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Ymo makoe cenemuxa?

* ['eHeTHKa — 3TO HayKa O 3aKOHOMEPHOCTSIX HACIEAOBAHMUS
BHEIITHUX U BHYTPEHHUX MPU3HAKOB OT POAUTEICH K OTOMKaM
1 00 U3BMEHYMBOCTH 3TUX MPHU3HAKOB;

* Ha3paHue reHeTrka ObLIO MPEIOAKEHO AHINIMMCKAM YYEHBIM
V. batconom B 1906 T ;




e B pe3yiabTare MHOrOYHCJIEHHBIX IKCIIEPUMEHTOB B 00J1aCTH MOJIEKYJISIPHOM
T€HETUKH COBpEMEHHAas OMOJIOTHsI ObUIM YCTAHOBJIEHBI JIBa (DYyHIaMEHTAJIbHBIX
OTKPBITHUS:

1. Bo3aMOXHOCTBH pabOTaTh C M30JUPOBAHHBIMY I'€HAMU ( MOJIyYCHA
Onarogaps BBIJCICHUIO T'€Ha B YMCTOM BHC U CUHTE3a €T0);

HccnenoBanus B 001acTu
BUPYCOI€HETUYECKON TEOPUU
BO3HUKHOBEHHUS 3JI0KAQ4€CTBECHHBIX
OmyXoJIeH(BKIIFOYaeT B ceOs
oonapyxenue cunresa JJHK na PHK-
MaTpHUIe);

OnbIThI ¢ IPO(aroBor TPaHCAYKIIHEN
(mMOATBEPAUINA BO3MOKHOCTD
(OYHKIMOHUPOBAHUS T€HOB IIPOCTHIX
OPTraHU3MOB B KJIETKaX
MJICKOTIATAKOIINX, BKIIOUAS KIETKA
YeJIOBEKA);




I'EHETHUKA HEJIOBEKA



Hcmopusa pazsumus 2eHemuku 4ei08eKd

Py6ex XIX- XX BB. — cuuTaeTCs NEPUOAOM, KOTJ]a BO3HUKJIIA
FEHETUKA KaK HayKa;

1900 rox cumrTaercs JaTor pOKIACHUS TEHETUKH, TAK KaK
UMEHHO B 3TOM roay Koppenc, Uepmak u ge Opus
HE3aBUCHUMO APYT OT Apyra OOHAPYKUJIU 3aKOHOMEPHOCTH B
nepeaaye HacJIeACTBEHHBIX MTPHU3HAKOB;

OTKpBITHE 3aKOHOB HACJIEACTBEHHOCTH — 18635 — yenickui
y4eHbIl [ perop Menaenp (3KCIEpEMEHTHI C CaJIOBBIM
TOPOXOM);

N, HakoHell, B KOHIIE XX BEKAa F'€HETHUKA BINIOTHYIO ITOIO0NLIA
K PEIICHUIO OHOTO U3 (PyHIaMEHTaJIbHBIX BOIIPOCOB
OMOJIOTUYECKOM HAyKH - BOMPOCA O MOJIHON paciiudpoBKe
HaCJICICTBEHHON MH(OPMAIIUU O YEJIOBEKE;



HUGO (Human Genome Organization)

- MPOEKT MO pACHIU(PPOBKE T€HETUUECKOTO KOJIa
JAHK;

[Tpunsno yuactrue 220 y4eHbIX U3 Pa3HbIX CTPAH, B
TOM YHCJIE U 5 COBETCKUX OMOJIOTOB;

B Poccuu Ob11a co3mana cBost mporpamma «l enom

YEJIOBEKA», PYKOBOAUTEIEM KOTOPOU CTal aKaJIEMUK
A. baes;

BriepBrie njest opranuzaiuu moJo0HOM IporpaMMBbl
ObuIa BeIABUHYTA B 1986 romy. Torma uaes nokasanach
HEMPUEMIIEMOM: TEHOM YEJIOBEKA CONEPKUT OKOJIO
TPEX MIJUTUAPIOB HYKJICOTHIOB, a B KOHIIE 80-X
TOJIOB 3aTpaThbl HA ONPEAEICHUE OJHOTO HYKJIEOTHAA
COCTaBJISUIM OKOJI0 S5 noyutapoB CIIIA;

1988 rony Konrpecc CIIA omoOpui co3nanue
aMEPUKAHCKOTO MPOEKTA UCCIIETOBAHUM;

OcCyIIEeCTBIEHUE POCCUUCKON MPOTPAMMBI HAYaJIOCh B
1989 rony.

A .baeB



B nawe spemi...

OmpeaenaeHue OqHOTO HyKIeoTHaa CTOUT — 1 $;

Co3gaHbl anmaparsl, CIIOCOOHBIE CEKBEHUPOBATh (OT JIaT. Sequi - CISA0BATh) 10
35 MJIH. MOCJIEAOBATEIILHOCTEN HYKIICOTHAOB B T'O;

[ToimmepasHas LenHasi peakius - MO3BOJISIET U3 MUKPOCKOIIMYECKUX KOJIMYECTB
JIHK 3a Heckonbko yacoB nosryuuth 00beM JIHK, moctatounsiii ais
T€HETUYECKOIO aHAJIN3A;

1o onleHKaM CHEIUAIMCTOB CYIIECTBYET BO3MOKHOCTb 3aBEPIICHHUS MTPOCKTA
yepes 15 net, u yxke celvac mporpaMmma MpUHOCUT MOJIE3HBIE PE3YIIbTATHI.

CyTb palOoT 3aKJII0YAETCS B CIEAYIOMIEM: CHavYala IMMPOBOJUTCS KAPTUPOBAHUE
reHoMa (ompeesICHUE MOJIOKEHUSI TEHA B XPOMOCOME), JTIOKaIHU3aIus
HEKOTOPBIX T'€HOB, & MOCJIE 3TOTO CEKBEHUPOBAHUE (OMPECIICHUE TOUHOM
MOCJIEIOBATEILHOCTH HYKJIEOTHI0B B MoJiekysie JTHK);



Ycnexu npoekma

» [lepBBIM reHOM, KOTOPBIM YIATOCh JOKAJIU30BaTh, CTAJI T€H
JAIbTOHU3Ma, KAPTUPOBAHHBIM B TTOJI0BOM XpoMocoMe B 1911 roay. K
1990 rony unciao naeHTUGUIIUPOBAHHBIX TeHOB AocTUro 5000, u3
HHUX KapTUPOBaHHBIX 1825, cekBeHMpoBaHHbBIX - 460. Ynamock
JIOKAJIN30BaTh T€HBI, CBA3AHHBIE C TSAKEJIICHIIIMMHU HACIICICTBEHHBIMHU
0OJIE3HSIMHU, TAKUMH, KaK Xopes [ eHTUHITOHA, 00JIe3Hb AJblIrermepa,
MblIIeuHas auctpodus Jromena, KUCTO3HBIN (HUOPO3 U JIp.




JloCTHKEHUS TCHETHKHU

Bo3HUKHOBEHHME HOBBIX 00JIaCTEM 3HAHUSA (MOJIEKYJIsIpHAsE OMOJIOTHS,
MOJICKYJISIpHAsI TEHETUKA), OMOTEXHOJIOTUM (T€HHAsi HHKCHEPHSI) U
MeToa0B (I1LIP), mo3BoJIsIIONINX BBIACIATh U CHUHTE3UPOBATh
HYKJICOTHUIHBIE MOCIEI0BATEILHOCTH.

Pa3pa0boTka MPUHITMIIOB BHIBEJACHHS TPAHCTE€HHBIX PACTCHUN U
’KUBOTHBIX, 00JIaJIaf0IINX MPU3HAKAMU Pa3HbIX BUIOB.

HoBbI€ BO3MOXKHOCTH JIJI1 UCCIIENOBAHUS IEATEILHOCTA OPTraHU3Ma,
M3YUYCHUS HACIEICTBEHHBIX, PAKOBBIX 3a00JIC€BaHUM.

['eHeTHYECKAsT OCHOBA MPEAPACTIONOKEHHOCTH K AJTKOTOJIM3MY HJIH
HAPKOMAHUM.

PazButre hapMaKkoreHETUKHU.



N —

B coBpeMeHHOM 00111€CTBE T€HETUYECKUE BOMPOCHI IIIMPOKO
00CY’KJTatOTCSl B pa3HBIX ayJIUTOPHUSIX M C PA3HBIX TOUEK 3PEHUSI, B
TOM YHCJI€ 3THYECKOUN. IHTEpecC K TeHeTUKE YesIoBeKa 00yCIIOBIICH
HECKOJIbKUMU NPUYUHAMMU:

DTO €CTECTBEHHOE CTPEMIICHUE YeJIOBEKa MO3HATh CAMOIo CeOsl.
ITociae TOrO Kak ObLIM IOOEKICHBI MHOTHE MH()EKIIMOHHBIC
00JIE3HU — YyMa, X0JIE€pa, OCla U Ap., — YBEIUYUIAChH
OTHOCHUTEIbHASA N0JIs HACICACTBCHHBIX O0Ie3HEH.

[Tocne Toro kak ObLIA MOHSTHI IPUPOJIA MyTAIIMA U X 3HAYCHUE B
HACJICACTBEHHOCTH, CTAJIO0 SICHO, YTO MyTallU MOTYT OBITh BHI3BAaHBI
(bakTOpaMu BHEIIHEW CPEJbl, HA KOTOPBIE paHee HEe oOpaliaiu
JIOJI>KHOTO BHUMAHUSL.



U

B CBsi3u ¢ 3TUM MOXXHO BBIACIUTH CICAYIOIIHNE MPOOIeMbl TCHETHUKHU:

S Sl S 2 Sl [

HacnenctBeHHble 00J€3HU U UX TPUYUHBI;

HacnegoBanue criocOOHOCTEH;

JleiicTBrE €CTECTBEHHOIO0 0TOOpa B UEIOBEUECKOM OOIIIECTRBE;
['eHHast nHXXEHEpHUs (CO3/IaHUE YUCTHIX BAKIIUH);

ITepecanka opraHos;

KoHpuaeHIManbHOCTh TEHETUYECKOM MH(OpMaIInH;
HecoBepieHcTBO TEHHOU MHKEHEPUU U T€HHOM TEpaIuu;
EBrenuka;

M3MeHeHne TO0JIOBOM CTPYKTYphl O0IIECTBA;

M3ydeHre reHETUKY MCUXUUECKUX 00JIe3HEH.



MennKko-reHeTH4eCKOE KOHCYJIBTUPOBAHUE

Bxmarouaer 3 »rana:

YTOYHEHHE NTUarHo3a
C UCIIOJIb30BAHUEM
CIIEIIUATBHBIX
TEHETUYECKHUX
METOJIOB

OnpeneneHue
IIPOrHO3a MOTOMCTBA

dopmynupoBaHue
3aKJIFOYEHUS U
OOBSICHEHHE



[IpsAMBIMU TTOKA3aHUAMU JJIsI HATIPABIIEHUA K CIIEIIUAIUCTY-TC€HETUKY
ABJIAIOTCS:

YCTAHOBJICHHAs WJIH ITO03peBaeMasi HacJIeACTBEHHAs1 00JIC3Hb B
CEMbE;

KPOBHOPOACTBEHHBIE OpaKH;

BO3JICHCTBHE BO3MOXKHBIX MYTareHOB JI0 MJIM B TEUCHHUE MEPBBIX TPEX
MecsIeB OEPEMEHHOCTH;



| eHETHYECKU MOHUTOPUHT
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I_IGJ'IB I'CHCTHUYCCKOI'O MOHHUTOPHUHIA - CJICIAUTD 3d

BIIMSIHUEM MYTarcHOB, TO €CTh BCEX COCAMHECHUU,
BBOJMMBIX B Cpejly, a 0OCOOEHHO TE€X, UTO UT'PAIOT
MIEPBOCTENEHHYIO POJIb I IPOMBIIIIICHHOCTH,
CEJIbCKOI'O XO35IMCTBA, MEUIIUHBI, ObITA.



Oco0oe 3HaueHne UMEET TC€HETUYECKUN
MOHHUTOPHHI, IT03BOJIAOIINUN IIPOBOIUTH
KOHTPOJIb 34 MYTAIMOHHBIM IIPOLECCOM Y
YEJI0BEKA, BBIABIATH U IMIPEAOTBPAIATH BCIO
BO3MOKHOCTh I'€HETHYECKOM OIIaCHOCTU



[IpoOaemMa KIOHHUPOBAHHUS
KUBOTHBIX M YEJIOBEKa

[Toxamyil, OMTHUM U3 HanOoJIee SAPKUX JAOCTHXKECHHM TE€HETHUKH 3a
MOCJIETHEE

BPEMS SIBJIIETCS DKCIICPUMEHT MO0 KJIOHUPOBAHUIO OBIIbI, YCIIEIIHO
3aBepiIeHHbIN 23deBpans 1997 roma ydeHbiMu PoCIMHCKOTO
yHuBepcutera B lllotnanauu nox pykoBoactBom fHa Bunmyra.
[Tocne necTr HEYIaYHbIX MOMBITOK, YYEHBIM YIAJIOCh BOCCO371aTh OCO0b,
UJICHTUYHYIO MaTepu — OBEUKy Jloyuim.
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[Tocne nmyonukanuu padbotel Bunmyra,
BBISICHUJIOCH, YTO €I1€ HECKOJIBKO KPYIHBIX
Hay4YHBIX ILIEHTPOB OBbLIM OJM3KU K
yCIEeXy IIOTIAHACKUX T€HETHUKOB.
AMepHKaHIIaM yIaJIOCh CO3/1aTh TOYHBIE
F€HETUYECKUE KOMHUU YEIOBEKOOOPA3HBIX
00€3bsH, ITpaBAa, ¢ UCIIOJIb30BAHUEM KJIETOK
3apoabia. BersicHuiioce, 4to ¢ 1993romy
KUTaNCKHE TeHETUKU IIPOBOJISIT Pa0OTHI MO
KJIOHUPOBAHUIO OBIKOB, POCCHUUCKUM
YYEHBIM yJIAJIOCh KJIOHUPOBATh KACIMHCKOTO
OCETpa, a aBCTPUMIIBI 3asBUJIA O TOM, YTO
TAKKE PaCIoyIaratoT TEXHOJIOTUEN
F€HETUYECKOIO THPAKUPOBAHUSI.




Ycrex KIIOHUPOBAHU S
MJIEKOTIUTAOIIIMX HE OCTaBJISAET
COMHCHHMH B TOM, YTO
MIPEOOJIEHUE TEXHUYECKUX
TPYAHOCTEM, CBA3AHHBIX C
KJIOHUPOBAHUEM YEJIOBEKA, -
JULb JIEJI0 BpeMEHU. B CBsA3H
C 3TUM BO3HUKAECT MHOXECTBO
BOIIPOCOB 3TUKO-IIPABOBOTO
Xapakrepa




JIeCTBUTEIIPHO JIM CTOUT OOATHCS
MOCJICICTBUI KJIOHHUPOBaHMA? XOTS B razeTax
BCETO MHUpa U IMHUIITYT O TOM, YTO KJIOHUPOBAHUE
II03BOJINT MaHbsIKaM CO3JaBaTh CBOU KOIITUU U
CTaHOBUTHCS HEYJIOBHUMBIMH, 3TH MOA03PCHUS
O€CIIOUYBEHHEI.

MHoOrux myraet BO3MOKHOCTh BBIPAIIIBAHUS
KJIOHOB PaJi IIOJIYYE€HHUS] OPTaHOB,
UJICHTUYHBIX OpraHam JIoHopa. B To ke Bpems
KJIOHUPOBAHUE MOXET OBITh HNPUMEHEHO WU
IUIS CITACCHUSI AKUBOTHBIX, 3AHECEHHBIX B
KpacHyro KHHTY, 1 BOCCTAHOBJICHUS JIECOB.
HoBast TexHonorus mepecanku siipa yIpOCTUT
CO3/IaHUE TPAHCTECHHBIX PACTEHUN U KUBOTHBIX.




B HacTosiee BpeMs pu onpeaesiEHHBIX YCIOBUAX OOIIECTBO
MOXKET CKJIOHUTHCS B MOJIb3Yy PA3PEUICHUA KIOHUPOBAHUA
YEeJIOBEKA, BEAb 3TO MOXKET PEIIUTH BOIPOC POKIACHUA AETEU
B CEMbSIX, II€ POAUTEIM IO TOM UJIU MHOU NPUYUHE HE MOTYT
3TOTO, & TAKXKE MO3BOJIUT MEPEIABATH IO HACIEACTBY TOJIBKO
T€ MPU3HAKHU, KOTOPHIE POJAUTEIb X0UET Nepeaarb peOEHKY.



[ eHeTHKa M mpoOJIeMa pakxa.

JIOCTHKEHUS TEHETUKH Y MOJICKYIIPHOU
OMOJIOTUH TIOCIEOHUX IE€CATUIIETUM
OKa3ajid OrPOMHOE BIMSHUE Ha TOHUMaHUE
IPUPOJLl MHULMAIU3AIUA U IIPOrpeCCUH
3JI0Ka4ECTBEHHBIX 00pa30BaHUM.

BiMsiHME KOHKPETHBIX T€HETHYECKUX
HAPYILICHUHN, JIEKAIIUX B
OCHOBEOITYXOJIEBOTO POCTA, MO3BOJIMIIO
OOHApPYXUTh CHEHU(DUIECKUE
MOJIEKYJISIPHBIE MapKepbld pa3padoTaTh Ha
X OCHOBE TE€CThl PAHHEH JUArHOCTUKHU
OITYXOJIEH.




B HacTosiiee Bpems CPopMHUPOBATIOCH HECKOIBKO
HaPaBJICHUM HCIIOJIb30BaHUS MOJICKYISIPHBIX
T€CTOB B OHKOJIOTHM:

OnpeneneHnu MyTaluu ras u pd3.
MeracTrazupoBaHUE W PACHPOCTPAHEHHOCTh OITYXOJIH

AHaJIN3 IUTOJOTHYECKUX M THCTOJOTHYECKUX
penaparoB

OueHkd 3()PEKTUBHOCTH OHKOIPOTEKTOPOB Ha
MOIYJISILIUOHHOM YPOBHE.

I'eneTnueckoe TCCTUPOBAHNUC OHKOJOI'MYCCKOI'O PUCKa



B 3akiroueHue cienyeT moq4YepKHyTh, YTO BHEAPEHUE COBPEMEHHBIX
METOJIOB MOJICKYJISIPHOM JMArHOCTUKHA B IIHPOKYI0 OHKOJOTHYECKYIO
MPAKTUKY HEU30€KHO NOTPEOYET CEPHE3HOI0 TEXHUYECKOIO
MEPEBOOPYKEHUS CYIIECTBYIOIMMX KIMHUYECKUX JIAOOpATOPHUI, a TaKKe
CIICIIMAILHO TMOJATrOTOBJICHHOrO0 mnepcoHana. CamMu METOAbl AUArHOCTUKHU
IpyA 3TOM JOJDKHBI NMPOWTH MAacCIITAOHbIE KIMHUYECKHWE WCIBITAHUS C
Y4YETOM MPUHIUMIIOB PAHA0MHU3AIIUH.



Cracu0o0 3a BHuMmaunue!
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