TTPOLIECCOB peaiu3allii MyTalliii B ITaTo-
Jloruyeckue npu3Haku. § u3 14 aBTOPOB 3TOTO U3NAHUS —
corpynHuku UMI' AMH CCCP. UMu HanucaHbI IJ1aBbl:
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COBpEMEHHBIEC TEHACHIIMHU B MEAMKO-TEHETUYECKMX UCCIIE-
noBanusx (H.IT. boukoB); pacipocTpaHeHUe U reTeporeH-
HocTb reMornoouHonaTtuii (E.K. I'marep, P.®. 'apbkas-
1eBa); TeHeTUYeCcKas TeTepPOTeHHOCTh SPUTPOIIUTAPHBIX
depmenronaruii (K.JI. KpacHononnckast, T.JI. IllaTckasi);
LIMTOJIOTUIECKHE TIPOSIBJICHUST XPOMOCOMHOTO ArchaiaHca
y uenoBeka (K.H. I'puHOepr); komriekcHas olieHKa (e-
HoTuMa aMoOpuoJeTtaneit yenoseka (A.M. Kynues). B 3a-
KJTFOUMTEIBHOM TJ1aBe KHUTH Ipo0JieMa TeHeTUIeCKOM re-
TEPOreHHOCTH HACJIEACTBEHHBIX O0JIe3HEN pacCCMOTpEHa B
CBsI3U C 3PDEKTUBHOCTHIO MEANKO-TEHETUIECKOTO KOH-
cynbtupoBaHus (C.U. Kosnona).

B nocnenyoiue roabl ObUTM OMYyOJIMKOBaHbI MHOTO-
YUCJICHHbIE KHUTH, CTaThbU, MOKJIanbl B Poccuu u 3a pybe-
KOM, a Takke — 12 MEeTOaMYeCKX peKOMEHIAIni, pa3-
paboTaHHBIX U alIpOOMPOBAHHBIX B MPAKTUKE MEINKO-
TeHETUYECKOTO KOHCYJIBTUPOBAHUS. DTU PEKOMEHIAIINHT
CO31aJIi OCHOBY ISl OpraHM3alliy 1 JajibHelIei pabo-
ThI MEIMKO-TeHETUUECKUX YUPEXKICHUM B HaIllel CTpaHe.

B 1979 r. Beinun «Teopetuueckue mpobdaeMbl Meau-
LIMHCKOM TeHeTUKU» — COOPHUK, KOTOPBII MTOABEN CBO-
€r0 poJia UTOT NEeCATUIETHEM UCCIIeI0BATEIbCKOM pabOThI
WHctutyTa, HEOOIBLION KOMIEKTUB KOTOPOTO COCTOSUT B
3TO BpeMsI U3 65 HayIHBIX COTPYIHMKOB. ABTOpaMU ObUTA
3aTPOHYTHI BOITPOCHI OMOXUMUYECKON ¥ MOJIEKYJISIPHOM
reHeTuku (I'.A. AnHeHkoB, C.A. JIumOopcKas), MoJIeKy-
JsipHoit ouosioruu (.M. CniutkoBckuit, I1.1. LeitTiun),
mutoreHeTnku (A.®D. 3axapos, A.A. [IpokodneBa-beib-
roBckKas), XMMMYeCKOoro myrareHesa y dyenaoneka (H.II.
boukoB), skcniepumeHTabHOM reHeTuku (B. . UBaHOB,
JILA. TleBHu1IKMI1), HacaeacTBeHHbIX 6ose3Hel (E.K. ['uH-
tep, C.U. Koznona) [4].

B 1982 r. corpynHuku Jlabopatopuu oO1ei iurore-
Hetuku B.A. bentomn, H.I1. Kynemos u JI.Y bapaHoBckas
BMecTe co cBonM pyKoBoautesieMm A.D. 3axapoBbIM ITOATO-
TOBWJIM JIJIST M3IATEIbCTBA « MeauImHa» Ha 6a3e coopaH-
HOTO OPUTMHAJIIBHOTO MaTepuasia IoYTH TPEXCOTCTpaHNY -
HOE YHUKaJIbHOE U3AaHKe — aTjiac «XpOMOCOMBI YesloBe-
Kay, JIy4iliee pyKOBOJCTBO JIJIST IUTOTEHETUKOB HE TOJIbKO
Yy Hac B CTpaHe, HO U 3a pybexoM [5].

B 1984 r. 6bU10 U3MaHO PYKOBOACTBO M1 Bpauelt «Me-
TUIMHCKas TeHETHKa», a M0 CYyTU, YYeOHUK, HAITMCaH-
ueiii H.IT1. boukoBbiM, A.®. 3axaposbiM 1 B.W. NBaHo-
BbIM. JloJiToe BpeMsi OH ObLT OCHOBHBIM HayYHBIM ITOCO-
OreM JJ1s1 TeX, KTO ell€ TOJIbKO COOMpAJICS WU yKe Hauall
3aHUMAThCST MEIUIIMHCKOM TeHeTrKoi [6]. B 1988 1. kHM-
ra Boiiia B I'JIP Ha HEMeLKOM SI3BbIKE.

Ony6nukoBaHHbBINA B 1986 1. cOopHUK «JlMarHocTu-
Ka HacJIeICTBEHHbIX Oosie3Hel»|7] BKIoumnaa B cebst 00-
30pHBIE CTAThbU COTPYAHUKOB MIHCTUTYTA 110 MCITOIh30Ba-
HUIO pa3JIMIHbIX METO/IOB: KIIMHUKO-TeHEaJI0THYeCKOTO
(C.H. KoznoBa, A.H. TIpbITKOB), CUHAPOMOJOTMYECKO-

ro (C.A. Koznosa, H.C. JlemukoBa, O.E. bauHHuKo-
Ba), xpomocoMHoro (JI.B. 3aneraes, JI.1. bapaHoBckas,
A.®. 3axapoB), onoxnmmueckoro (K.J. KpacHomons-
ckas, T.B. MupeHnOypr), MoeKyJIsIpHO-aHATOMUYECKOTO
(C.C. ukuH, I1.C. I'poMOB), reHHO-UHXKEHEPHOTO
(B.H. KanunuH) u ummyHosoruuyeckoro (B.M. Iluca-
peB). DTa KHMra cTajia paboyruM WHCTPYMEHTOM B pabo-
Te Bpayeli-reHeTUKOB U Bpayeli 1abopaTOPHBIX TeHEeTH -
KoB. B cTaTthsix uznanxoro B 1987 r. coopHuka «ITpodu-
JIaKTUKa HacJeICTBEHHBIX 00sie3Heil» [8] ObLT OTpakeéH
OIBIT PabOTHI BEAYIIUX CITEIIMATMCTOB CTPaHbI (TTOJOBU-
Ha aBTOpoB — coTpyaHuku UMI' PAMH CCCP) u HoBbIe
naHHble. OnycaHbl paHHSSI TMAarHOCTUKA HACIEICTBEH-
HBIX 00JIe3He!, MOITAIIINXCS JICUCHUIO; TTIPUMEHEHUE
CKPUHUHIOBBIX MPOrPaMM U TOTaJIbHOE 0OCIeIOBaHNUE Ha
CKPBITOE€ HOCUTEIBCTBO MAaTOJOTUYECKUX TEHOB C TOCe-
IYIOIIUM TTPOCTIEKTUBHBIM MEIMKO-TEeHETUUECKUM KOH-
CYJbTUPOBAHUEM; MPOBeACHUE MPODUTAKTUIECKUX ME-
PONPUSATUI, KacalolIUXCSl OKPYXKAatoUIeit Cpeibl, U MpeHa-
TaJbHasl JMarHOCTUKA, B apceHasie KOTOPOI yKe UMEeTUCh
aAMHUOLICHTE3, YAbTPA3BYK, OMOIICUS XOPUOHA U METO/IbI
JHK-auarHoctuku. [TpoaHanu3upoBaHbl TOKa3aHUS TSI
MPOBENEHUSI MAaCCOBOTO CKpUHUHTA. PaccMOTpeHbI BO3-
MOXHOCTH TMarHOCTUKMU U JICUEHUS psiia HACIeNCTBEH-
HBIX Oosie3Helt ooMeHa. [1pensioxkeHo pacimpeHue 1ee-
HaIpaBJIEeHHOTO MCMOJb30BaHUSI HAKOTUIEHHON MHMOP-
MalMu M0 MEIUKO-TeHETUYECKOMY KOHCYJIbTUPOBAHUIO
IU1sT TpOoWIIAKTUKM HACJIECTBEHHOI MaToJIOruu B (pop-
M€ CO3IaHUS TeHETUYECKMX PETUCTPOB Pa3IUYHbBIX TUTIOB.

B 1987 r. C.U. Kosznosoit, H.C. JleMukoBoii u
O.E. biivaHuKoBo# B coaBTopcTBe ¢ EBOii CemaHOBOI
(YCCP) O6blI1 NOArOTOBJECH YHUKANbHBIN 151 Poccun
CIPpaBOYHUK-aTJIac, B KOTOPbIA ObUIM BKIOUeHBI 500 Ha-
CJIEICTBEHHBIX CUHIPOMOB, TPOWILTIOCTPUPOBAHHBIX COO-
CTBEHHBIMM (poTOrpachusiMU OOJIBHBIX. DTa KHUTA YaCTUY-
HO SIBUJIaCh Pe3yJIbTaTOM COBMECTHOM HayuHo TeMbl UMT
¢ Kapnoseim YHuBepcuretoM B [Ipare, K HacTosiIeMy Bpe-
MEHHU BblIepxkajia 3 U3AaHus U CTajla HAaCTOJbHBIM CITpa-
BOYHMKOM TIPAKTUYECKU BO BCEX MEIMKO-TEHETHMUECKUX
KOHcynbTanusx [9].

K koHI1y BTroporo necsatuiaeTust GyHKIMOHUPOBAHUS
MHuctutyta (1989 r.) cTpyKTypa HaydHbIX TToApa3aeIeHU A
npeTtepriesia 3aMeTHbIe U3MeHeHus1. OHa ObLIa MpeacTaB-
JIEHa OTIEJIOM MOJIEKYJISIPHBIX UCCIEIOBAHWM, B KOTOPBI
BXOJIUJIM J1abOpaTOpUU MOJIEKYISIPHON Ouosoruu (py-
koBoauTeab — npod. .M. CIUTKOBCKUIA), MOJIEKYJISIp-
Ho¥i reHeTuKU (co3aaHa B 1984 r., pykoBoauTeab — 1.0.H.
B.H. KanuHuH), 6MOXMMHUYECKOI TeHEeTUKHU (co3aaHa
B 1982 r., pykoBonutenb — npod. C.C. [luimkuH), otae-
JIOM LIUTOT€HETUKH C JIabopaTOpUsIMU OOl IMTOreHe-
tiKH (Trociae cMepti A.D. 3axapoBa ero pyKOBOIUTEIIEM
Obuta u3dbpaHa 1.0.H. H.A. JIssmyHoBa, KIMHUYECKOM 111~
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ToreHeTuku (pykosonutenb — A.M.H. H.I1. Kyneios), kie-
TOYHOI (DEHOTEHETUKY HACJIEICTBEHHOM IMTaTOJIOTMH; OTIIE-
JIoM (heHOTEHETHKY C JTabopaTOpUsIMU T€HETUKK Pa3BUTHS
(pyxoBoauTtenb — npod. B.U. IBaHOB) 1 UMMYHOTE€HETH-
k4 (pykoBoautesb — npod. JI.A. [leBHULIKUIT), OTAEIOM
TTOITYJISIIIMOHHBIX MCCIICIOBAHU € JJaOOPaTOPUSIMHU TTOTTY-
JISUMOHHON reHeTuku (pykKoBoautenb — npod. E.K. 'uH-
Tep), IKOJOTMYECKON reHeTUKU (PyKOBOAUTENIb — 1.0.H.
B.A. CniuiibiH), MyTareHe3a (pykoBoauTtesab — akan. AMH
CCCP, npod. H.I1. boukoB) 1 OTIOYKOBaBLIEHCS OT
He€ 1abopaTopreil BBIYMCIUTEIBHBIX METOHOB (PYKO-
Boauteab — A.M.H. A.H. YeboTapés), oTaeaom mnpodu-
JIAKTUKKM HaCJIeICTBEHHOM MaTOJIOTUH C JIAOOpaTOPUSIMU
KJIMHUYECKOM TEHETUKHU C KOHCYIbTaTUBHO-TTOIMKIMHM -
YecKuM oTaesneHuem (pykosonurtenb — 1.M.H. C.1. Kosno-
Ba), IpeHATAIbHOI TMarHOCTUKY (PYKOBOAMTETb — .M. H.
A.M. KynueB) 1 GMOXUMHYECKUX AUATHOCTUUECKUX MPO-
rpamM (pykoBoautesb — aA.M.H. K.JI. KpacHomosbckas).

Hi3menenue ctpyktypsl UMI ectecTBEeHHBIM 0OpazoM
MPUBEJIO K YACTUIHOMY M3MEHEHUIO TEMaTUKK €TO paOOTHI.
Tak, HOBOe HarmpaBJieHHe ITpUBHeCIa B paboty MHCTUTY-
Ta JJabopaTOPUs SKOJOTUIECKOM TeHETUKH, UCCIIETOBAHMST
KOTOPO¥ ObLTM HAaMpaBJIeHBI Ha U3YYeHNE 9BOJTIOIIMOHHOMN
ajanTalMy YesioBeKa, a TaKKe Ha CPaBHUTEbHOE U3yYe-
HUE TeHETUIECKOU CTPYKTYPBI TPYIIT OOJIBHBIX Ipodec-
CHUOHAJILHBIMUY 3a00JIeBAHUSMU 1 JIUII, aTalTUPOBAHHBIX
K crieuru4yeckuM ycaoBusiM Tpyaa. Jlabopatopust mose-
KYJISIPHOI TeHETUKU 3aHSIach BBISIBICHUEM MYTAIlUi B Te-
Hax peaKOoi HaCJIeJICTBEHHOM MaTOJIOTUH, HAIIpUMeED, TIPU
cuHapomMe Diepca-aniao Tum 1, KOTopbiid ObLT AUATHO-
CTUPOBAH B psilie ceMeil OHOI U3 azepOaiiIkaHCKUX MO~
MyJSLMI JabopaTopueil KIMHUYECKO reHeTuku. Jlabo-
paTopust OOIIEl [IUTOreHETUKY Havajla UCCIICI0OBaHUSI PU-
OGOCOMHBIX TEHOB U SIIPBIIITKOBBIX OPraHN3aTOPOB B HOPME
M TIpY pa3InIHOM rmarosiornu. JlabopaTtopusi Guoxummde-
CKOI1 TeHEeTMKM CKOHIIEHTPUPOBAJIaCh Ha M3yYeHUsI pa3-
HooOpa3us 0eJIKOB pa3HbIX TKaHE B HOpME U TIPpH MaTo-
JIOTWU, UCTOJIb3YsI METOMbl IBYMEPHOTO 3jeKTpodopesa.
B naGopatopuu MOJIEKYJISIpHOI OMOJIOTUY OAHUM U3 UH-
TEepEeCHBIX HaIlpaBJeHUI UCCIIeAOBaHUIA CTAJIO TTPOIO-
KEHUEe U3YYCHUST XPOMOCOMHBIX TEPPUTOPHUIA B MHTEP-
(asHOM simpe ¢ MOMOIIBIO CIeUATbHO pa3pabOTaHHbIX
OPUTMHAJIBHBIX METOJOB MaTeMaTUIeCKOro aHaiu3a. Jla-
OGopaTopust UMMYHOTEHETHKH ITPEUMYIIIECTBEHHO 3aHU-
Majach yHIaMeHTaIbHBIMU MMMYHOJIOTUYECKUMMU TTPO-
OJieMaMu U UX CBS3bIO C pa3HOOOpa3HoIi rarojorueii. Jla-
OopaTopusi MOJIEKYJISIPHOI T€eHETUKU COCPENOTOUMIACh Ha
pa3paboTKe BEKTOPOB ISl TIepeHOoca B KJIIETKU TeHeTHIe-
CKOro MaTepuaa, a TakKe Ha Ipyrux mpobjaeMax reHeTH -
YeCKOM MHXXEHEePUH.

B 1989 r. Beimen coopHUK «MeauIMHCKas TeHEeTH-
Ka: Teopusl U MpaKTUKa» — UTOTU coTpyaHudyectBa UMI

AMH CCCP u UucturytoB Akagemun HayK YCCP [10].
COOpHUK BKJIIOUWJT HOBEHIIIME Pa3pabOTKU YUYEHBIX IBYX
CTpaH IO BOIIPOCAaM JMATHOCTUKU M TTPOGUIaKTKK Ha-
CJIEICTBEHHBIX 00JIe3HEl, HEMOCPEACTBEHHO CBSI3aHHbIE
C MPaKTUYECKUM 3IpaBOOXpaHeHWEeM. BbuiM ocBemieHbI
MPOOGJIEMBl OPTaHU3ALUNA MEINKO-TEHETUYECKON MTOMO-
1M B YCJIOBUSIX CYIIECTBOBABIIMX TOTa CUCTEM 3IPaBO-
oxpaHeHuss CCCP u YCCP, Bonpochl KOHTPOJIS Hal UH-
TEHCUBHOCTbIO MYTAlIMOHHOTO Mpolecca B MOIMYJISIIMSIX
yesoBeKa 1 MpodeCcCUOHATbHBIX IPYMIax pucKa. 3HaYu-
TeJbHOE BHUMAaHUE yAEISUIOCh TpobieMaM MpeHaTaIbHOMU
JMWAarHOCTUKH, TPATUIIMOHHO IIMPOKO OBUIM IPEICTaBIIe-
HBI IUTOTeHETUYECKUE MCCIIeIOBAaHMS HACIEICTBEHHBIX
Oose3Heit. Hameén otpaxkeHue v 3apoAuBIIMIACS B 9TU TO-
JIbI CUCTeMHBII TTOIX0/I K JMArHOCTUKE HACIeICTBEHHBIX
0oJIe3HEe! ¢ UCIOIb30BaHUEM METOIOB MaTeMaTUYECKOM
CTaTUCTUKU U KOMITBIOTEPHOTO aHanu3a. biaronaps mpa-
BWIBHO BBIOPAaHHOI CTpaTeruu, 3a IepBbie IBaILATh JIeT
cBoeit pabotel UMT" AMH CCCP non pyKOBOICTBOM aKa-
nemuka AMH CCCP H.I1. boukoBa BbIpOC B yUpexxaecHUE
BBICOKOTO HAYYHOTO YPOBHSI, U3BECTHOE B MUPE CBOMMU
JMOCTUKEHUSIMU. 3a LIMKJI padoT MO U3YYEHUIO XPOMOCOM
YyejioBeKa B HOpMe M TTaTOJIOTUH COTpyaHUKaM MHcTuTyTa
H.TI. boukony, A.®. 3axapony, A.A. [IpokodbeBoii- benb-
TOBCKOI, a Takke ux coaBTropaM E.®D. JlaBUIeHKOBOW U
E.E. Ilorocsauu B 1983 r. 6bu1a npucyxaeHa ['ocynapcr-
BeHHas ipeMust CCCP B 06y1acTi HAyKU U TEXHUKM.

CO3AAHUE MEAUKO-TEHETUYECKOTIO
HAYYHOIO LLEHTPA POCCUINCKOW AKAZEMUW
MEAULUUNHCKUX HAYK (MIHL, PAMH)

1 OCHOBHbIE HATPABJIEHUA EFO PABOTDI

CaMple 3aMeTHBIC MI3MEHEHUS B CTPYKType MHCTUTY-
Ta ¥ TeMaTUKe HAYIHBIX UCCICIOBAHMI IIPOM3OIILIH B CBSI-
3u ¢ peopranuzauueiit UMI' AMH CCCP Bo Bcecoros-
HbIIi HAyYHbI MeauKo-reHeTndeckuii ueHtp (BHMI'LI)
AMH CCCP B aBrycte 1989 1. ¢ opMupoBaHUIEM B paM-
kax LleHTpa 1Byx MHCTUTYTOB: TeHETUKHM YeJI0OBeKa U KITH-
HUYEeCKOI reHeTHKH. PykoBoauTeaem nepBoro MHCTUTY-
Ta 6611 BEIOpaH npod. C.C. IHIukuH, a BToporo — npod.
E.K. T'untep. B coctaB MMHCTUTYTa TeHETUKM YesloBeKa
BXOIWJIN CJICAYIOIINE JTA0OPaTOPUM: MOJIEKYJISIDHOM Te-
Hetuku (1.0.H. B.H. KanmnmHuuw), MoekyasapHoii 01oo-
run (tipod. .M. CIUTKOBCKMIT), OMOXMMHUIECKOM Te-
Hetukd (o.M.H. C.C. IIInmKkuH), o0IIei MMTOTeHETUKHI
(m.6.H. H.A. JIammyHoBa), KJIeTOUHOM (hDeHOTeHETUKU Ha-
CIICACTBEHHON ITaTOJIOTUM, TCHETUKU Pa3BUTUS (WICH-
xopp. AMH CCCP, nipo¢. B.1. UBaHOB), UMMyHOTeHe-
tuku (ripod. JI.A. [leBHULIKMIT), a TAaK:Ke HOBOE ITOApa3-
IeJIeHne — JIabopaTopus TeHETUUECKOM TOKCUKOJIOTUHI
(m.m.H. W.H. JIyHra), moctaBUBIIAs IIepe co00il 3amaqy
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MOHMTOPUHIA TEHOTOKCUIECKMNX d(P(HEKTOB U M3MEHEHUST
PENPOAYKTUBHOUN (PYHKIIMU B TOPOJACKUX MOMYJISILIUSX U B
ITPOU3BOJCTBEHHBIX KOJUIEKTUBAX.

B cocraB MHCTUTYTa KITMHUYECKOM TEHETUKU BXOIUIIA
clienyole HaydHble JJabopaToOpuu: HACIeICTBEHHBIX 00-
Je3Helt oomeHa BetecTs (1.M.H. K JI. KpacHomnobckast),
MpeHaTaIbHON ArarHocTuku (rocie otbe3na A.M. Kynu-
eBa B CIIIA naGoparopuio Bo3riaBuia 1.60.H. T.B. 3o10Ty-
XUHa), KIuHn4Yeckoil uutoreHetuku (a.mM.H. H.IT. Kyne-
1I0B), TeHeTu4ecKoil snuaemuonoruu (nmpod. E.K. I'mH-
Tep), PKoJornyeckoi reHetuku (1.6.H. B.A. CniuibiH),
JAHK-nmuarHoctuku (1.6.H. O.B. EBrpagos). [TosiBneHue
nocJieHe! 1abopaToOpuu CBUAETEIbCTBOBAJIO O TOM, UTO
BHMI LI Hauan ucronb30BaTh B MPAKTUYECKUX LIEJISIX MO-
JIEKYJISIPHYIO TEHETUKY: OMHUM M3 MEePBbIX 3a00IeBaHUI,
B OTHOIIIEHWM KOTOPOTO OHA CTajia MPUMEHSIThCS, cTaja
muonatus JdromenHa. [TpukiagHbie MOJEKYISIpPHO-TeHe-
TUYECKWE MCCIICAOBAHWS HAaYaJIUCh U B APYTUX HAYIHBIX
nonpasneneHusx lLleHTpa, B yacTHOCTH, B JlabopaTopu-
SIX MOJIEKYJISIPHOUW TeHeTUKM (reModuius, TaJacceMus),
a TakXe TeHeTUYEeCKOU 3MUAEeMUOJIOTUH, TPeodpa30BaH-
HOU U3 1ab0OpaTOpUU MOMYJISIIMOHHONW TeHeTUKHU (MoJie-
KyJIsipHasi FeHeTHKa MyKOBUCLIMIO03a).

Hns1 obecrieyeHus pabotsl MHCTUTYTa KITMHUYECKOMH
reHeTuku MunzapaBom CCCP 6bu1M BbifiesieHbl 84 cTaBKU
Bpayeil M CpeIHero MeAUIIMHCKOro repcoHana. C 1ebio
oosiee appekTUBHON pabOTHl HAYYHO-TOJUKINHUYECKO-
ro otaena (HITO) (pykoBoautenb — a.m.H. A.H. [letpun)
3HAUYUTEbHOE YKCJIO Bpauyeli-1a00paHTOB FTEeHETUKOB U
CpeIHEero nepcoHasa O6b110 BKIIOYEHO B COCTaB JabopaTo-
puii HacJaeACTBEHHBIX OoJie3Hel ooMeHa BelecTs, JJHK-
JIUArHOCTUKU, TIpeHATAIbHOM TUarHOCTUKU Y HEKOTOPBIX
IpYrux. DTUM 1IaroM cpazy obecrneyrnBaioch MpuMeHe-
HUE CaMbIX COBPEMEHHBIX METOIO0B JJaOOpPaTOPHOI TUa-
THOCTUKMU HaCJeACTBEHHBIX Ooyie3Hel. JinTenbHoe Bpe-
ms1 HITO, kak 1 HaydHO-KOHCYIbTaTuBHBIN oTaesn (HKO)
MYKOBUCIIMI03a, Bo3rasisemblit mpod. H.M. Kanpano-
BBIM, a Takxke 2 J1abopaTopuu: KIMHUYECKON ITUTOTeHe-
Tuku U JIHK-1uarHoctuku, — pa3ameanuch, B COOTBET-
CTBMU C JOTOBOPOM, Ha 6a3e PecryOamMkaHCKOU neTckoi
kiauHu4eckoi 6oabHuLbl. CotpynHuyectBo HKO myko-
BUCLIMI03a C JabopaTopuell TeHETUYECKOM AMUIEMUOJIO-
run MHCTUTYTa KIIMHUYECKON TeHeTUKM (rpyrra 1.0.H.
H.B. IleTpoBoii), a B fajibHel1IEM — U C TIEAUATPUUYECKUM
otnenom CayTreMnToHCKOro rocnutais B JJonnoHe (Benu-
KOOpHUTaHMSI) TIO OPraHMU3AINY JIeYeOHON 1 MHOM TTOMOIITN
00JIbHBIM MYKOBHCLIMIO30M OKa3aJ0Ch Ype3BbIUAHO IJ10-
JOTBOPHBIM. MOXXeT ObITh HanboJIee MMOKa3aTeIbHBIM STB-
Jigetcs ToT dakT, uto 3a 15 jeT pabotsl Kojutektusy HKO
YIAJIOCh YBEJIUYUTh MPOJOKUTETLHOCTh KU3HU CBOMX
nanueHToB 6ojiee yeM BABOE. 3a 3TO BpeMsl Oblia U3yye-
Ha OCHOBHasl 4YacThb pa3HooOpa3ust Mytauuii B rene CFTR,

BBI3BIBAIOLIMX JaHHOE 3a00JIeBaHNEe, B POCCUICKO MOMy-
JISIIIUUY, U pa3paboTaHbl METO/IbI IETEKITUN STUX MYTaIlHA.
Otaen Takske UCIOJIb30Bajl pa3HOOOpa3Hbie (POPMBI epe-
JlaY¥ CBOETO OITbITAa Pa3IMYHBIM YupexneHusiMm Poccun, B
pe3yJbTare B CTpaHe MOSIBUIIOCH 0oJiee 25 permoHaIbHbIX
LIEHTPOB MTOMOIIN O0JTBHBIM MyKOBHUCIIUIO30M. B 3T1 TO-
1ne1 MTTHIL PAMH cran ®@enepaibHBIM LIEHTPOM IO Me-
nunuHcKol reHetnke M3 PO, a HKO mMykoBmcimmnosa —
DenepanbHBIM LIeHTPOM M3 PO 110 jIeueHIIO 1 peabuim-
TallUM MMAIIMEHTOB C 3TUM 3a00JIeBaHUEM.

B utone 1992 r. nmocnenoBajio nmepeMMeHOBaHUE
BHMI'II AMH CCCP B Menuko-reHeTU4eCKUuii Hayud-
et neHtp (MI'HLI) teneps yxke He AMH CCCP, a Poc-
cuiickoii akaneMuu MmeauiHckux Hayk (PAMH), 1.k. ro-
cynapctBo CCCP nepecrajio CylecTBOBaTh. DTO ObLI ONMH
M3 CaMbIX ApaMaTUYHBIX TIEPUOIOB B PA3BUTHU OTEUE-
CTBEHHOI HayKH, B YaCTHOCTHU, W MEIUIIMHCKOIN T€HETUKMU.
PykoBoauin Llentpom B 1989—2003 rr. akanemuk PAMH
Bnagumup Unbnu MUBaHOB. DKOHOMUYECKAas HECTaOWUJIb-
HOCTb B CTpaHe IpuBeJia K pe3KOMY COKpaIIleHUI0 (hMHaH-
CHUPOBaHUSI, B TOM Yucie — Mo (hoHIY 3apabOTHO IJIaTHI.
Bo3MoxxHOCTH 1T IPOAYKTUBHBIX UCCISIOBAHUIT PE3KO
COKPATWJIKCh, MOJIOJIbIE COTPYJAHUKHM CTaJI BBIHYKIEH-
Ho nokuaatb MI'HII nis pa6otel B 1abopatopusix CIIA
U ctpaH 3amnanHoit EBpornbl. Tem He MeHee, KOCTSIK Hayd-
HBIX KaJIpOB ObUT B 3HAYMTEIIBHOM CTETICH COXpaHEH, U B
5TOM BeJIMKa JIMYHAs 3aciayra IMpeKTopa.

Pasan CCCP mpakTuyecku coBMaj ¢ Ha4ajJoM pas-
PaboOTOK BYX OOJIBIINX TOCYTAPCTBEHHBIX HAYYHBIX ITPO-
rpaMM: «[IpropuTeTHBIC HAIIpaBICHUS TeHETUKW» 1 «[e-
HOM YeJIoBeKa». B MeauKo-TeHeTMUeCKMX pasaeiaXx 00enx
nporpamMm MI'HII PAMH cran Beayimum yupexaeHueM-
COMCIIOJTHUTENIEM, YbM CIEIIUAIUCThI BBICTYIIAIN PYKO-
BOIMTEJISIMA COOTBETCTBYIOIIMX TeM. Hamo oTMeTuTh, 4T0
MMEHHO YyJacTHe B 3THUX ITporpamMmMax, Kak 1 MoJIlydeHue psi-
na oredecTBeHHBIX (PODU, PTH®) 1 3apyOeskHBIX TpaH-
TOB, no3Boyiwiio MI'HILI nepexxuTh BecbMma He JIETKOE Je-
caTUlIeTue ropbadyéBckoit nepectpoiiku, pacraga CCCP
U eJbLIMHCKUX pedopm B Poccum.

ITonpobyem KpaTKO oxapakTepu30BaTh HAYYHYIO Jie-
SITeILHOCTD LIeHTpa B 9TH TO/IBI, BHIIEIUB TE UCCIIEI0BA-
HUSI, KOTOPBIE TIPEICTABIISIOTCS Hanboiee MHTePECHBIMMU.

B 1aboparopuu reHETUKY Pa3BUTHSI TIPOU3OIILIH CYIIe-
CTBEHHBIEe U3MEHEHMST TeMAaTUKM: OHAa CKOHIIECHTPUPOBAJIACh
Ha pa3JIMYHbIX acIIeKTax U3y4eHUsT BPOKIEHHBIX TTOPOKOB
pazsutus (BITP) pazHooOpa3Horo reHesa, mpesxie BCero
XPOMOCOMHOT'0 1 MOHOTeHHOT0. B 1991—94 rr. coBMecTHO ¢
koseramu u3 Boponexxckoii oonactHoit MI'K pazpabathbi-
BaeTcs TiepBasi B CTpPaHe KOMITbIOTepHast THMOPMAaIIMOHHO-
TTOMCKOBAsI IPOrpaMMa JIJIsl Bpaueii-reHeTUKOB U ITeINaTPOB
«CUHTI'EH», HanpaBieHHast Ha iuarHoctuky 1920 cunapo-
MOB, COIPOBOXKAaIIMXCst MHOXecTBeHHbIMU BITP. Yepes
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HECKOJIbKO JIeT 9Ta e JIabopaTopusi CO3AAET ellIE OHY, HE
nMerolIyto aHanoros B ctpaHax CHI', uHdopmalimoHHo-11o-
nckoByto cuctemy «XPOIMC», opueHTUpOBaHHYIO Ha BbI-
sIBJIEHUE CUHIpOMaTbHBIX (hopM BITP xpomocomHoro reHe-
3a, ¢ (PeHO-KapUOTUTTNIECKMMU XapaKTepUCTUKaMK 0oJiee
500 MOJTHBIX Y YACTUYHBIX MOHO- U TPUCOMUI BCEX ayTO-
coM. K 1997 r. 3Tu nporpamMmbl BHEAPSIIOTCS B pabOTy psina
MEINKO-TeHETUIECKUX YIPEKIECHUI CTPAHBI.

B nabopartopuu 6uoxumMuyeckoii reHeTuku B 1998 r.
HA4yaToO HOBOE HAIIPABJICHUE UCCJIEJOBAHUI C MOTBITKOM
reHoTepanuu rnpu Muoratuu JdrormenHa. beimy momyde-
HBI BEKTOPHbIE KOHCTPYKIIMH, CONEPXKAIIKNE TeH JUCTPO-
(buHa nox ynpasiieHWEM IMTPOMOTOPA I'eHa CKEJIETHOTO aK-
TrHa. [TokazaHa Bbicokast 2 (eKTUBHOCTD BBEIEHUST 3TOU
KOHCTPYKIIMHU C TTOMOIIIbI0 MUKpocdep 1 3(hheKTUBHOCTD
SKCIPECCUM UyKEPOIHOTO T'eHa NUCTpodrHA. 3HAUUTEb-
HbI€ YCWIMS MpUIaraanuch JjabopaTopueit 1 HalaxXKuuBa-
HUS KYJIbTUBUPOBAHUST MUOOJIACTOB, KOTOPBIE MOXKHO OBbI-
JIO OBl UCIIOIB30BATh B LIEJISIX TTOCIEAYIONIEr0 TPAaHCTeHO3a
U TpaHcrutaHTauuu. Ho aTa paboTta okazanach 11t KOJIIeK-
THUBA CJIOXHOM, U peain30BaTh YCIEITHOE MaCCOBOE KYJIb-
TUBUPOBaHNE MUOOJIACTOB HE YIaIOCh.

B naGopaTopuu reHeTUUECKOMN IMUAEMUOIOTUU ObI-
Jla co3gaHa MoIlHas riaTdopma U3 MOy LIMOHHO-Te-
HETUYECKUX U MEIMKO-TeHETUYECKHUX TEXHOJOTHU, YTO
obecreymio pa3padoTKy TAKOTO HOBOTO HallpaB/IeHUsT KaK
AMUIEMHUOJIOTUST MOHOTEHHOM HACJIeICTBEHHOM MaTojI0-
TMU B POCCUNCKMX MOMYJISIIIUSX. DTO HampaBJIeHMUE Ja-
JIO BO3MOXXHOCTb HE TOJIbKO M3YyYUTh I'PY3 HACIEICTBEH-
HBIX 00JIE3HEH, €TO CTPYKTYPY M ColepXKaHue (CIEeKTp Ha-
CJIEICTBEHHBIX 00JIe3HEI), HO M UCCIIe0BaTh MPUYMHBI
pa3IM4Uil B 9TUX XapaKTepUCTUKaX, 0OHAPYKMBAEMBbIX
B TIonyJIsAtmsix. YacTh pe3yabTaToOB YHUKAJIbHOW pabOoThI
ATOU TabopaTOPUU U3JOKEHA B YETHIPEX MOHOTPpa(USIX
[]. O6cnenoBaHHOE HaceleHUE, YUCIEHHOCTh KOTOPOIO
JaBHO TMpeBbICWJIA TPU MUJUIMOHA YEJIOBEK, MpeacTaBiie-
HO 0oJIee YeM JeCSIThIO0 STHUYECKUMU TPYIIIaMu, OTHOCS -
IIIXCS K Pa3HBIM SI3bIKOBBIM IpyIIaM ((bMHHO-YTOPCKOM,
TIOPKCKOM, anpiro-abxa3ckoit u ap.). B HUX ObUIM BBISIB-
JIEHBI THICSIYM CeMeil ¢ pa3HOOOpa3HOIl MeHAEIUpPYIoLLeit
naTojiorueii. YcTaHoBJIeHO, YTO BO BCEX POCCUMCKUX TO-
ITYJISIIIUSIX OCHOBHBIM (haKTOPOM, BBI3BIBAIOIIUM UX TU(D-
(hepeHLIMALIMIO IO TPY3Yy U CHEKTPY HACIEICTBEHHBIX 00-
JIe3Hel, saBisieTcs apeiid reHoB, 3¢ GheKTUBHOCTh KOTOPO-
ro BapbupyeT. B 1abopaTopuu 661710 BEpBbIE TPOBEIECHO
KapTUpOBaHUE T€HOB TaKUX HACJEJICTBEHHBIX OOJIE3HEN,
Kak JIaOHHO-TIOMOIIBEHHBIN TUTIEPKEPATO3 W BPOKIEH-
Hasl KaTapakTa, a TAKXKe BBISIBIIEHbBI «<HOBBIE» HACIIEICTBEH-
HbIe OOJIE3HU.

JlabopaTopus HacaenCTBEeHHBIX 00Jie3Heil oOMeHa Be-
1ecTB, Kotopyto ¢ 2002 r. Bo3miaBuiaa K.M.H. E.}O. 3axa-
pOBa, Pe3KO0 yBEJIUUMIIA CIIEKTP TUarHOCTUYECKUX METOJIOB

JUTSL BBISIBJICHUSI IIMPOKOTO KPyra HAacJAeICTBEHHBIX 00J1e3-
Hell HaKOIJICHUST: TTIEPOKCUCOMHBIX, a 3aTeéM — MUTOXOH-
JIpUaJIbHBIX U APYTMX HACJEACTBEHHbIX O0Jie3Heil oOMe-
Ha. B nmpakTuky 1abopaTopuu TOMUMO OMOXUMUYECKUX,
mupoko BHeapsitotcs Meroasl JAHK-nuarnoctuku. Tak,
K HavaTbIM ell€ B 1997 r. paboTtaM 1o aHaau3y crieKTpa
MyTauui npu Mmykonosucaxapuaose II mpucoeaunsiercs
JAHK-auarHocTuka u Ipyrux HacjaeACTBEHHBIX 00Jie3He
obmeHa BeiecTB. B 2004 1. ObLIM onpenesaeHbl CIEKTPhI
MyTalllil B TeHaX MYKOMOJIMCAaXapua030B, COUHTOIUIIH -
JT030B, TAJJAKTO3eMUHU 1-ro TUIa, B IAEPHBIX U MUTOXOH-
JIPUABHBIX Te€HAX IMPU MUTOXOHAPUATBHBIX 00JIE3HSIX.
C KaxIbIM ro0M KOJIMYECTBO HACJIeACTBEHHBIX O0JIe3HEeH
oOMeHa BEUIECTB, JIs KOTOPBIX pa3padaThIBAlOTCS METO-
JIbl IUATHOCTUKU, TTOCTOSTHHO BO3pacTaeT, YeMy Croco0-
CTBYET MCMOJIb30BaHKE TAKOTO HOBOT'O METO1a OMOXUMUYE-
CKOI TMarHOCTUKM, KaK TAaHIEMHasi MacC-CIIeKTPOMETPUSI,
U pacuIMpeHNe apceHaaa COBPEMEHHOI0 aHATUTUYECKOTO
obopynoBaHus. bbla BHeIpeHa KaK OMOXMMUYecKasi, Tak
n JHK-auarHoctrka MHOIMX HacJeCTBEHHBIX O0JIe3HEN
M0 BBICYIIEHHOMY TMSITHY KPOBH, UTO OOJIEIYMJIO JJOTUCTHU-
Ky. Terneps Takue MATHA MTOCTYNAIOT B 1a60OpaTOpUIO, CTaB-
1IyI0 Bemylleid B CTpaHe Mo AMarHOCTUKE, BKJIIOYas MpeHa-
TaJIbHYIO TUarHOCTUKY HACJIEJCTBEHHBIX O0Je3Hel oOMe-
Ha BENIECTB, MPaKTUYECKU CO Bcel Tepputopun Poccum.
B tom xe 2002 r. co3naércsa Jlabopatopusi reHeTU-
KU CJIOKHO HacjielyeMbIX 3a00jieBaHUit BO 1aBe ¢ A.0.H.
A.B. KapnyxuHbsiM. OCHOBHBIM HarpaBjieHUEM €€ pabOThI
CTaHOBUTCSI TEHETHUKA paKa, CHavyajla MOJIOYHOM XeJie3bl, a
3aTeM U IPYrux Gopm, B YaCTHOCTHU, paKa TOJICTON KUILIKKA
(mepBble pabOTHI 1O 3TOM TeMaTUKe B Hallel ctpane). Oco-
OEHHOCTBIO pabOTHI 3TOH TabOpPaTOPUU CTAHOBUTCS TOMCK
YCJIOBHO MOHOTE€HHBIX (DOPM paka; IJisi paka MOJOYHOM
JKeJIe3bl — TO Te ero (hOpMbl, KOTOPbIE 00YCIOBICHBI MyTa-
usmu B reHax BRCAI, BRCAZ2 (uccnenoBaHus ObLIN TTPO-
BeneHbl coBMecTHO ¢ POHII PAMH um. H.H. Bioxuna).
HccnenoBanue mytanuii B reHe BRCA I npu pake MoJo4-
HOM Xese3bl U/Uin IMYHUKOB M0Ka3aao, YTO MyTallusl B
ak30He 20 538 ins C BcTpeuyaeTcst y pOCCUMCKUX OOTbHBIX
B 81% ciydaeB, 4TO MO3BOJIMIIO MPEATONIOXUTh CYLIECTBO-
BaHUe «d(deKTa ocHOBaTes1». M3yueHne paka TOJICTON
KUIIIKY, HAYaTOE C HACJEICTBEHHOTO IMOJIMIT03a TOJICTOU
KUIIIKU, 00yCJIOBIEHHOTO MyTaliusiMu B reHe APC, 3atemM
OBLJIO PACIIPOCTPAHEHO U HA IPYTHe YCIOBHO MOHOTEHHBIE
(opmsbI paka aToro Tuna. B 2006—07 rr. KOJIJIEKTHB Jia-
OopaTopuy HAYMHAET UCCAeAOBAaHUS UHTEPDEPUPYIOLINX
PHK kak cpencrtsa monaBjieHUsI aKTUBHOCTU BbIOPaHHBIX
reHoB. B paMkax pa3paboTKu criocoOOB JieueHUs paka Ha
OCHOBE HAHOTEXHOJIOTU ObliTa CKOHCTPYUPOBaHA PEKOM-
OMHaHTHas PETPOBUPYCHAsI HAHOCTPYKTYpa I JOCTaBKU
M 9KCIPECCUU B PAKOBOU KJIETKE MaJIbIX UHTEP(Epupyro-
mux PHK, criocoOHBIX MOmaBIsTh IefiCTBUE TEHOB, BJIM-
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SIIOIMX Ha e€ XKU3HeCcmocoOHocTh. CocTaBiieHa 9KCIepu-
MEHTaJbHasl aHeab U3 uHrepdepupyomux PHK, npu-
HUMAIOIIUX YYaCTUE B PETYISIIMNA CUTHAIbHBIX KACKaJI0B
MPU pa3HbIX TUIIAX OMYXO0JIeH, a TAKXKe MOJyYeHbIl IIEPBbIe
pe3yJabTaThl MO MOJABAECHUIO IKCIIPECCUU psila TeHOB Ha
ocHoBe PHK-unTepdepeHinu.

B 2002 r. non pykoBoactsom 1.60.H. JI.B. 3anetaena
ObL1a co3maHa JlabopaTopusl AMUTEeHETUKU, TIe BIIEpBbIe
B MTI'HLI Havyanock uccnenoBanue (yHKIMOHATBHOM aK-
TUBHOCTHU T€HOMA, U3y4eHUE METUJIMPOBAHUSI TEHOB U €T0
M3MEHEeHUE NP Pa3IMYHON OHKOJIOTMYECKOI MaTOJOTUM.
Tak kKak MeTWJIMpPOBaHUE MPOMOTOPOB F€HOB MPUBOIUT,
KaK MpaBUJIO, K BBIKJIIOUEHUIO (PYHKIIMU T€HOB U MOXKET
paccMaTpuBaThbCsl B KaueCTBEe OJHOU 13 (popM MyTareHe-
3a, TO TaKOe M3y4YeHUE cOo31al0 0a3y /I OLleHKNU DYyHK-
LIMOHAJIbHOW aKTUBHOCTU F'€HOMA B OITyXOJSIX Pa3HOTO
tuna. JJaboparopueii 6b1710 10Ka3aHO, YTO XUMEPHbIN TeH
TMPRSS2/ERG4 MoxeT ObITh UCITOJIb30BaH KaK AUarHo-
CTUYECKUI MapKep paka MpeAcTaTeJbHOM XeJle3bl; nee-
LM JIOKyca 9p- yalie MporuCXOIUT B OITyXOJISIX C ITOBBIIIICH-
HOI CKOPOCTBIO PeLUIAUBUPOBAHUS, a YACTOTAa aHOMaJIb-
HOTO METWJIMpPOBaHUs reHa RAR, MOBbIIIEHA B OMTYXOJISIX,
HEe CKJIOHHBIX K OBICTPOMY PEIIUANBUPOBAHUIO; B KOXKHBIX
MeJJaHOMax MOBPEKIeHUE KOPOTKOTO Tuieda XpOMOCOMBI 9
M TeHa p 16 IpOVCXOIUT Yallle, YeM B TUCIIIaCTUYECKOM He-
Byce. KoJIJIeKTUB CTAaHOBUTCS OMHUM M3 BEAYIIUX B MUPE
M0 WCITOJIb30BAHUIO aHAIM3a TaK HA3bIBAEMOIO «HETpe-
B3STOTO METHJINPOBAaHUsSI» B OlLIEHKE (DYHKIIMOHAIBHOTO
COCTOSIHUSI TeHOMa B KJIETKaX OIyXoJieil pa3HOro Turma. B
JlabopaTopuu pa3padbaThIBAIOTCS TAKXKE METOMbI TUATHO-
CTUKU IPYTUX HACAENCTBEHHBIX Oonie3Hel. Tak, Oblia co3-
JaHa TEeCT-CUCTeMa /IS BbISIBJICHUSI aHOMaJIbHOTO METUJTU -
poBanus yuactkoB FRAXA, FRAXE u FRAXF, nosBosisito-
ast BBISIBJISITh 99% MeTUIMPOBAaHHBIX ITOJTHBIX MyTalldii B
reHe FMRI nipu cunapome MaptuHa-bes.

B 2002 r. Ha DOJXKHOCTb PYKOBOJIMTES J1abopaTo-
puu JJHK-auarHocTUKM BMECTO yexaBIllero Ha paboTy B
CIIIA O.B. Esrpagona, 66u1 u3dpaH k.0.H. A.B. ITonsi-
koB. C aT0ro MOMeHTa, KpoMme pa3zpadbotku metonos JIHK-
JUArHOCTUKM BCE€ 0oJiee IIMPOKOIro Kpyra HacjleJICTBeH-
HBIX 00JIe3HE, TabopaTopus B pacy€Te Ha BBISIBJICHUE UX
«HOBBIX» T€HOB alIPOOUPYET METOIbI TEHETUYECKOTO Kap-
TUpoOBaHUs. BcKope coTpynHUKaM yaaloch BbISIBUTh «HO-
BBIii» TeH OJJHO 13 (hOpM HEBpPaTbHOU aMUOTPODUU, KO-
TOPBII OKa3ajcsl F’eHOM Jierkux HelipodunameHTos. [1o3-
ke, B2003 1., COTpyAHUKHU BIIEpBbIe B MUPE OOHAPYXKWIU Y
00JbHBIX HeBpaibHOI amuoTpodueii [llapko-Mapu-Tyta
TUIa 2A MyTallMio B reHe MeTachu3nHa. 3aTeM ObLIU BbI-
SIBJICHBI 7 pasIUYHbIX MyTaluii (6 U3 KOTOPHIX paHee He
OIKCaHbl) B TeHE JIJAMUHA Y OOJbHBIX Pa3IUYHbIMU JIAMU-
HOIAaTUSIMU: MbILLIEYHON aucTpodueit Dmepu-peiidyca,
TUJSATallMOHHON KapAuOMUONaTUe, MOSICHOKOHEYHOCT-

HOW MBIIIEYHOUN OTucTpodueir 1 ayTOCOMHO-PELECCUB-
HOW monuHelponarueit. HanbHelnue pe3yabTaThl pa-
60ThI TJabopatopuu JIHK-guarHocTuKKM MOTyT OBITH OXa-
pPaKTepU30BaHbl KaK SKCIOHEHIIMAIBHO PACTYIEe YUCTIO
TEXHOJIOTUIA JUArHOCTUKU BCE OOJIBIIIETO YKCIIA MPEeUMy-
IIEeCTBEHHO MEHIeaMpyolei marojornu. Tak, B 2006 T.
pa3paboTaHbl HOBbIE METOMIBI MOJIEKYJISIPHOW TUarHOCTU-
KU1 15 MOHOTEHHBIX HACJIEICTBEHHBIX 00JIe3HEN U MUKPO-
JeACIMOHHBIX CUHIPOMOB. DTO MO3BOJIWIIO JIAOOPaTOPUU
BILJIOTHYIO 3aHSThCS MPOOJIEMOI TeHETUYECKOI reTepo-
TEeHHOCTM HacJIeCTBEHHbBIX 00JIE3HE B pOCCUICKUX MOITY-
JIIUSIX, KOTOpask BaXKHA U C TEOPETUIECKOM, 1 C TIPaKTH -
yeckoi Touek 3peHus. Jlaboparopus JHK-nuarnoctruku
paboTaeT mpakTUYECKU co BceMu TepputopusiMu Poccun,
nuarHoctupys He MeHee 200 HacaenCTBEHHBIX 0OJIe3HE.
He Oynet npeyBennyeHrneM cKasaTh, UTO 3TO — Beayllast
Jnabopartopus B cTpaHe B oosnactu JIHK-nuarnoctuku Ha-
CJIeICTBEHHBIX OoJie3Hel. JIBe BblllleHa3BaHHbIE J1abopa-
TOpUM pa3paboTajiu fuarHoctuueckue aaroputmol JTHK-
JMUArHOCTUKH JIJIST IIIMPOKOTO KPyra MEHAEIMPYIOIINX Ha-
CJIeICTBEHHBIX 00JIE3HEl, UCTIOJIb3YS OOIIMPHBII MaTepua
10 3TUM 3a00JIEBaHUSIM, PEITPE3EHTATUBHBIN, ITO KpaliHei
Mepe, U1t OCHOBHOTO HACEJICHUS CTPAHBI.

IMocnennue nekaapl XX BeKa XapaKTepU30BAJINUCH B
MUPOBOII HayKe U, OCOOEHHO, B FT€HETUKE, PE3KOW «MO-
JIEKyJISIpU3aleil» U «KOMITbIOTeprU3allMeii» METOI0B HC-
caenoBaTesbckoit padoTel. HecMoTpst Ha Bce (hpuHaHCOBBIE
TPYAHOCTH, HE OCTaJICSI B CTOPOHE OT 3TOU riodabHOMU
TeHAeHIUU 1 KosuleKTuB LlenTpa. O003HAUMINCh 3aMET-
HbIE CIIBUTY B €T0 CTPYKTYPE U TEMaTHKE.

B 2004 r. B coctabe MI'HLL PAMH nepecraio cyiie-
CTBOBATh pa3zesieHue Ha nBa MHCTUTYTa, T.K. UX TeMaTHUKa
cTajia OueHb CXOAHOM. JlupekTopoM BHOBb eanHOro LleH-
Tpa B 2004 r. 66L1 U36paH akagemMuk PAMH, npod. Esre-
Huit KoncrantuHosua ['mHTED.

CtpykTypa HaydHbIX noapasaenenuit MI'HII ctana
BBITJISLIETh CAEAYIOIIMM 00pa3oM: OTAe] MOJEKYISIPHO-
OMOJIOTMYECKUX U OMOXUMUYECKUX UCCIIeIOBaHU, B KO-
TOPBII BXOAWUIU JaO0OpaTOPUsI MOJIEKYJISIPHOM OUOJoruu
C TPYIION KJIETOUHBIX KYJbTYp, BO3IJIaBiasiemMas 1.0.H.
H.H. Beiiko, o0CHOBHBIM HallpaBJIeHUEM UCCIETOBAaHUI
KOTOPOIi CTajo u3ydyeHue hyHKIIMOHATbHOU pOn BHE-
kieroyHoil JIHK B HopMe U npu maTojioruu; jaboparo-
pUs HacJIeACTBEHHBIX 00JIe3Hel oOMeHa BelecTB (K.0.H.
E.YO. 3axapoBa); nabopatopusi JAHK-guarHoctuku
(k.6.H. A.B. ITonskoB); nabopaTopusi MOJEKYISIPHOU
FeHEeTUKM CJIOXKHO HacjieAyeMbIX 3a00eBaHuil (1.0.H.
A.B. KapnyxuH.); rpynmna 6uorexHosnoruu (B.B. Yect-
KOB); TpyMIia MoJieKyasipHo# reHeTuku (n.0.H. B.H. Ka-
JIMHUH); J1abopaTOpuUX MaTeMaTUYeCKOro MOJAEIUpOBa-
HUSI TeHeTUuYeckux rmpoueccon (1.0.H. A.H. YUeboTapén);
obuieii mutoreHeTuku (n.6.H. H.A. JIsanyHoBa); reHeTU -
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ku pa3putusd (akagemuk PAMH B.U. UBaHoB); UMMYHO-
reHeTUKU (pyK. JI.A. TIeBHULKMIT); TeHETUUECKOM DU~
nemuojoruu (akagemuk E.K. I'mHTep, mo3xe — 1.M.H.
P.A. 3MHYEHKO); 9KOJOrnYecKoi reHeTuku (1.6.H. B.A.
CnuibiH); snureHeTuku (a1.6.H. [1.B. 3anertaeB); reHe-
TUKH HapymeHuii pernponykunu (n.6.H. JI.®. Kypuio)
— el oHa BHOBb CO3aHHas JabopaTopus, u3opas-
asi CBoeil TeMaTHKOM M3ydyeHUe TeHeTUKY raMeTOTeHe -
3a ¥ er0 HapyIIeHWI TIPU pa3INnIHbIX TUITaX OCCIIONMSI.
BoabIIMHCTBO MepeynciIeHHbIX JabopaTopuit, KpoMe
BHOBb CO3TaHHBIX, MPOIOJIKAIU BBIITOJHSTH UCCIIEI0-
BaHWsI, OXapaKTepU30BaHHbBIC B MIPEABIAYIIEM pasielie.
KinnHuyeckuii ceKTop COCTOSIT U3 HaAyYHO-KOHCYJIbTa-
tuBHoro otaena (HKO) ¢ monukinHuyeckuM otaese-
HUeM, KOTOpbIit Bo3riabisii A.M.H. [letpun A.H., a no3-
ke — akageMuk PAMH E.K. 'mHTep, 1 HayYHO-KJIU-
HUYECKOro OT/Aesla MyKOBUCIMI03a MO PYKOBOACTBOM
n.m.H. H.U. Kanpanosa. Kpome Toro, B cocTtaB j1abopa-
TOPUIA TpeHATATbHOM TMarHOCTUKM, HACTEICTBEHHBIX 00-
Jie3Heil ooMeHa BentectB, JJIHK nuarHocTuku, reHeTUKM
HapyIIeHWI PENPOAYKIIMA U TeHETUYECKOW 3MUIEMMUO0-
JIOTUH OBLTY BBEICHBI TPYIIITHI Bpaueii-reHeTUKOB 1 Bpa-
yeit 17a00paHTOB-TEHETUKOB.

B 2004 r. ot 1ab60opaTOpUM reHETUUECKON DIUIEMU-
OJIOTMH OTIIOYKOBAIACh JJabopaTOpHsT TOIYJISIIIMOHHOMN
TeHEeTUKU Mo/ pPyKoBOoACTBOM 11.0.H. E.B. banaHnoBckoii.
DT0 moApaszaeeHe aKTUBHO BKJIIOUWJIOCH B BBITMIOJIHE-
HHME MeXIyHapOIHOM MporpaMMBbI 110 TeHoreorpaduu Ha-
CeJICHUST OMKYMEHBI, TPoJeIaB KOJOCCATbHYIO padOoTy IO
M3YyYEHUIO TeHETUYECKOTo pa3Hoo0pa3yrsi cHavajaa MUTO-
xonapuanbHoii JIHK, morom JIHK Y-xpoMocombl u siaep-
Hoit JHK B monynsinusix 6siBiiero CCCP.

B 2008 r. B LleHnTpe ObL1a cchopMupoBaHa JadopaTopust
TEHETUKM CTBOJIOBBIX KJIeTOK (1.0.H. JI.B. IN'onpamTeiin).
B pamkax pa3paOOTKH MOAXOMOB KJIETOYHOM Tepariu J1a-
6eta [-ro TrITa 3TUM HayYHBIM KOJIJICKTUBOM ObLIA yCITEIII-
HO TIpoBeeHa TpaHCMEKIINST KYIbTYp MYJIbTUIIOTEHTHBIX
CTPOMAJIbHBIX KJIETOK M3 XXMPOBOM TKAaHU YeJIoBeKa Ipe-
rmapaTaMy peKOMOMHAHTHBIX TICEBI0aJICHOBUPYCHBIX Ha-
HOCTPYKTYp, Hecylux reH PDX1 yenoBeka

B Buie caMoCTOSITETbHOM eMHUIIBI CYIIECTBOBAJIA aKa-
nemuueckas rpynra rnpu akagemruke PAMH H.I1. bouko-
Be, M03Xe OHa TpaHC(HOPMUPOBATIACh B 1aO0OPATOPUIO MY-
TareHe3a. E€ coTpyIHUKU He TOJIbKO COXpaHUIN OCHOBHbIE
HarmpaB/IeHUsI UCCJIEIOBaHUI B 00JIaCTH MyTareHesa, HO U
CTaJii pa3pabaThIBaTh METOMIBI TPAHCHEKIIMU ME3CHXNM-
HBIX MYJBTUITIOTEHTHBIX KJIETOK CTPOMBI TeHHO-WHXXEHEep-
HOI KOHCTpyKILIMe# ¢ reHamu aHruoreHeza VEGF u ANG.
OTta paboTta Oblja HalpaB/ieHa Ha OCBOEHUE reHOoTeparuu
HEKOTOPBIX COCYAMCTBIX 3a00JIeBaHUI U CcTajla OTHOW U3
MEePBBIX, €CJIM He TIEPBOIA, 110 MCITOIb30BAaHUIO TEHOTEpa-
MUY JUTST JICYSHUS.

B 5T rozipl B 1ab0paTopru TeHETUKM CIOXKHO Hacllenye-
MBbIX 3200JIeBaHUI OBLJIO YCTAHOBJIEHO, YTO MHTMOMPOBAaHKE
reHoB Birc7 u MCM4 manbimu untepdepupyrommmu PHK
MPUBOJUT K 3HAUUTEIBHOMY arlONTOTUYECKOMY D hEKTY,
TO3BOJISIIOIIEMY MCTOIb30BaTh XUMUOTEPAIIeBTUIECKUIA Ipe-
napaT OKCaJIUIUIaTUH MPU KOJOPEKTATBHOM PaKe B HU3KUX
KoHueHTpaiusix. [TokazaHa BO3MOXKHOCTb UCIOIb30BaHUS
aKcrpeccuu reHoB Sur, MMP7w hTERT B nuarHOCTUKe pa-
Ka XeJyaKa, a Takke B ero audgepeHIuanbHOi AMarHOCTUKE
¢ 10OpOKaYeCTBEHHbIMU 3a00JIEBAHUSIMU TaCTPOAYONEHATb-
HOI1 30HbI Ha (hOHE XPOHMUYECKOTO BOCTIAJICHMS.

B nabopaTtopuu npeHaTaqbHONM AMAarHOCTUKU OTHUM
U3 OCHOBHBIX HaIlpaBJICHUI UCCAENOBAHUI CTAaHOBUTCS
BoIsiBIeHUe KieTok U JIHK miona B KpoBu GepeMeHHOM
>KEHIIUMHBI. JIJIs1 9TOr0 UCIOIB3YIOTCS pa3Hble MOAXOIbI.
B yactHOCTH, OBLIM MOJYYEHBI HOBbIE JaHHbBIE O CMEIl-
UOUIHOCTU dKCIIpeccuu mianeHTapHoro reHa PLAC4 B
TU1a3Me KpOBM OepeMEeHHBIX KeHIINH, KOTOPhIE MOTYT
OBITh UCTIOJIb30BAHbI 11 HEMHBa3UBHOU AUAarHOCTUKU
oosie3Hu JlayHa y miiofa, Tak Kak OHU CBUIETEJILCTBYIOT O
HaJIMYMU KJIETOK XOPMOHA B KPOBU Y MaTepU.

JlaGopaTopust monyasaLMOHHON T€HETUKHU CO3AAET
KapTorpaduyeckuii atjiac U3MEHYMBOCTHU TarJIOrPyIIn
Y-xpoMmocombl HacesieHus: EBporbl; B HEM MTOKa3aHa II-
pPOTHast U3MEHYMBOCTh, COTIACYIOLIASICS C O0IIeeBpOTeli-
CKHUMU TPEHIAMM STHUX TaIllJIOrPYMIl, BBISIBIEHO CXOICTBO
«CpEeMHEPYCCKOTo» reHOMOHIa ¢ IPYTUMU BOCTOYHO-CJIa-
BSIHCKMMU HapojaMu M Haponamu [ToBOKbSI, OTIMYUS
Pycckoro Cepepa. B 2008 r. B 1abopaTopuu ObLIU BIiep-
BBI€ MOJYYEHBI OLIEHKM CTPYKTYPhl FTeHO(POHAOB YKpanH-
11eB, 6EJIOPYCOB U MOJIOXKEHUST PYCCKOT0 Hapoa B 001ieM
reHodoHae HaponoB EBpornbl no ramtorpynmnam MTAHK
1 MapképaM Y-XpOMOCOMBI.

B 2013—14 rr. B LleHTpe nosiBisieTcst 000pyaoBaHUE,
U Cpa3y B HECKOJbKHUX MOIpa3IeeHUsIX, OCOOEHHO B Jia-
ooparopun JJHK-guarHoctuku, HaumHaeTcsl OCBOEHUE
1 UCMOJb30BaHUE METOAOB CMKBEHCAa HOBOTO MOKOJIe-
Hus (NGS).

JlaGopartopueli SIMIeHeTUKHU B 9TO BpeMsI ObLIO yCTa-
HOBJIEHO, YTO B Ka4eCTBE MapKepoB HEeOJIaronpusiTHO-
ro MPOrHo3a Mpu HEMEJKOKJIETOUYHOM pake JIETKOTO MO-
TYT paccMaTpUBAThCS ajIeIbHbIE HAPYIIEHUS JIOKYCOB
D2S405, D3S1300, runepmeTuaupoBaHue MMpOMOTOPOB
reHoB RASSFIA, FHIT, DAPKI, cHuxXeHue 3KCIpeccuu
mukpoPHK let-7a miR-155 B ornyxosieBoii TKaHU; B Kaye-
CTBe MapkepoB nudbepeHINaTbHON TUarHOCTUKM TLTO-
CKOKJIETOYHOT'O paKa JIETKOro OT APYIMX TUIOB paKa JIErKo-
To — MOTePs FeTePO3UTOTHOCTHU U/ U MUKPOCATEJITUTHAS
HecTabuabHOCTh JJokycoB D9S925, D17S938, aHomab-
HOE MeTWIMpoBaHUe MpoMoTopoB reHoB CDH I u CD44.

B naGopatopuu MoJeKyJIsIpHOI OMOJOTUU K €€ Tpa-
TUIIMOHHOI TeMaTHKe N00aB/sIeTCS aHaIN3 BIUSHUS Ha-
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HOMaTepuaaoB Ha FTeHETUYECKUI armapar KJIeTKU. YcTa-
HOBJIEHO, UTO IUMEPHbIE OMCOeH3MMIIa30JIbl 1 BOAOPAC-
TBOPUMBIE ITPOU3BOIHBIE (DYIITIEPEHOB CHIKAIOT YPOBEHbD
OKMCJIUTEILHOTO CTpecca B MUTOXOHIPUSIX, MHIYLIMPO-
BaHHOTO OKMcyeHHoM BHekiaeTouHol JIHK, 3HaunTenbHO
cHkas BnusiHue BHekeTouHoit JIHK Ha skcnipeccuto re-
HOMa B HOpMaJIbHBIX M PAKOBBIX KJIeTKaX yejioBeka. Briep-
BbI€ TTOKA3aHO, YTO TUMEPHbIE OMCOCH3UMMIA30JbI MOTYT
OBITh PEKOMEHI0BaHbBI K UCITOJIb30BAaHUIO B KauecTBe (-
(beKXTUBHBIX PamTUOIIPOTEKTOPOB.

JlaGopaTopust reHeTU4YeCcKOol SMUAEMUOJOTUN YCTIEIITHO
MPOJOJIKaeT reHoreorpadyeckue UccaenoBaHUs MEHICN-
pYIOIIeli MaTOJIOTMK B HOBBIX, €I1I¢ He M3YYEeHHBIX, TTOTTYJIsI -
mmsix Poccun. Kpome Toro, mosiydeHo sKCrepuMeHTaTbHOE
MOATBEPXKICHUE HOBOTO MEXaHU3Ma PEryJIsIIIMU SKCIIPECCUU
T€HOB — MTOCTTPAHCKPHUITIIMOHHOM TMTO3UTUBHOM pEryIsiiun
LM C-aHTUCMBICTIOBBIX TPAHCKPUITTOB BIIEPBBIE C MCITOIB30-
BaHMEM MOJaBJIeHUs dKCMpeccuu (HOKIayHa) OJHOIO TeHa
Ha npumepe reHoB RICS8A u SIRT3.

B 2013 r. Hauanach nepecTpoiika akageMU4YecKoii Ha-
VKU, 3aKOHUYMBIIASICS CIUsTHUEM Tpeéx akanemuii (PAH,
PAMH u PACXH) c ob6pa3zoBaHuem eauHoit — Poccuii-
ckoit akanemuu HayK (PAH). Coznaercs ®denepaiibHoe
areHTCTBO Hay4yHbIX opranm3anuii (PAHO) — monpas-
JieJieHue, Mpu3BaHHOe 00ecneynTh 3G GhEKTUBHOE YIIpaB-
JIeHWe UMYIIecTBOM AKageMun. it akaneMU4ecKuX MH-
CTUTYTOB 3TO OBLIO CJIOKHOE BpeMsl, KOTOPOE HE MOTIJIO
He cKa3aThCs Ha MPOAYKTUBHOCTU UX paboThl. Tem He Me-
Hee, Hay4yHas pabota B LleHTpe aKTUBHO MPOI0JIKAIaCh.

C 2014 r. nupextopom ®I'BHY MI'HII sBaseTcs
I.M.H. (¢ 2016 r. uneH-koppecnionneHT PAH) Cepreit MBa-
HoBuY Kyues. B ctpykrype LleHTpa nosiBisieTcs 1abopato-
pyst GYHKIIMOHAIBLHON F’eHOMUKH (PYKOBOIUTENb — K.0.H.
M.1O. Cxo06:10B), BbIASIUBILIASICS M3 COCTaBa JJabopaTopuu
reHeTHYecKoi anuaeMuonoruu. A K.M.H. A.B. JIaBpoB u3-
OupaeTcsl pyKoBoaWTEIeM JabopaTopuy MyTareHesa, oc-
HOBHBIM HampaBJIeHUEM KOTOPOIl CTAHOBUTCS PEIaKTUPO-
BaHMe reHoMa ¢ 1eJibto reHoTepanuu (¢ 2019 r. pykoBoau-
TeJb Jabopatopuu MyTareHe3a — K.M.H. E.C. BopoHuHa).
B 2015 r. coTpynHrMKaMu BIiepBbIe ObLIY BbISIBJICHBI MTPO-
THOCTUYECKHU 3HaYUMbIe nrbdhepeHIInaTbHO SKCIPEeCcC-
poBaHHbIe TeHbl 18 MUPHK y manneHToB ¢ XpoHUYECKUM
muenoneiikozom (XMJI) ¢ onTrMabHBIM OTBETOM U C He-
ynaueil Tepanuu uHruoutopamu tuposuHkuHaz (MTK).
Pa3Huia B ypoBHe 9KCIIpeCCUU MEXAY IpyMnIiaMu cOCTa-
Buja ot 1,32 o 26,5 pa3. Beiiu oGHapyKeHbI acCoLMalin
KOMOMHALIMI TeHOTUIIOB BapMalluii ynicia konuit 12 re-
HOB IIMTOXPOMOB M CHUCTEMBI JEKTOKCUKAIIMU KCEHOOM-
OTUKOB C KaueCTBOM OTBeTa 00JibHbIX XMJI Ha Tepanuio
WUTK. B 2019 r. B LleHTpe Obl1a opraHu3oBaHa Jlabopa-
TOPUST PEIaKTUPOBAHUS TeHOMa (PYKOBOIUTETh — K.M.H.
C.A. CMUpHUXUHA).

HAYYHO-NPAKTUYECKAA AEATEJIbHOCTb
WHCTUTYTA MEAULIMHCKON FTEHETUKWU

N MEQUKO-TEHETUYECKOIO

HAYYHOI'O LLEHTPA

Baxnyo poiab MHCTUTYT MEAUIIMHCKOM T€HETUKH
AMH CCCP crpirpan B co3maHUM HayYHbIX U OpraHu3a-
LIMOHHBIX OCHOB MeAMKO-TeHeTnueckoii cinyxont CCCP,
KOTOpasl B Hallleil cTpaHe Hayaia (hopMUPOBaAThCS ¢ KOHIIA
60-X roI0B MPOIILTOrO CTOJNIETUS. DTO KacaeTcs, B MEPBYIO
ouepelib, onpeneieHus LeJei U 3aaa4 MeuKO-reHeThye-
CKUX KOHCYJIbTallMii, METOJI0B PaOOTHI Bpaueli-reHeTUKOB
U Bpaueii-1abopaHTOB-TeHETUKOB, MOTPEOHOCTEl B MEIH -
KO-T€HETUYECKOM KOHCYIbTUPOBAHUU U IPYTUX ITPOOIEM.

6 Hos1Opst 1969 1. TostBMIICS [TprKa3 MUHKCTpa 3pa-
BooxpaHeHnst CCCP B.B. INetposckoro 3a Ne 813 «O6 op-
raHM3alluM KOHCYJIbTATUBHBIX KAaOMHETOB 11O MEIM-
IIMHCKOU reHEeTUKe B PECIyOJMKAaHCKUX, KPaeBbIX, 00-
JIACTHBIX OOJIbHUIIAX» C TPEANMCaHUEM OPraHM30BaTh
20 KOHCYAbTaTUBHBIX KaOMHETOB: B 13 pecnyosnkax CCCP
1o ogHOMY, a Ha YKkpauHe 1 B PCOCP — 2 1 5 kabuHeTOB
cooTBeTcTBeHHO. B IIpukase Takxxe ObLIM yTBEPKACHbI
«BpeMeHHOe MosiokeHue 0 KOHCYIbTATUBHOM KaOUHETE M0
MEIULIMHCKOM TeHeTnKe» U «BpeMeHHbIe ITaTHbIe HOP-
MaTUBbI METUILIMHCKOTO ITePCOHAaIa KOHCYIbTaTUBHBIX Ka-
OUHETOB IO MEAULIMHCKOM FeHETUKE», @ TAKXKE HAaMEeUeHbI
MepbI 110 MOATroToBKe crenuanuctoB. BececoroszHomy HUN
COLIMATbHOIM TUTUEHBI M OPTaHM3alIMK 3PaBOOXPAHEHUS
um. H.A. Cemaiko copmectHo ¢ UMI npeamnuceiBaioch
10 1973 r. noAroToBUTh Ha OCHOBE aHAIM3a NS TETbHOCTH
CO3IaHHBIX KAOMHETOB IO MEAMILIMHCKOW TeHETUKE TTpei-
JIOXEHUSI 110 COBEPIIEHCTBOBAHUIO UX pabOThl. TakuM 00-
pa3oM, 5TUM MPUKA30M ObLIO MOJOXEHO peagbHOe Haya-
JIO CO3aHUI0 MeNUKO-TeHeTnyeckoi ciyxobl B CCCP.

B 1972 r. B UHCcTUTYTE ObLIa OPraHM30BaHa MEIUKO-
reHeTuyeckasi KoHcyaptauus (MI'K), rne HayuHbie co-
TPYAHUKHU TIPOBOIMIIA TIPUEM CEMeli C HaCJIeICTBEHHOM
naToJjiorueii Ha oO1IecTBeHHbIX Havanax. Llens Takoii ge-
SITEJIBHOCTU — pa3padoTKa HayYHbIX OCHOB MEIMKO-Te-
HETUUYECKOTO KOHCYJIbTUPOBaHUs. DTa paboTa Obljia Moj-
nepxana [lenmapraMeHTOM 31paBoOXpaHeHUs1 T. MOCKBBI.
B wacTHOCTH, OBIIM BBIACIEHBI U IHCTHUTYTA HOTTOTHY-
TeJIbHBIE IITAaThl Bpaueil FeHETUKOB, CPEAHETO Y MII/IILIETO
Hay4yHoro nepcoHajna. [ToMumo aToii paboThl COTPYIHU-
KU MEIMKO-TEHETUYECKOM KOHCYJIbTAlIMK pa3padaThiBaIn
MpobJeMy TeHEeTUUECKO 00YCIOBIEHHOCTY KJITMHUYECKOTO
noauMopdu3Ma HacaeACTBEHHBIX Oojie3Hel. Ha aTy Temy
ObLT 3aIUMILIEH psiA KAHAWAATCKUX AUCCepTaLUiA.

B teuenue 20 ner UMT" AMH CCCP npoBoaui 60.1b-
11y10 paboTy Mo pa3paboTKe OpraHU3alMOHHbBIX TPUHIIM-
noB MI'K u pelieH110 HayYHO-METOAUYECKUX OCHOB ITOM
cay>k0b1. PaboTa npoBoauaach B TECHOM KOHTaKTe ¢ Mu-

ISSN 2073-7998

45



NCTOPUA TEHETUKIA

HuctepcTBOM 3apaBooxpaHeHust CCCP. Meauko-reHe-
TUYecKasl cayx0a B Halleil cTpaHe chopMupoBaiach Ha
OCHOBaHUU HecKoJibkuX [1prkazoB M3, B cocTaBieHUU
M BBITIOJITHEHWH KOTOPBIX IO PYKOBOACTBOM aKaaeMuKa
AMH CCCP H.II. boukoBa akTUBHOE y4acTue MpUHU-
Masii HaydHble coTpyaHuku MT'K MHcTuTyTA.

IMpuxazom Ne 1120 ot 31 okts16pst 1979 1. «O cocrosi-
HUU 1 Mepax I10 JaJIbHeHIIeMy YIyIIIeHUIO TPopUIaKTh-
KU, TMAarHOCTUKU U JIEUEHUs] HAaCIeACTBEHHBIX OOJIe3HEe
Ha UMTI" AMH CCCP 6b111 Bo3ioxeHbl pyHkunu LleH-
Tpa MEIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS C MO -
TOTOBKOM KaJpoB [T BCell cTpaHbl. IHCTUTYT OTHeccs K
3TOMY TopyuyeHU0 MuH3apaBa ¢ OOJbIION OTBETCTBEH-
HOCTb10. Ero cOTpyIHUKY ONpenesijiv He TOJIbKO CTpaTte-
TUI0, HO ¥ TAKTUKY COBEPIIIEHCTBOBAHMSI MEIUKO-TEHETH -
YeCcKOM CTy>kKObI B CTpaHe, 0Ka3bIBaJld KOHCYJIBTATUBHYIO
TMOMOIIb KaK CEMbSIM ¢ O0JIbHBIMU HACJIEICTBEHHON NMaTo-
JIOTUEH, TaK ¥ COTPYITHMKAM MEIUKO-TeHETUISCKUX KaOu-
HETOB M KOHCYJIbTAIIUIA, TIPHUE3XKaBIINM CO BCEil CTpaHBbI.

C uenpio pa3pabOTKM OpraHM3alMOHHBIX OCHOB Me-
JMUKO-TEHETUYECKOT0 KOHCYJIbTUPOBAHUS ObUT 3aKII0UEH
Horosop mexny UMI' AMH CCCP 1 MHCcTUTYTOM CaHu-
TtapHoro npocseleHuss M3 CCCP. B 6osbiiom Kojnye-
CTBE OBUIM BBHINYIIEHBI HATJISIAHBIE TTOCOOMS IO Pa3HBIM
BOIpOCaM MEIWIIMHCKOI TeHEeTUKHU JJIsl Bpadyeil U Hace-
JieHnsT (OYKJIETHI, MTAaMSITKH), BB HAYYHO-TTOITYJISIPHBIC
CTaThM B raseTax u XypHayax. OpraH1M30BbIBAJIMCH BBICTY-
TUIEHUS T10 paauo U TeaeBuaeHuto. [IpoBoawiuck onpo-
ChI Bpauell U HaceJeHUSI TI0 OTNIPpeIeICHUIO YPOBHSI 3HAHU I
M0 TEHETUKE C LIeJIbIO YIyJIllIeHUs X o0ydyeHust. B acnu-
paHType U Ha pabouymrx MecTax ObLIU MOATOTOBIEHbBI OKO-
Jio 20 Bpaveli U3 pa3HbIX pecnyoauk aist padoTel B MT'K.

B nocnenytomiue ronsl MHCTUTYT ChIrpall BaxKHYIO pOJIb
B ToarotoBke npukaza M3 CCCP 3a Ne787 ot 12 utoHs
1985 r. «O Mepax 1o gajabHel1eMy pa3BUTUIO MEIUKO-Te-
HETUYECKOI MOMOIIM HACEJIEHUIO», B KOTOPOM YIEISI0Ch
0oJIbIIIOe BHUMaHUE MOAroToBKe Kaapos 11 MI'K Ha ka-
enpe menuumHckoii reHetuku LIOJIMYB.

Haxownen, cormacHo Ipukasy No374 ot 13 mas 1988 1.,
B HOMEHKJIaTypy BpauyeOHbIX CIIEIMATIbHOCTEN U Bpaueo-
HBIX TOJDKHOCTE OBUTM BIIEpBbIC BBEACHBI TaKUE JTOJIK-
HOCTH, KaK «Bpay-reHeTHK» 1 «Bpad-J1a00paHT TeHETUK>.
CriemyeT 3aMeTUTh, YTO 3TO MPOU3OIILIO paHblile, yeM B EB-
pore u AMepuke.

MHCTUTYT TakKe ChIrpall BaXKHYIO POJIb B MIOATOTOBKE
IMpukaza M3 PO Ne316 (1993 r.) «O nanbHeiileM pa3Bu-
TUU MEAUKO-TEHETUYECKO ClIy>KObl MUHUCTEepCTBA 3/1pa-
BooxpaHeHUs Poccuiickoii @enepanin», TOIOXKEHUS KO-
TOPOTO JEWCTBYIOT U B HACTOSIILIEE BPEMSI.

B pesynbraTe peanmmzanmm 5TUX pacropstkeHnii M3 PO,
a takxke [IprKa3oB Mo mpeHaTaJIbHOM AMarHOCTUKE U HEO-
HaTaJJbHOMY CKPUHMHTY B CTPaHe CJIOXMIACh TOCTATOYHO

CTporasi TpexXypoBHEBasi CUCTeMa OKa3aHUs MEIUKO-TeHe-
TUYEeCKOI MoMoly HaceseHuto. [1epBblii ypoBeHb TIpe-
ctaiieH 80 MI'K, koTopble pacnojioxKeHbl B OOJbIIMHCTBE
cyobekToB Poccuiickoit Denmeparin, 10 13 HUX BBITIOHS -
10T GYHKIMU MexXpernoHanbHbIx MI'K — 3T0 BTOpOIi ypo-
BEHb CITy>KObI, TpeTHUii TIpecTaBieH ceMblo DerepaabHBIMU
LIEHTpaMM, OJHUM U3 KOTOpbIX siBisieTcss MI'HII.

YTo KacaeTcss HayYHO-METOAMYECKUX TTPUHIIUIIOB
MTI'K, To oHU aKTHUBHO pa3pabdaTbIBaIMCh B HAYYHOM
TPYMIIe TI0 MEIUKO-TEeHEeTUUECKOMY KOHCYJIbTUPOBAHUIO.
B onpenenénHoil creneHu 3¢ GEKTUBHOCTH TaKUX pa3pa-
00TOK crocoOCTBOBaJIa COBMECTHasl HayyHas TeMa UMT
(coTpynHUKM Ha3BaHHO rpymnmbl) 1 Kapiosa YHuBepcu-
TeTa (COTPYIHUKM TeHeTUYECKOM KOHCYIbTaluu T. [1pa-
ru), yrBepxxnéHHags AMH CCCP. OnHa ycrnieniHo BbINOJI-
Hstach B TedeHue 15 et c 1975 r. mo 1990 r. PesynbTaTom
3TOT0 COTPYIHMYECTBA OBLIM CTaThM B XXypHaJlax, B TOM
yucie 3apyoexxHbix; 11 nucceprauuii (¢ 00enx CTOPOH),
B TOM YKCJie — 2 TOKTOPCKMX. [ JTaBHBIM UTOTOM COBMECT-
HOI1 pabOThI OBIJIO HAMMMCAHKE YXKe YITOMSIHYTOI MOHOTpa-
un «HacnencTBeHHbIE CUHAPOMBI M METUKO-TeHETUYE-
CKO€ KOHCYJIbTUPOBAHUE».

B 2005—08 rr. cHavana gupextop 'Y MI'HLI PAMH
E.K. T'mHTep, a 3aTeM 3aMeCcTUTENIb AUPEKTOpa IO Hayd-
Hoii pabote B.JI. MxxeBckas, siBassich akcrepramu BO3,
MPUHUMAJIA aKTUBHOE ydacTue B coBellaHusx Komure-
Ta akcneptoB OTaena 30paBOOXpaHEHUs MEXITPAaBUTEb-
cTBeHHOI opranu3anuy CoseT EBporibl, TpOBOIUBIIMXCS
C LIeJIbIO TTOITOTOBKM ITaKeTa JOKYMEHTOB 110 COBEPILIECH-
CTBOBAaHMIO OpTraHU3allMy MEAUKO-TEeHETUYECKOU CIyXK-
on1 B EBporie.

OBLECTBEHHO-HAYYHAA AEATEJIbBHOCTb

KonnexktuB MHcTUTYTA MEIUITMHCKOM TeHeTnKu AMH
CCCP ¢ camoro Hayaja ero CTaHOBJIEHUST 0Opaliag BHUA-
MaHME Ha IMMPOKOE PacIpoCTpaHEHUE MEIUKO-TeHETH -
YECKHMX 3HAHUI B pa3HbIX ayIUTOPHUSIX (MOJIONbIE YUEHBIE,
Bpayuu, nmpernojaanBaTean By30B). C 3TOI 11e1bl0 OpraHn30-
BBIBAIMCH Beuepa B [1oauTexHUIecKoM My3ee U B CAaMOM
WHcTuTyTe mpoBOAMINCHh KOH(DEPEHIINM, CUMIIO3UYMBI,
paboTsl nmpenctassuiuch Ha BIIHX. B 1972 r. 6pu1a npo-
BeleHa 1-4 1IKoJia MOJIOABIX YY€HbIX B KasaHu, opraHu-
30BaHHas1 MHCTUTYTOM, B KOTOPOI IPUHUMAJIH y4acTre B
KayecTBe JJEKTOPOB €ro BeAYIINe TeHETUKY 1 KITMHUITUCTHI.
DTa 1IKOoJa chirpana poJib B ipusBiedyeHun B UMI mono-
IBIX KaIpoB. DTa M MOCIEIYIOIIE IITKOJbI MOJOIBIX yue-
HbIX: B PocToBe Benukom, 3BeHuropone 1 Mockse, riae 4m-
TaJUCh JIEKIIMU TTPAKTUYECKN BCEMU TeHETUKAMM CTapIiie-
IO TIOKOJICHMSI, TIPOXOIMJIU B YIUBUTEIbHO He(OpMaIbHOMI
00CTaHOBKE MOCTOSIHHOTO OOIIEHUS MOJIOJEXHU CO CTap-
IIMM TTOKOJIEHHMEM TeHeTUKOB. OHM HEMaJIo CIIOCOOCTBO-
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BaJIM pacpoCTpaHEHUIO MEIULIMHCKOM FTeHETUKU, Hepe/ -
KO COIPOBOXIABIIIEMYCS BIIOCAEACTBUM CO3TaHUEM CITe-
LIMAJIbHBIX TEHETUYECKHUX MOApa3aeJeHUI B KIMHUYECKUX
MHCTUTYTAX, B T.4. B UHcTUTyTe ncuxuatpu AMH CCCP,
Hucrturyte HeBposoruu AMH CCCP u npyrux MeauimH-
CKMX yupexaeHUsIx MOCKBBI U 3a TpeaeaMu CTOJIULIBI.

151 pa3BUTHSI MEIULIMHCKOM T€HETUKU B CTpaHe 00JIb-
11oe 3HauyeHue nuMmea pabora HayuHoro coBerta mo me-
mnunHcKoit reHeTnke AMH CCCP. @dyHKIINY TOJIOB-
HOI opraHM3aliMy coBeTa ObLIM BO3JIOXKeHbl HA MHCTUTYT.
OcylecTBsJIach KOOpAWHAIMS IJIAHOB Hay4YHBIX padoT,
BKCIIepTHAasl OLIEHKA OTUYETOB Ha PETYJISIPHO TTPOBOAUMBIX
3acelaHUsIX, KOTOPbIe BBIMOJHSIN He TOJIbLKO OpraHu3a-
LIMOHHBIE 3aJauu, HO U ObLIM XOpOILlel IKOJON AT UX
YYaCTHUKOB.

B 70-¢ roas! nponutoro seka UMI' AMH CCCP 6511,
10 CYIIEeCTBY, eAMHCTBeHHBIM yupexxaeHueM B CCCP, rae
1eJieHaInpaBJIeHHO FTOTOBUJIMCH Kaipbl MEAULIMHCKUX Te-
HEeTUKOB. ExxeronHo MHCTUTYT MpUHUMAIT B aCTIMPAHTYPy
¥ OpAVHATYPY 6—8 4eI0BEeK, B TOM UKCIIE LIEJIEBBIX acII-
PaHTOB M OPIAMHATOPOB U3 COIO3HBIX pecnybauk. Kpome
MOJATOTOBKU acClUPaHTOB Y OPIMHATOPOB Ha paboYUX Me-
cTax B JJabopaTopusiX, IJ1s1 HUX ObLJT OpraHU30BaH MOCTOSTH-
HO JIEMCTBYIOIIMI ceMUHApP, HA KOTOPOM UMTaIU JEKLIUU
PYKOBOIUTEJIN Ja00OpATOPUil U BeaylLIMe COTPYAHUKU M H-
crutyTta. HeckosbKo jieT paboTan reHeTUYeCKU i TpaKTU-
KyM Ha Apo3odusie, KOTOPbI O3B0 aClIUpaHTaM U Op-
JUHATOpaM CaMUM YOeIUTbCS B pealbHOCTU T€eHETUUECKUX
3akoHOB. Beero ¢ 1969 1. mo 2015 1. 6bUTO TOATOTOBIEHO
6onee 160 acnupaHToB 1 90 KIMHUUECKUX OPIUHATOPOB.

B 1973 r. npu UMTI Hayan ¢hbyHKIMOHUPOBAThH YUé-
HBII COBET MO 3alllUTe CHavyajaa KaHauaaTckux, a ¢ 1977 r.
— M JIOKTOPCKUX Aucceprauuii. JnmnTeabHoe BpeMsl 3TO
ObLT eIMHCTBEHHBIN B cTpaHe CoBeT, KOTOPBI MOT MpU-
CcBaMBaTh CTENEHU KaHAUAaTa U JOKTOpa MEIULIMHCKUX
HayK I1o reHeTuke. 3a nepuosn padotsl Coseta ¢ 1973 1. mo
2017 r. 3amuineHo 100 nuccepralyii Ha COUCKaHUE YU€-
HOI CTeNeHN JOKTOpa HayK U 446 nuccepralnii Ha COMC-
KaHMe yU€HOM cTerneHu KaHauaara Hayk. M3 Hux cotpya-
Hukamu LleHTpa — 45 1 271 COOTBETCTBEHHO.

bonbmoe 3nauenne aiug MI'HL umena u umeer rena-
roruyeckasi AesITeJbHOCTb PYKOBOASIIUX CIeIUaTUCTOB
LlenTpa Ha Kadeapax reHeTUKM B MOCKOBCKUX MEIUIIMH-
CcKMX By3ax. Tak, MouTH TOJITOpa AecsITKa JIeT aKaJeMUK
PAMH B.N. MBaHoB Bo3riassi Kaheapy reHeTUKU Me-
JIUKo-6Kosoruyeckoro dakynbreTa Poccuiickoro rocynap-
CTBEHHOI'0 MeIuuuHcKoro yHuepcuteta um. H.1. ITu-
poroBa, kadenpoit MEAMLIMHCKON reHeTUKU B MOCKOB-
ckoit MmenuimHcKol akaneMuu uM. .M. CeueHoBa 6osee
15 ner pykoBomua akanemuk PAMH H.I1. boukos, ka-
(enpy MeaMUMHCKON reHeTUKU Poccuiickoit MeauumnH-
CKOIf aKkaieMUU TMOCAEAUIIIIOMHOTO 00Opa30BaHUsSI OKOJIO

10 net Bosraasins1 akagemMuk PAH E.K. I'marep. YneH-
koppecnioHaeHT PAH C.U. Kyues B 2013—2019 rr. BO3-
r1aBJsul Kadeapy MOJIEKYJISIPHON 1 KIEeTOUHOM FeHETUKU
MeIuKOo-0rosiorndyeckoro gakymnbreta Poccuiickoro Ha-
YYHO-UCCIIENTOBATEIbCKOTO MEIUIIMHCKOTO YHUBEPCUTE -
ta um. H.W. ITuporosa.

YYACTUE UMI' AMH CCCP U MITHL, PAMH
B CO3AAHN N PABOTE OBLLUECTBA
MEAUUNHCKUX TEHETUKOB

Pemrenue o cozganuu Bececolo3Horo HaydHOro o6-
mectBa MeauuHcKux reHetnkoB (BHOMTI) 6b1u10 nipu-
HSITO Ha yYpeauTebHOi KoHbepeHuu 1 ceHTsiops 1978
r. OToMy MpeliecTBoBaia OoJblas OpraHUu3alMOHHAas
paboTa, B KOTOPOii caMOoe aKTHBHOE yJacTue MpUHUMa-
qu corpyaHuku UMI' AMH CCCP. B pabote koH(pe-
peHLuM yyacTBoBaiau 6osiee 100 meneratoB, mpencTan-
ngBumx Bee pecnyonuku CCCP. Ha koHdepeHun ObLT
npuHAT YctaB Ob6uectBa U c(hoOpMUPOBAHbI PYKOBOIS -
e opranbl — IlpaBnenue u ero Ipesuauym. Ipence-
natesieM Bcecoro3Horo obIiecTBa METUIIMHCKUX TEHETH -
KoB 0bL1 u3dpaH H.T1. boukos. [To3gHee mponuu yupeau-
TeJIbHbIE KOH(EePEHITUY 10 CO3IaHMIO PECITyOTMKaHCKUX
U PeTMOHAJIbHBIX OTaeeHuir O0I1IecTBa.

Ilepsoiit Cbe3n BHOMI npoien B Kuese B 1984 1.,
BTOpoil coctosiics B 1990 r. B Anma-Ate. Oba dhopyma
MOKa3ajy pe3Ko BO3POCIIMI MHTEPeC o0IIecCTBa K IIPOo0-
JieMaM MEIULMHCKOM TeHETUKHU: B HUX YYaCTBOBAJIU COT-
HU CIIELIMAIIMCTOB, HE TOJbKO MEIMIIMHCKUX T€HETUKOB,
HO U KJIMHUIIMCTOB, MPEICTaB/ISIBIINX BCIO cTpaHy. Jlo-
KJ1abl, 3aciaylllaHHbIE Ha Che3daxX, U MaTepuabl, Mpe.-
CTaBJICHHBIE Ha CTEHaX, TOBOPUJIM O TOM, YTO paboTa Be-
JIETCsT MPaKTUUYECKU MO BCEM aKTyaTbHbIM B MUpE MpooJie-
MaM MEAUIIMHCKOM reHeTUKH. CTalo TaKKe OYEBUIHBIM,
YTO MOATOTOBKA HOBBIX MOKOJICHUI MEIUIIMHCKUX TeHEe-
TUKOB B CTpaHe IMPOUCXOIUT TOCTATOYHO yCIelHo. Pa6o-
Ta ChE3/I0B OCBelaNach CPeICTBAMU MacCOBOI MH(OpMa-
1uY. BbUTM U3IaHbI TPYIbI ChE3I0B.

ITocne pacnaga CCCP Havanach paboTa 1Mo peaHu-
manuu O6111ecTBa MEAUIIMHCKUX TeHeTuKoB B Poccuu,
BO Bpemst Kotopoii cotpyaHukun MTHLL PAMH ceirpanu
BaXkKHYIO poJib: B HOsIOpe 1991 r. Ha ero 6a3e cocrosiach
YupenurenbHast KOHDEPEHIIMs, ¥ ObUIO IPUHSTO pellieH1e
o cosznaHuu Poccuiickoro o61ecTBa MEIMIIMHCKHUX TeHe-
tukoB (POMTI’) — mpaBonpeemHuka BHOMI .

B 1994 r. B Mockae npoen Tpetuii cbe3n O01iecTBa
MEIULMHCKUX TeHETUKOB — Ternepb yxke POMI', Ha Ko-
TOpOM OBbLT YTBEPKIIEH HOBBII ycTaB 00IIeCTBa M M30paH
npencenateneM yieH-kopp. PAMH E.K. T'untep. B 006-
LLIMPHOM HAYYHOI MporpaMMe NpUHSIIU yyacTue 243 crie-
LMaJIMCcTa, OB U3IaHbI TPYIBI Che3na. YeTBepThIii Che3 N
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coctosizics B Mae 2000 r. B Kypcke. B ero padote ydactBo-
Basin okoJio 400 yesoBeK, pacliupuiIach TeMaTUKa Che3-
na. ITareiii cbesn 6bu1 mposeaeH B 2005 r. B Yde. Yucno
YYaCTHUKOB BHOBb BbIpocJio mouTu 10 500 yenoBek, a mpo-
rpamMMa che3aia oTpaxkaaa 3aMEeTHbII KPEH B CTOPOHY MO-
JIEKYJISIPHO-TEHEeTUYECKUX ucciienoBaHuii. B opranusa-
1 Beex Tpex che3noB POMIT MT'HII ceirpan onpene-
JISTIOIIYIO POJIb.

Cnesnpl POMI, kak u KoHdepeHIrn, OpraHu30BaH-
HBIE B TIEPUOABLI MEKIY Che3IaMM, ObIITA OYeHBb BaXKHBIMK
COOBITUSIMU B XM3HU OOILLIEeCTBa, TaK KaK OHU MO3BOJISI-
JIV TIOJBECTU UTOTHU MPOJEIaHHOUN ero 4wieHaMu paboThl
W HAMETUTH TIEPCITEKTUBBI TaJTbHEHTIIETO PA3BUTUSI MEIU-
uHcKkoi reHetuku B Poccuu. Ilectoit chezn POMI mipo-
wen B 2010 r. B PoctoBe-Ha-J/loHy, a ceabmoit — B 2015 T.
B Cankr-IlerepOypre. Ha aTom cbe3ne ObuT M30paH HO-
BbIil ipeacenareb POMI. M ctana n.m.H. B.JI. Mxes-
cKasi, KOTopasl 10 3TOTO BpeMEHU IJIUTETbHOE BPeMsI Obl-
Jla 3amecturesieM npeacenareiass POMI u mHoro caenana
JUUISI aKTUBHOTO (DYyHKIIMOHUPOBAHUS OOIIIECTBA.

MTI'HII u POMT B TeueHue psina JieT u3naBaiy nepu-
onuyeckoe uznanue «bromierens Poccuiickoro ooiecTsa
MEIULIMHCKUX TeHETUKOB», a ¢ UtoJist 2002 1. Hayajl BbIXO-
IATh €XKEMECSTYHBIN XypHal « MeIUIIMHCKasl TeHETHKa»
— MepBbIA NPOGUIBHBIA XXypHa IO MEAULIMHCKON TeHe-
TUKe He ToJIbKO B Poccuu, Ho u B ctpaHax CHI'. B cocras
ero yupenureseit souwiu MI'HLL u POMI'.

DTOT 0030D SIBJISIETCS MOMBITKON MOKa3aTh Pe3yib-
TaThl paboThl LleHTpa, KOTOphie ONMpeae uan B 3HaUYM -
TeJbHOU Mepe HampaBAeHUS pa3BUTUS MEIULIMHCKOM Te-
HETMKHU B Halllell cTpaHe, KaK B HAYYHOM, TaK U B TIPH-
KJIaaHOM T1aHe. X04YeTCsl HalesIThCs, UTO B MEPCIIEKTUBE
uccienoBaHus corpysHukoB MI'HLI O0ynyT octaBaThCs
Ha MepeaoBhIX pydexax pa3BUTUS MEIUIIMHCKON reHe-
TUKH B MUpE.

KpaTkoe nuznoxeHue UCTOPUM HEU30EKHO JeaaeT ero
HE TOJIbKO (hOpMaJbHBIM, HO U B ONpeNaeEHHON Mepe,
yiepoHbIM. Mctopust MI'HII — aT0 nctopust ero cotpy/-
HUKOB, KaXJbIif U3 KOTOPBIX MPEACTABJIsI COOOI HEIo-
BTOPUMYIO TUYHOCTb. 3a 50 jeT cyiecTBoBaHus LleHTpa B
HEM paboTasii, HaBepHOE, He MEHEEe ThICSTYM HayYHbIX CO-
TPYAHUKOB, CO3aBaIMCh U MpeKpallaiu padoTy HayYHbIe
JTabopaTOpUM U TPYIIIbI, OTKPHIBAJIVCH HOBBIE JJabopaTo-
pVM IUTST pellieHUs] HOBBIX 3a7a4, BOSHUKABIINX B TeHETH -
Ke yeJloBeKa U MeIUIIMHCKON reHeTrke. Bece oHu octaBu-
Ji cien B aBostonuu LleHTpa, 4To MOXKHO MPOCAENUTh, U3-
y4Jast HayJHbIe TPYIbI COTPYIHUKOB.

3aBepiuusia paboTy JabopaTopusi TeHETUKU Pa3BUTHUS,
KOTOPYIO C MOMEHTA €€ CO3IaHUs BO3IIABISI aKaJeMUK
PAMH B.N. MBaHoB. UMeHHO B Heil BriepBbie mis LleH-
Tpa Hayajach pa3paboTka 6MOMHOOPMAIIMOHHBIX TEXHO-
JIOTUIA, HaTIPaBJIEHHBIX Ha paclIi(GpOBKY MEXaHU3MOB OH-

TOreHe3a YeJoOBeKa M BOSHUKHOBEHHE BPOXIEHHBIX TTIOPO-
KOB pa3BUTHSI. 3aMETHBIN BKJIa1 B HAYUHBIE MOCTHKEHMS
LleHTpa 1 ero HBIHEIIHIO TeMaTUKY BHECIU OBIBILINE PY-
KOBOJIMTEJIN €T0 MOApa3Ae/IeHUIA: YJIeH-KOPPECITOHIEHT
AMH CCCP, npodeccop A.®. 3axapoB (CTPYKTypa U
(byHKIIMS XpOMOCOM 4YeJIoBeKa), WIeH-KOPPECITOHAEHT
AMH CCCP, npodeccop A.A. IIpoxkodneBa-benbron-
ckast (CTpyKTypa M (PyHKIIMSI TeTepOXpOMaThHa), .M. H.,
npodeccop K.JI. KpacHomnonbckast (HacaencTBeHHbIe 60-
JIe3HU oOMeHa BellecTB), YWieH-KoppecnmoHaeHT AMH
CCCP, npodeccop A.H.YeboTtapes (MaTeMaTUuYeCKOE MO-
JEIMPOBAHUE W KOJIMYECTBEHHBIC MCCIENOBaHMS B 00J1a-
CTU XMMUWYECKOTr0 U CIIOHTAaHHOI'o MyTareHesa), 1.0.H.,
npodeccop A.M. CniutkoBckuii (MoJieKyJisipHasi O1M0J10-
rus), 10.0.H.., B.A.CnunbiH (3KoJoruyeckasi reHeTHUKa),
I.M.H. A A. PeBa3oB (momy/siliMoHHas TeHETUKA YesIoBe-
ka), k.M.H. K.H. I'pun6epr (repsoiit B CCCP 6aHK 3M-
OpHOHAJbHBIX U MOCTHATAIbHBIX (POPOOIACTOB YeI0BE-
Ka, HECYIIIUX TeHHbIE 1 XpPOMOCOMHBIE MyTalliM), a TaK-
k€ MHOTHe-MHOTHe HbIHE 3[PaBCTBYIOIINE paboTalonie
U ObIBIIME cOoTpynHuKHU LleHTpa.
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