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YMK:

1.IIpumepHBIe TporpaMmbl 0 y4eOHBIM npenmeTaM. buonorus 6-9 kmaccer, 10 -11 kmaccsr:
npoekT. (Cranaaptsl Broporo nokosuenus.) M.: [Ipocsemenue, 2010. — 80 c.; 57 c.

2.buonorus: 5-11 knaccel: mporpaMmsl I 001e00pa30BaTENbHBIX YUPEKICHUNH K KOMIUIEKTY
y4eOHUKOB,  CO3JaHHBIX  TOJ  pykoBojactBoM  B.B.[laceunmka.  ABTOp-coCTaBHUTENb
I''M.IlanpasieBa — 2-¢ u3x., crepeotur. M.: JIpoda, 2010. — 92 c.

3.Kamenckuit A.A. Obmas 6uonorus. 10-11 kmacc: y4ed. st o0eo0pa3oBar. yapekIeHU.
/ Kamenckwii A.A., Kpukcynos E.A., [laceunuk B.B./ — 2-¢ u3n., crepeotnmn. - M.: [Ipoda, 2010.
—367,[1] c.: un.

IMpeamer: buonorus

Kaace: 9

Tema ypoxka: ['eHom yenoBeka

HNmsa ypoka: DHIMKIONEANS, HallMCAaHHAs YEThIpbMs OyKBaMH

Mecto U poab ypoka B u3y4daemoii teme: Ha m3yuenue tembl «['eHETHKAa YEIOBEKa»
oTBOAUTCS 4 Yaca. YPOK 0 TeHOME YeJIOBEKa MO3BOJISIET CIeNIaTh YIeOHBI MaTeprall IMYHOCTHO-
3HAYMMBIM JUTS YYaIuXcsl, TOBBICUTh HX HHTEPEC K H3YYEHHUIO «CaMOTO ceOs».

Iporpammublii matepuay: CoBpeMEHHBIE TIPEICTABICHUS O TE€HE W TeHoMme. [ 'eHoMm
gyenoBeka. MeToapl HM3y4eHHWs HACIEJCTBEHHOCTH 4YeloBeKa. [ eHeTHueckoe pa3zHooOpasme
JenoBeKa. | eHeTHYecKre JaHHbIC O IIPOUCXOKICHUN YEIOBEKa U YEIIOBEYECKUX pacaxX. XapakTep
HaCJIeIOBaHUS MTPU3HAKOB Y YeJIOBeKa. | eHeTHYecKne OCHOBBI 37I0pOBBs. | eHeTHuecKie O0Ie3HH.
Mepb!l popHIaKTUKN HACJIEICTBEHHBIX 3a00JIEBaHUM 4eloBeKa. JTHYECKHUE acleKThl T'€HHOMN
WH)KCHEpHUH (HampaBlIeHHOE W3MEHEHHE TeHOMa). | eHeTHUYEeCK i POTHO3 W MEIUKO-TeHEeTHYe-
CKO€ KOHCYJIbTHPOBAHHE, NX MPAKTHIECKOE 3HAYCHUE, 3a1a9H U IEPCIICKTHBHI.

[IpakTnueckas paboTa «AHaAIW3 U OLEHKAa 3TUYECKHX aCIEKTOB PAa3BUTHUS TF€HETHUECKUX
HUCCIIETOBAHUID).

Tun ypoka: Ypok u3y4eHuss HOBOrO Matepuaiia

Heab ypoka: CriocoOCTBOBaTh MOHUMAHUIO YYALTUMUCS CTPYKTYpPHl U (DYHKIMOHUPOBAHUS
reHoMa 4eJloBeKa, 3HaUeHUs Pe3y/IbTaToOB €ro pacin(poBKY AJs OyAyILIEero yeloBeyecTBa.

Oopazosamenvhvie 3a0a4u .

1.CriocoOcTBOBaTh YCBOGHHUIO Yy4allMMHCS MOHATHHHOTO mojis «['eHeruka. ['eHoMHKay:
HYKJICOTH; TPUIUIET (OCMBICJICHHBIN); CTapT-CUTHAJ, CTOIN-CUTHAN (OecCMBbICICHHbIE KOJOHBI,
«GHAKU NpPENHUHAHUA»); TEH; AK30H; UHTPOH; TPAHCKPUOUpYEMbIE U TPAHCIHPYEMbIE TEHBI
(komupytroT 6enku); renbl pudoperymstopoB (PHK); rennsie cemeiicTa; «rnceaorens»; JJHK;
mutoxonapuanpHas JHK (mut-AHK); matpuunas (madopmarmonnas) PHK (M-PHK wmm u-
PHK); tpancnoptaas PHK (t-PHK); pu6ocomuas PHK (p-PHK); xpomocoma; mientpomepa;
TeJIOMepa; ayTOCOMBI; MOJIOBbIE XPOMOCOMBI; TaIlIOMIHBIN XPOMOCOMHBIN HA00OD; TUTUIOUIHBIN
XPOMOCOMHBIM HAOOP; MOJHUILIOUIHBI XPOMOCOMHBIA HAOOp; aHEYIUIOUTHBIM XPOMOCOMHBIN
HaOop; TeHoTHN (KApUOTHUI); TEHOM; MEXIYHapOJIHBIH MpPoeKT «['eHOM uYeloBeKay;
CEKBEHHUPOBAHKE; FeHHbIC (TOYKOBBIE) MYTAIlMH; XPOMOCOMHbBIE MYyTallMi; TEHOMHBIE MYTAallUH;
PETPOBUPYC; MPOBHUPYC (PHIOTEHHBIM BUPYC, PETPOTPAHCIO30H); TE€HOMHKA;  CATEIIUTHI
(moBtopsl) {HK; «orouctuynas» («mycopnasy») JIHK; crunaiicunr (anbTepHaTUBHBIN CIIAHCHHT);
CUHTYJISIpHBIH HYKIeoTHIHbIH monmuMopdusm (CHII), «cHume»; mporeoMuka; OaHK —JIaHHBIX
(GenBank); IHK — ¢punrepnpuHTHpOBaHUE (TEHOMHASI TAKTUIIOCKOIINS); TEHHAS TePAIHS; TeHHAS
WH)XEeHEepHs, ONo3THKA.

2.Co3naTh ycIoBHs U1 HOHUMaHUS Y4alIUMKCS CTPYKTYpPbI T€eHOMa.

3.Iloka3aTh 3HAYMMOCTb OOBEIMHEHUS YCUIIUI YUEHBIX B MEXyHApPOAHOM IpoekTe «I eHoM
YeJoBeKa» 1Mo pacimru(poBKe HYKICOTUAHOM MOCIEI0BATEIbHOCTH.

4.Hayuuth ydammxcsi OLEHKE STHYECKMX U JPYTUX MpoOieM, BO3HUKIIMX MPH H3yYEHUHU
reHoMa 4esloBeKa.

5. Ilokasare y4anumcs rOpU30HTHl TEHOMUKH, IPOTEOMHUKH.

Bocnumamensnuie 3a0auu: CriocoOCTBOBaTh BOCIUTAHUIO TOJIEPAHTHOCTH: pacUIM(poBKa
reroma Homo sapiens mnonareepauia equHcTBO ( U3 3,2 MUJLTHAPAOB HYKJICOTHIOB 99, 9 % vy



BCEX JIIOJCH OJMHAKOBO) M YHHKAIILHOCTh reHeTmueckod mHdopmarmu Bcex moaei (0,1 %
reHoMa).

Pazeuearwiue 3a0auu:.

1.Crioco6cTBOBaTh (DOPMHUPOBAHUIO PETYISTHBHBIX YHHBEPCAJIBHBIX YYEOHBIX ICHCTBUIL:
Hesenoyaranus, peuexcun, yMeHus: paboTarhb 10 aTOPUTMY.

2.CriocoOcTBOBaTh (POPMUPOBAHHIO U PA3BUTHUIO TIO3HABATEIILHBIX YHUBEPCAIBHBIX yUEOHBIX
JEeWCTBUI: YMEHHUI aHATTM3UPOBATh WH(POPMAIIHIO, 1eIaTh BEIBOJIBI, MOACIHPOBATh.

Metoabl, npuembl padorbl: [lpueMsr peduexcuu copepkaHus y4eOHOTO MarepHaia:
«IIPOTHOZUPOBAHUE IO KIIFOUYEBBIM CIIOBAM, HA3BAaHHUIO», «KapTa MOHATHIT», CaMOAHAIH3 «3HAI0 B
Hayaje U B KOHIIE YpOKay, «paboTa Mo alropuTMy», «OTBIIIH TOTO, KTO...», «IEPEeKpecTHas
accolIManus»,  CaMOOIICHKa C TIOMOIIBIO 3alOJHEHHOTO MmabioHa, «dccey, pediaeKcus
JeATeNbHOCTH, peIeKCHsT HaCTPOSHUS, SIMOIIMOHATILHOTO COCTOSIHHS, YyBCTB. MolennpoBaHue.

[IpakTnueckas pabora.

®opmbl opraHuzanuu y4deOHoOW JesiTeibHOCTH: DpoHTanbHasg, rpynmnosas (mapHas),

VHJMBHIyaJIbHASL.
Coaep:kanue yueOHOro MaTepuaJa:
1. Tepmunonorus «I'eneruka. ['enHomukay
2. MexnyHapoJHbIi MpoeKT «I'€éHOM YelloBeKa»
3. CtpykTypa reHoma 4yejaoBeKa

4. I'eaDTHKa: dTHYECKHUE aCHEKThl TeHEeTHUECKNX MCCIIeJ0OBaHMI

5. IlepcieKTUBBI TEHOMUKH

JTanbl ypoKa:

MoTuBanusi, eIenpoeKTUPOBAHUE
AKTyaln3anusi 3HaHUM
[eneobpazoBanue

N3ydenune HOBOro marepuana
Pednexcus

HomarHee 3amanue

ogakrwdE

I[EHTEJII)HOCTL yuuTeJis

I[eHTeJIbHOCTb Yyamuxcs

MortuBanus, neJienpoeKTHPOBaHHe

Celiyac B MHpe IE€pBOE MECTO II0 THPAXKy BCEX M3JAHUM 3aHUMAET
bubmnus.

B ckopom BpeMeHH €€ 3aTMMT Ipyras yHUKalbHas U1 KaKIOTO
yesioBeka maHeTsl kaura. B 2007 r. onHOMY U3 NEpBOOTKpBIBATENIEH
crpykrypel IHK — nokropy J[lxeiliMcy YoTcoHy Obuld mojapeHsl 2
DVD paucka — ero «JimuyHas KHWAra» oOOLIEd CTOMMOCTBIO 1 MIIH.
nosiapoB. Kakas? O Hell Mbl Oy/ieM TOBOPUTH B TEUEHHUE 3aHATUS.

Cnaiin 1.

OHIMKIONE/ U, HallMcaHHas 4YeTblpbMs OykBamu... Pa3zBe Takoe
BO3MOXHO? - OT0 4acTh Ha3BaHusd kHUrU B. 3. TapanryJia.

Yemy onHa mnocesimena? IlpeamoJsioskure Hayano Ha3BaHUs
KHHUI'H, TaK:Ke MOCTapalTech NMPEINOJIOKUTh TEMY HAIlIEro ypoka U
ONPENEIUTD JINYHYIO LEIb.

Tema Hamrero ypoka «l'eHoM 4yenoBeKka: DHIMKIIONE 1S, HalluCaHHAs
YeThIpbMs OyKBaMM»

Buonorus XX Beka COBCpPIINIIA TUTaHTCKUM CKauyOK B IOHHUMaHUU
IpuUpoaAbl KHU3HU, eé MOJICKYJIAPHBIX, XUMHWYCCKUX OCHOB. Beniiom
THTAHUYCCKUX yCI/IJ'II/Iﬁ MHPOBOI'0 HAYYHOI'O COO6H.[CCTBE[ cTajia
pacmpl(bposlca CTPOCHUSA HACJICACTBCHHOTO allllapaTa 4YCJIOBCKaA,

VYyamuecs JenarwT 3alucH B
tetpagud. O3ByuMBaHHE OTBETOB
y4aluxcs.

3anuch TeMbl ypOKa B TETPAIH.




KOTOPBIA TMpPEACTaBIsET COOOM COBOKYIMHOCTh T'€HOB M BHEIC€HHBIX
yuactkoB [IHK — rmaBHOW MoOJIeKyJbl KU3HHU. PackpeiTue BuepHeE
ctpoenusi reaoma (2001 rom) - coOBITHE CTONBL K€ KIFOUEBOE IS
WUCTOPUU YETIOBEUECTBA, KAK OTKPBITHE JJICKTPUYECTBA, ATOMHOMN
SHEPruu, U300pEeTeHNE PATUO0 U KOMIIBIOTEPA.

Ceituac rmaBHass mpoOieMa COCTOMT B TOM, YTOOBI NPEBPATHTH
TUTAaHTCKHUI 00hEM HOBBIX 3HAHHMI O TEHOME B HOBOE KaueCTBO Harlen
KU3HU - 3JI0pOBbE, JIOJroJieTHe, TMobeny Haa  O0JIe3HSMH,
KCII0JIb30BAHNUE BCEX CITOCOOHOCTEH, 3aJI0’)KEHHBIX B HAC MPUPOIOH. [5]

CeroniHs Ha YpOKE MBI U3y9aeM OUYeHb TPYTHBIA MaTEpHAI.

Crnaiin 2.

[TosTomy momorate Ham Oyner TapanTyn BsuecnaB 3ammaHoBHUY
(1945 ronma poxneHus), IOKTOp OHOJOTHMYECKHX HayK, Tpodeccop,
3aBEYIOIIMI OTAEJIOM BHPYCHOM M KJIETOYHOW MOJIEKYJISIPHOU
TCHETHKH U JIA0OPATOPUCH MOJICKYJISIPHOUW I€HETHKH PETPOBHPYCOB U
CIINa NUuctutyra MonekynsipHoii renetuku PAH.

Ob6nacte HayuHbIXx uHTepecoB Tapantymna B. 3. - monekynspHas
reHeTHKa © dSMOpuoreHeTrka. OH 3aHHMaeTCs HCCIEIOBaHUEM
CTPYKTYpBI, BapuWaOCIbHOCTH M JKCIPECCHH TEHOMa BBICIIHX
OpPraHW3MOB ¥ BHUPYCOB,  MEXaHW3MOB  3JIOKQYeCTBEHHOTO
MEePEPOKICHUS KIETOK. YYacTBOBAI B padOTE POCCUICKOM TIPOTPaMMBI
"Tenom denoBeka", wieH MexayHapoaHou oprarm3amun HUGO
(Human Genome Organization).

ABTop Oosiee 120 HaydHBIX pabOT, OMyOTMKOBAHHBIX B BEIYIIHX
POCCUHCKHX U 3apyOeKHBIX JXypHajlax, B TOM uducjie 3 MoHorpadwmii -
"T'enom aykapuot" (MI'Y, 1983) (B coaBTopctBe ¢ K.I'. ['azapstHOoMm),

Craiin 3.(O010KKH KHHUT)

"['eHOM yenoBeKa: YHITUKIIONIC/IHSI, HATUCAaHHAS Y€ThIPhMs OyKBaMu'"
(2003) m "Nmsa emy CIIMJ. YerBepThlii BcagHUK Amokamurcuca'
(2005). [1]

Momnorpadust "I'eHoM uYenoBeka: OHIMKIONEAWS, HaIMCAaHHAS
4eThIpbMsi OykBaMu'" cKOpee HAlOMUHAET YBJIEKATENbHBIH pOMaH O
MOUCKaX COKPOBHUII, TAKUM OOpa3HBIM SI3BIKOM B HEHM PacKpbIBAIOTCS
TPYOHOCTH M TEPCHEKTUBBI «TOHKW» IO paciu@poBke TreHOMa
yenoBeka. Kuury moxkHo mnpuobpectu B MHTepHeT-mara3uHax B
OyMa>KHOM WJIH 3JIEKTPOHHOM BHUJIE.

Craiin 4.

Bocnone3zyemcst em€ onnoit kuurot B.3.Tapantyna — «ToakoBbiM
OMOTEXHOJOTMYECKUM CJIOBapeM», YTOOBbl  y3HaTh, YTO SBISETCS
MpeIMETOM M3y4EeHHsI COBCEM IOHOI HaYKU T€HOMUKHU.

I'enom [rpeu. gen(0S) - poi, poXacHHe, MPOMCXOKICHUE U JIaT. -
om(a) - cyddukc, 03HaYAOIINN BCEOXBATHIBACMOCTh, COBOKYITHOCTB | -
COBOKYITHOCTh HYKJICOTHUIHBIX MOCIEIO0BATEIHHOCTEH, COMEPIKAIIMXCS
B JIHK ramnmoumHoro Habopa XpOMOCOM OMpEAEeNeHHOTO BHAA
OpraHu3Ma, KOTOpasi COCTOMT W3 TE€HOB U MEKICHHBIX YYacTKOB.
Tepmun npemnoxen I'. Buaknepom B 1920 .

I'enomuka [rpeu. gen(0S) - poia, pOKIACHHE, MPOUCXOKICHUE H -
omics - cybdukc, 0003HAYAIOUINI «ITOJHBINY», «IENbI», «BECh»]| -
HAayyHOE HalpaBJICHHE B MOJEKYISIPHOW OWONOTMM U TEHETHKE,
3aHMMAIOIIEeCs] M3YUYEHHEM IIeNIbIX T€HOMOB DPa3HBIX BUAOB KakK B
HOpMeE, TaK M MPHU Pa3INYHBIX Matojiorusx. CTrana caMOCTOATEIbHBIM
paznenoM reHetuku B 1995 r., korma ObUIM BIEpBBIE ONpPEAETICHBI




IMOJIHBIC HYKJIICOTHIHBIC TIOCICAOBATCIBHOCTH TI'CHOMA GaKTepI/Iﬁ
Haemophilis influenza u Mycoplasma genitalia. Tepmun nosiBuiics B
1987 1. [2]

Ha py0Oexe ThIcsueneTHii, Ha OCHOBE YCIEXOB IO ONPEACICHHIO
CTPYKTYpbl I'€CHOMaA 4YCJIOBCKAa U Apyrux OpraHu3MoB, BO3HUKIIO
COBEPIICHHO HOBOE HAIPABJICHHE MOJIEKYJISIPHONM T'€HETHKHU
rCHOMHKA, H3ydaromiass HE€ OTACIbHBLIC I'CHbI, a4 LEJIbIC I'CHOMBI, HX
(GYHKIIMOHATIBHYIO 3HAYMMOCTh KaK €IMHOrO 11eJ10r0. [5]

3anuch B TeTpaasx: «l eHomuka
M3y4aeT T€HOMbI OPraHU3MOBY.

AKTyaM3anus 3HAHUHI
TepMuHBI I'€HETUKH M €€ OTpacid - TE€HOMUKH B3aMMOCBSI3aHBI.
BcrioMHUM OCHOBHBIE T€HETUYECKUE MTOHATHUA !

UtoObl u30€kaTh MyTaHUIBI B OJU3KUX TIOHSATHSAX: TEHOTHII,
KapUOTHII, TCHOM, BBIJICJTUM YPOBEHb OPTaHU3AIMH KHBOTO, KOTOPOMY
TIPUHAUICKUAT TeHeTHIEeCKask HHPOPMAITHs.

I'enotunt [rpeu. gen(os) - poxa, npomcxoxaeHue u typ(0s) -
OTIIEYATOK| - TeHETHYECKass KOHCTHUTYIHS OpraHW3Ma, COBOKYITHOCTH
BCEX HACIEJCTBEHHBIX 3aJIaTKOB (QJUJIETM BCEX TE€HOB, XapakTep HX
(U3MYECKOTO CUEIUICHHS B XPOMOCOMAaX, XPOMOCOMHBIE TIEPECTPONKN),
00yCIOBNIMBAIONIAsl  ONPEJCIICHHOE BBhIpaKeHHE (OOIIyI0 KapTUHY
MPOSIBJICHUST) BCEX NIPU3HAKOB opranu3Ma B ¢eHoturne. MHOT12 0cO0M ¢
Ppa3HbIMU T'€HOTUIIAMU MOTYT UMETh OJIMHAKOBBIN (peHOTHMH, a 0codH ¢
OJINHAKOBBIM T€HOTUIIOM MOTYT B Pa3jMYHBbIX YCJIOBHUAX OTIAYATHCS
JpyT OT apyra. B y3koM cMbICiie TeHOTHI - COBOKYITHOCTD ajljiesiei reHa
WIM TPYIIbl T'€HOB, KOHTPOJUPYIOIIMX aHAIU3UPYEMBbId NpPU3HAK Y
JaHHOTO opranu3Ma. TepmuH npemiioxern B. Morancenom B 1909 r.

Kapuotun [rpeu. karyon - opex, sapo opexa u typos - orrmeyarox] -
COBOKYIMHOCTb ~ XPOMOCOM  JYKapUOTHYECKOTO  OpraHusma, C
XapaKTepHBIMU JJIi HETO YMCIIOM, BEJIMYMHONW U (OPMOIl; KapHOTHUII
OTJINYAETCA BBICOKOW CTEMEHbI0 IMOCTOSHCTBA U CIY)XUT Ba)KHBIM
TaKCOHOMHYECKUM TMPU3HAKOM (JUIsI KapUOCHCTEMATHKH), MO3BOJISET
OTIHCHIBATh HOBBIEC BUIbI opranu3mMoB. Tepmun BBeneH [. JleBuTckuM B
1924 1. [2]

Vuyamuecs: mo cBoemy BBIOOpY

3aMOJIHAIOT TMPOOENTsl B CXeMe
B3aMMOCBS3aHHBIX MOHSITHHA
«["enernka. I'emommkay

(ITpunoxenue Ne 1) unu myHKT Ne
1 Tabmuupl 3HaHUS U YMEHHS B
TeMe  «l'eHeTMKa  YelOBEKa»
(ITpunoxenue Ne 2)

3anuce B TETPAIN:

«COBOKYIMHOCTh T€HETHYECKOM
nHpopMaIuu - 3To

TEHOTHI OpraHu3Ma, ocoou -
JTUTUIOWIHBINA HA0OD;

KapUOTHII AJIEPHOTO
opraHu3Ma - TUIUIOUAHBIN Habop;

FeHOM BHJA — TaIUIOUIHbIN
Habop».

eneoOpa3oBanue

Camplif KpyNHBII B HCTOPUM YEJIOBEYECTBA MEXKIYHAPOIHBIN
ouonorunueckuii mpoekt "['enom yenoBeka" Obul Hauat B 1989 rony, u
TOTJ]a CUUTANIU, YTO pacln(poBaTh BCE T€HbI YEJIOBEKA YAACTCS JUILb
3a BeK. Oxnako uepe3 10 sner "mpounu" mocienoBaTeabHOCTh 3 MIIPA.
nap HyKJIE€OTHI0B U ONPEAEIUIN HOBBIH ONTUMUCTHYECKHH cpok - 2003
rogl. [IpoexT ke 3aBepIunics emme paHblie.

Pazo0beM Lienb Hallero ypoka Ha IMOJLENH, UCIONb3Ys aJlOPUTM
ONMCAHUs Ipolecca:

- OOBEKTHI;

- JTarbl;

- (hakTopHI;

- pe3yJbTaThl;

- 3HAYEHHE AJIs1 HAJICUCTEM.

Pabora yvamuxcs c¢ tabnunei
«IIpoekt pacmuppoBKH TeHOMa
yenoBeka». (I[Ipunoxkenue Ne 3).
O3ByunBaHue LEIH M TMOALENEH
(3amau) ypoka.
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Cunaiin 5.
eJI1 ypoKa:

1. Y3Hate CTpyKTypy M (YHKIMOHHPOBAHHE TE€HOMAa YEJIOBEKa,
3HAa4YEeHHUE Pe3yIbTATOB €ro pacIuPpPOBKY Ui OyIyIIero YeI0BEeYeCTBA.

2.BBINONHUTE MPAKTUYECKYIO PadOTy « AHAJIN3 U OLIEHKA ITUUECKUX
aCIEKTOB Pa3BUTHS F€HETUYECKUX UCCIIEIOBAHUI.

Cnaiin 6. (C aToro ciaiiia OCyniecTBIseTCA MPOU3BOJIBHBIN MOKa3)

Ha ypoke mb1 OyneM u3ydaTs cienyroniuii yaeOHbIH MaTepuat:

e  MexayHapoaHbli IPOEKT «['€HOM demoBeKay.

e CTpyKTypa reHoMa 4esloBeKa.

e ['eHDTHKA: 3TUYECKHE ACMIEKTHl TEHETUYECKUX MCCIIEJOBaHUII.

e JlepcnexkTuBBI TEHOMUKH.

3anuce B TeTpaau

HN3y4yeHue HOBOro MarepuaJjia
MekayHapoaHblid npoekT «I'eHoM Ye/ioBeKa»
Craiin 7. JloroTun npoekTa.

Marepuai Ji1s vcclieIoBaHus

1. KpoBb aHOHMMHBIX JOHOPOB

2. Snpo, MUTOXOHAPHUHN KIIETKH

3. XpoMOCOMBI

4. JHK

5. Bes HykileoTHIHAS TTOCIEN0BATEIIBHOCTh

6. ['eHBl 1 MEXKTEHHBIE YYACTKN

Craiin 8.
[lenn nmpoekra:

1. Ompenenenue MOCJIEI0BATEIFHOCTH HYKJIEOTHIOB -
CEKBEHHPOBAHHUE., T.€. CO3/IaHHE TOYHOW T€HETHYECKOW KapThl
reHoMa 4eJloBeKa

2. VccnemoBaHue  3TUYECKUX, TPAaBOBBIX M COLHUANBHBIX
MOCJIEICTBUH pacIM(PPOBKU FreHOMA.

[Ipoext Havaiicst B 1990 rony, moa pykoBojactBoM J[keiimca YoTcona
nojx srugoi HanuonaneHOM opranuzanuu 3npaBooxpanenus CIIA. B
ampenie 1993 ero 3amenun @Ppencuc Kosmmas. B 2000 romy ObLa
BBIMYIIIEH pab0o4Mil YEPHOBUK CTPYKTYphl F€HOMA, MOJHBINA F€HOM — B
2003 romy, OOHAKO W CETrOJIHS JOTOJHHUTEIbHBIM aHAIN3 HEKOTOPBIX
Y4YaCTKOB €lI€ He 3aKOHYEH:

e [lenTpomepsl coaep aT OONbIIOE KOJUYECTBO MOBTOPSIOUIUXCS
nocinenosarensHocTel JIHK; ux crnokHo cexkBeHMpoBaTh mpH
MOMOIIIM COBPEMEHHBIX TEXHOJIOTHH. LleHTpoMepsl UMEIOT ATUHY
MUJUTHOHBI (BO3MOKHO JIECATKHM MWJLTHOHOB) Map HYKICOTHIOB, H
OCTalOTCS HECEKBEHHUPOBAHHBIMHU.

e KOHIIBI XpOMOCOM - TEIOMEPBI TAKXKE COCTOST U3 MOBTOPSIOMINXCS
MOCJIEIOBATENIFHOCTEH, U TI0 3TOW MpHUMHE B OOJBIIMHCTBE U3 46
XpOMOCOM HUX pacundpoBKa He 3aBepIIIeHA.

e B resome kaxxJ0ro MHAMBUIyYYMa €CTh HECKOJIBKO JIOKYCOB, KOTOPbIE
COJIEpXKAaT YICHOB MYJIbTUT'€HHBIX CEMENCTB, KOTOPHIE TAKXKE CI0KHO
pacmudpoBaTh C TOMOIIBIO OCHOBHOTO HAa CETOIHSIIHUN JCHb
Metonaa ¢pparmentupoBanus JJHK. Otu cemeiicTBa koaupyroT Oenku,
Ba)KHbBIE JJI1 UMMYHHOW CHCTEMBI.

e Ocraércs emé HecKoJbKO Operieit, pa30poCaHHbBIX IO BCEMY T'€HOMY,
HEKOTOpPBIE U3 HUX JIOBOJBHO KPYIIHBIE, HO €CTh HAAEKJa, UTO BCE
OHM OYJyT 3aKPBITHI B OJIMDKANIIINE TOIBI.




e [lonumanue (QyHKIUI BCEX T€HOB U MX PETYISIIIUNA OCTAETCS IAIEKO
HEIOJIHBIM.

e Posb «mycopnoi» JIHK, sBomromuss reHoma, pasiauyus MEXKIY
WHIUBUAYYMaMU SABJISIIOTCS ~ NPEIMETOM  HMHTEHCHUBHBIX
HCCIIEI0OBAaHUH B JJaOOpaTOPHUSIX BCEIO MUpa.

B MextyHapoaHbIi KOHCOPLMYM BoluuM reHeTuku Kuras, @panuuu,
I'epmanuy, AAnonuu u BenukoOpuranuu,

XOTs LeTpI0 IpoeKTa MO0 paclin(poBKE Fr€éHOMA YeJIOBEKa SBISETCS
[IOHUMAaHWE CTPOEHUS T'€HOMa 4YeJIOBEYECKOIO BHJA, MPOEKT TaKkKe
(bOoKyCHpOBaJICSA U HA HECKOJIBKHX JIPYTHX OPTaHU3MaX, CPEeIH KOTOPBIX
oakrepus Escherichia coli, apo3zodwia, Mmbimb. [10]

Craiin 8. YyacTok reHoMa 4eaoBeKa

[TocnenoBarensHOCTh uenoBeueckoil JIHK coxpansercs B 6azax
JAHHBIX, JOCTYIHBIX JHOOOMY MOJIB30BaTENIO yepe3 MHTepHerT.

Craiin 9. «bosbliasg roHKay

B 1998 rony, amepukanckuii uccienonarens Kpelr Bentep u ero
dupma «Celera Genomics» 3amycTHIM aHAJOTMYHOE HCCIICIOBAHUE,
(UHAHCUPOBAHHOE YAaCTHBIM KamuTtaioM. llenpto ero coOCTBEHHOTO
$300-muimronHoro npoekra «Celera» 6b110 GoJIee OBICTPOE U AEMIEBOE
CEKBEHHPOBAHMWE YEJIOBEYECKOTO TIeHOMa, 4eM B $3-mMuiumapaHoM
roCy/1lapCTBEHHOM IPOEKTE.

«Celera» ucnonp3oBana 0ojiee pUCKOBaHHYIO Pa3HOBUIHOCTh METOIA
¢bparMeHTalMl TeHoMa, KOTOpPYIO  HCIOJb30BAIM  paHee  JUIs
CEeKBEHHUPOBaHMsI OaKTepHAIbHBIX T'€HOMOB pa3MEpOM IO IIECTH
MUJUIMOHOB Tap HYKJIEOTHUIOB B JJIUHY, HO HUKOTJAA JJS 4ero-inbo
CTOJIb OOJIBIIIOTO, KaK YEJIIOBEUECKHH T'E€HOM, COCTOSIIIMK M3 TPEX
MUJUTAAPAOB Map HYKJICOTHIOB.

Brauane «Celeray anoncupoBama, uto oHa Oymer J00MBaTHCS
naTeHTHo# 3amuThl «Bcero aumb 200 mmm 300» reHoB, HO MO3mHEE
(dbupMma mojana mpenBapuTeIbHbIE MAaTeHTHBIC 3adBKH Ha 6500 1enmbix
WIM YaCTUYHBIX T'€HOB. B oTimyMe OT MpoeKkTa ¢ rocyaapCTBEHHBIM
¢bunancupoBanueMm, ¢upmMa He [HaéT pa3pelieHuss Ha CBOOOJHOE
pacnpocTpaHeHue WM KOMMEPUYECKOE UCIIOIb30BAHUE CBOUX JAHHBIX.

B despane 2001 roma, BO BpeMs IMOIATOTOBKA COBMECTHBIX
nyOnuKaIuii, ObLUTH BBIMYIIEHBI MPECC-PETU3bl, TOBOPSIINE O TOM, YTO
npoekT Obul 3aBepiiéH obeumu rpynnamu. B 2003 u 2005 rr. Opum
AHOHCHUPOBAHBI YAy4IICHHbIE YEpHOBUKH, COJIEp>KaBIINE
pUOIM3UTENBHO 92 % TOCIIeI0OBATEILHOCTH.

Bce nmronu UMeErOT B TOW WM MHOW CTETIEHU YHHKATbHBIE TEHOMHbBIC
nocienoBarenbHOCTU. [loaTOMY naHHBIE, OMyOJIMKOBAHHBIE MPOEKTOM
«['eHoM d4enoBeka», HE cojAepKAaT TOYHON TMOCIEAOBATEIHHOCTU
T€HOMOB KaX/IOTO OTJIEJIbHOTO YeJOBEeKa. OJTO KOMOMHHPOBAHHBIN
T€HOM HEOOJIBIIOTO KOJMYECTBA aHOHUMHBIX JOHOPOB.

B mpoekre xommanuu «Celera Genomics» mjist CeKBEHHPOBaHHUS
ucnonb3oBanack JHK, moctynuBmias oT msTH pa3iMYHBIX 4YETOBEK.
Kpeiir Bentep, B To Bpemsi ObIBIIINI TTaBHBIM HAYYHBIM PYKOBOJUTENEM
«Celera Genomicsy», npusnaincs, yro ero JITHK Obuta omgnum u3 21
o0pa3noB B obmeM (oHJIe, MATh U3 KOTOPHIX ObUIM OTOOpaHBI JUIs
UCTOJb30BaHus B ipoekre. [10]

CTpykKTypa reHoma 4ejioBeKa
Caaiig 10. 'enoM yeltoBeKa:

PaboTa ydamuxcs ¢ Tabnuien
«[Ipoekt pacmuppoBKH TEeHOMA
yenoBekay. ([Ipunmoxenue Ne 3).
Bp16op snurpadoB, roBOpSIIMX O

3HAa4YCHHNU 3HAHUU
CCKBCHHUPOBAHUA I'¢HoOMa
YCJIOBCKaA.




e 3,2 MWUIMOHA Nap HYKJIEOTHIOB;

*  Komupyer 6enku — 1,1 — 1,4 % rexnoma;

* Bcero tpanckpubupyercs 8 PHK —28% JIHK;

*  AnbTepHAaTUBHBIN crutaiicuHT — 2,4% T'eHOB;

*  25% JAHK — noBTOpBI: qucneprupoBaHHble (pa30pocaHsl 10
reHomy), careuuTHble (10% - TaHAEMHBIE TIOBTOPHI), 0OpaTHBIE.
* OpnoOykBenHbie konmu (MeHee 10 moBropoB) — 73%.

*  Cpemu mucneprupoBaHubiX — muHHbIE (LINE — 1o 7000 m.H.) u
kopotkue (SINE — 1o 90-500 1.1.).

* Cpemu SINE — Alu - motopsi (300000- 500000 Ha reHom),
CIOCOOHBI K CAMOKOTIMPOBAHUIO M BCTPAWBAHUIO B JIIO0O0H YacTu
reHOMa ¢ HapyluIeHUeM (yHKIIMY F€HOB — SH/IOT€HHBIN MyTareH.

* Cpenu caremutoB — MuHH (20-70 1M.H.) U1 MUKpOCaTeUIUTHI (2-4

II.H.) — KHCTPYMEHT KapTHPOBAHUS '€HOB, MAPKEPHI MOJIOKCHHUS
TCHOB HACJICJICTBEHHBIX U MYJIBTH()AKTOPHBIX OOIC3HEH.
*  OJHOHYKJIEOTHU/IHBIN (CUHTYJISAPHBIN) HYKJICOTHIHBII
nonumopdusm — CHUIIs (CHUIIch) — 1,42 MITH. HAa TEHOM —
WHCTPYMEHT KapTUPOBAHWSI, BBISBIICHHS aJlIeleit
MYJIbTU(DAKTOPHBIX OoJe3Heil. [5]
Craiin 11. OyHKIHY UASHTHOUITHPOBAHHBIX TEHOB:
* T'eHBI peruMKaIWH, SKCIIPECCUU U COXPAHEHUS ICITIOCTHOCTH
resoma — 23,2%;
* T'eHbl CUTHAJIBHBIX CUCTEM (KJIETOYHOTO OOLIEHUS,
BHYTPHKJICTOUHBIX curHaoB) — 21,1 %;
* T'eHbl 00mIEKIETOYHBIX OMOXUMUYECKUX GyHKIMA — 17,5%);
* T'ensl gpyrux Gpopm OHOTOTHUECKON aKTUBHOCTH (KOJIUPYIOT
TPAHCIIOPTHBIC, CTPYKTYPHBIC OCIKH, UMMYHOTIPOTEHHBI) — 38,2%);
* B karanor He Bouuto npumepHo 13000 reHOB ¢ HEM3BECTHOM
GbyHKIIHICH.
* B 13 reHHbBIX ceMeCTBaX YMCIIO IT'EHOB y YEJIOBEKa OOJIBIIIE,
4eM Yy IPOIKEH, Ip0o30(uIIbl, KPYTIoro 4epssi U pacTeHuid. [5]
Cnaiin 12. Yucno reHos
Ip0o30(duiIbl, KPYTJIOTO YepBs, YeIOBeKa, puca, KyKypys3bl.
Kak Bpl mymaete, reHbl Kakux OpraHu3MOB HaiiIeHbl B TEHOME
yesoBeka’?
Cnaiin 13.
B reHome yenoBeka e€CTh T€HBI:
» JIHK ot perporpancnozono (PHK Bupycos) — 8%;
* JIHK-tpancno3onoB (JJHK 6akrepnii) — 3%;
* OOuue ams npo- u sykapuot — 21%);
*  OOuue a7 )KMBOTHBIX U IPYTHX dYKaproT — 32%);
* OO1ue a7 MO3BOHOYHBIX U APYTUX KUBOTHBIX — 24%;
*  OOmue mIst MO3BOHOYHEIX — 22%;
* O6mwme ast mpumaros — 90-99%. [5]

Craiin 14.
OHIMKIONEIUS YenoBeka - 25 TomoB (22 ayrocomsl + X +Y +

mut/IHK)
Cnaiin 15.
Wanorpammel xpoMocom desioBeka [11,12]

3anuce B TeTpaau: «I'eHom
yesoBeka: 3,2 MUJUIMOHA Map
Hykieotunos; 1,1 — 1,4 % renoma
koaupyet Oenku; Beero 28%
JHK Ttpanckpudbupyercs B PHK;
aJIbTEPHATUBHBIN CIUIAMCHHT —
2,4% renos; 25% JAHK —
MOBTOPBIL.




Craiin 16.
MuroxonapuansHas JIHK
Ora JIHK Obuta cexBenupoBana eme B 1981 rogy ®@. Cenrepom, 4rto
TOK€E OBLJIO B CBOE BpPEMsI CEHCAllMel, KOTopasi, 0JTHAKO, NUMeJla pE30HaHC
HECOTOCTaBUMO MEHBIINMN, YeM CEKBEHHUPOBAHHE SAEPHOTO reHoMa. YTo
e MpecTaBisieT co0oif aTa 25-ast XpoMocoMa yeoBeka?
B xiietke yenoBeka HacuuTbiBaeTcst oT 100 1o 1000 MuToXoHIpHid, B
KaKJIOM U3 KOTOPBIX CONEPKUTCS OT 2 10 10 MOsIeKyn KOJIbpLEeBOU
mut/IHK mmuno#t 16569 1. H. Takum oOpazom, pazmep
MHTOXOHJIpHaIbHOT0 reHoMa npumepHo B 200 000 pa3 meHb1Ie
sanepHoro. Yenoseueckas MUT/IHK conepxut 37 reHOB, KOAMPYOITUX
13 6enkoBbix nenei, 22 TPHK u 2 pubocomusix PHK (pPHK). B
OTJIMYME OT AJIEPHOT0 T€HOMAa MUTOXOHpUAIbHbIE T€HbI COCEACTBYIOT
APYT C APYroM U MEXJy HUMH IIPAKTUYECKH OTCYTCTBYIOT MEXKIC€HHbIE
IIPOMEXYTKU. B psfie ciydaeB oHM Jake MEepeKphIBAIOTCS HA OJJUH
HYKJICOTUJ: TOCJIEAHUIN HYKJIEOTH]I OJHOIO I'eHa OKa3bIBAETCs MIEPBBIM
B CJIEJyIOIIEM 3a HUM. To ecTh reHbl HaOUThl B MUTOXOHIPUAIbHOM
JTHK, kak «cenbau B 604ke». Kpome Toro, G0JIBITMHCTBO
MUTOXOHAPHAIIBHBIX T€HOB HE COJICPKHUT TAKUE XapaKTepHBbIE AT
SIICPHBIX TEHOB CTPYKTYPbI, KAK UHTPOHBI. [ 5]

Wzrorosnenne Mmoxaenu «OO0OIIEHHAss CTPYKTypa XpOMOCOMBI
reHOMa YeJIOBEeKay.

O60061enne maTepuana 0 CTPYKTYpe XpOMOCOM C TIOMOIIBIO
npuiioxkenus Ne 10.MoaenupoBanue CTpyKTYpbl XpOMOCOMBI.

«Bc€ cBumeTeNnbCTBYET O TOM, YTO MBI CTOMM Ha MOPOre MOSBICHUS
MepCOHU(UIIMPOBAHHON MEAMIIMHBI, JEJO JIMIIb 3a TEeM, KaK CKOPO
yIacTCsl CHHU3UTh CTOMMOCTb MPOLEAYPbl CEKBEHUPOBAaHUS T€HOMA
yeJIoBeKa.

S uMou KoONJIETH HEAaBHO TPUCTYNUIM K peaau3alud  Haeu
,,] [lepCOHAIIbHBII TeHOM", KOTOPBIN MBI pacCMaTPUBAEM KaK JOTHYECKOe
MPOJIOJKEHHE TIPOEKTa ,,] eHOM uenoBeka‘. Mbl HamepeBaeMcsl OIIEHUTh
BO3MOXHBIE  OMACHOCTH W PUCKH  TEPCOHANBHOW  T€HOMUKHU
U coOupaeMcs MpHUBJIEYb JOOPOBOJIBIIEB, KOTOpPBIE HE MOOOSIHUCH OB
MpeaTh TIACHOCTH CBOM F€HETHUYECKUE TOIPOOHOCTI.

-Jlxopmx Yepu - mpodeccop renetrku B ["apBapckoit MEAUIIMHCKON
IIKOJIe, PYKOBOAWTENs ['apBapACKOro IEHTpa BBIYUCIUTEIHHON
reHetuku  Jlummepa,  JlabopaTopuu  TEHOMHOM  TEXHOJOTHHU
munuctepcrBa dHepretuku CIIIA u B lleHTpax coBeplIeHCTBOBaHUS
TeHOMUKH NPpH HallMoHaNbHBIX HHCTUTYTaX 3/IpaBoOXpaHeHusl. [6]

Pabora yuamuxcs ¢ marepuanom
Bukunenun «XpoMocoMbl
yenoBeka: 1- 22, X, Y.
(ITpunoxenue Ne 9 Xpomocombl
yenoBeka) O3By4ynBaHHE OTBETOB
yyaluxcs no 1iaHy:

- HOMEpP XpOMOCOMBI;

- ayTocoMa WJIH 10JI0Bast
XpOMOCOMa;

- YUCJIO CEKBEHUPOBAHHBIX I'€HOB;
- MPUMEPHI T'CHOB,
OTIPENEIIAIONINX HEKOTOPhIE
HaCJIEICTBEHHbIE OOJIE3HU;
-«Operin» CeKBEHUPOBaHHUS.

PaGora ywammxcs ¢ KpaTkoit

uHpopmanuen u3 KHUTH
TapanTtyna B.3. «I"'enom
YyenoBeKa: DHUUKIIONEus,
HaIMCaHHAs 4 OyKBaMm»
(ITpunoxenue No 4.
XapakTepucTuka reHoMa
YEIIOBEKA)




B 2009 romy OBUIO 3aKOHYEHO  TIOJIHOE  «IIPOUYTECHHUEH
(cekBeHMpPOBAHKE) T€HOMA MPEJICTABUTENSI PYCCKOTO 3THOCA, TO €CTh,
ONpeJesieHa  IOCJIEJOBATEIbHOCTh  BCEX  ILIECTH  MMJUIMAP/OB
HYKJIEOTHIOB B TEHOME PYCCKOTI'0 Y€JIOBEKa.

I'enJdTHKa: 3ITHYeCKHE ACTIEKThI TeHETHYECKUX MCCIIe0BAHUI

[ToTenmman OWOTEeXHOJNOTHH OyIeT peaau30BaH B IOJHOH Mepe
TOJBKO TOT/A, KOT/a €€ MHCTPYMEHTAapuil (CEeKBEHUPOBAHHE T'€HOMOB)
CTAaHET CTOJIb K€ JIOCTYIHBIM | HEIOPOTHUM, KaK IEpPCOHAJbHbIC
KOMIIBIOTEPHI.

UToOBl  CHM3WTH CTOMMOCTH  IPOIEIYPhl  CCKBEHHUPOBAHHS,
pa3pabOTYMKN  HOBBIX METOJOB CTApalOTCS COKPATUTh  YHCIIO
MOJArOTOBUTEIBHBIX ~ OTaloB,  JIO TIpeAesia  MHUHUATIOPU3HPOBATH
000pyI0BaHUE U MPOBOJUTH CEKBEHHUPOBAHUE MUJUTMOHOB MOJIEKYJ
OJTHOBPEMEHHO.

Kak TosbkO 1ens OyJeT MOCTUTHYTA, Ha MOBECTKY JHS BCTaHET
BOIPOC O TOM, B KakoM OOBEME U KTO CMOXET HUMETh JOCTYI
K HH(GOPMAIIMK O JTMYHBIX TCHETHYECKUX MaHHbIX. /[xopmk Yepu [6]

Otuka (0T rped. 3Toc — 00bIyail) — 3TO HayKa, 0OBEKTOM KOTOPOH
SIBJIIFOTCSI MOPAJIbHO-HPABCTBEHHBIE OTHOLIEHHS, BOIPOCHl MOPAJIbHBIX
LneHHocTe B oOmectBe. OHa paccMaTpuBaeT MpaBuia M HOPMBI
OTHOIIIEHUN JIIOJIEH APYr K APYTY, 00€CIeUnBarONIne IPYKEITI00ne H
CHHKAIOIIHE arpeCCUBHOCTH B OOIICHUH.

W3 olmieii 3TuKH, KOTOpas BO3HUKIIA €€ BO BPEMEHAa aHTUYHOCTHU
KaK 4acTh MpakTU4eckoi ¢unocoduu, B Halle BpeMs BBbIICITHIACH
O0MO3THKA — HayKa 00 3TUYHOM OTHOLIEHUH KO BCEMY >KHBOMY, B TOM
YHClie U K YEJIOBEKY.

buosTrka pernmameHTHpYeT NOBEACHUE JIIOJIEH 10 OTHOLIEHHUIO APYT
K APYTY B YCIIOBUSIX IPUMEHEHHS BHICOKHX TEXHOJIOTHIl, KOTOPbIE MOTYT
W3MEHUTH WX TEJIO, IICUXUKY W (0COOCHHO!) TOTOMCTBO.

C nosiBlIeHHEM T€éHHO-WHKEHEPHBIX METOOB CTaJO SICHO, YTO OHU
HeCcyT B cebe MOTEeHIMAJIbHYI0 ONAacHOCTh. B ueM 3akirouaercs sTa
OTACHOCTh, KaKue MpoOJieMbl IOPUIMYECKOTO U ITHUYECKOIO Xapakrepa
pOXKIAaeT TeHHas  HHXeHepus, Kak (GOPMHUPYIOTCS U UYeM
peraaMeHTHPYIOTCS. OCHOBHBIE STHYECKHE MPUHLUIBI TeHeTuku? Ecnu
B YEJIIOBEKE BCE 3alpOrpaMMHUPOBAHO T€HETUYECKH, TO, IOJINPABUB
TeHETUYECKYIO TPOrPaMMy, MOKHO Oy/eT BBIBOJHTD JIIOJICH ¢ THOOBIMU
3aJJaHHbIMH CcBOMcTBaMu? [7]

Cnaiin 17. 'enDTuka

¢ BceoOuiasi aex/apanusi 0 reHoMe YeJi0BeKa M MPaBax 4ejloBeKa
pazpabotana Mexaynapoanbim komuterom KOHECKO no 6uostrke

B 1997 rony [5]

* JTHYECKHUe NPUHIHUIIBI MeTUIMHCKOMH reHeTUKH
chopmynupoBanbl B 1997 1. B mporpamme BecemupHoii opranuzanuu

3npaBooxpaHeHus (BO3) no reneruke yenoBeka [7]

Ceituac Mbl HAYHEM BBITIOJIHEHUE MPAKTUYECKOIN pabOThl «AHAIMU3 U
OIIEHKA 3TUYECKHUX ACHEKTOB PA3BUTHUS I€HETUUYECKUX HCCIEOBAHUI.
K coxanenuto, ata paboTa He pacrrcaHa B yueOHUKE OT «a» 10 «s». Bam
MIOMO’KET BBIMOJIHUTH €€ JIOTUKO-CMBICIOBass Mojenb «lIpakTuueckas
paboTay.

Pabota y4aImxcs c
IIpunoxenuem Ne S.
[TpakTtuueckas pabora «AHaIU3 U
OLICHKAa  JTHMYECKHX  aCIEKTOB
pa3BUTHS TeHETUYECKUX
UCCIIEI0BAHUI




Bam npencrouT HaWTHM CaMUM OTBETHI Ha BOIPOCHI IPAKTHYECKOM
paboThI, MPOJOKUB PabOTy MO MOUCKY HH(POpPMALUU 33 paMKaMH
ypoxKa.

Caaiin 18.TpaHcreHHblE OPraHU3Mbl

I'enernueckoe cxXoACTBO (IOMOJIOTHSI) XpOMOCOM YEJIOBEKAa U MBIIIIH.
Pa3HbpiMu 1BETaMH M HOMEpaMHM Ha XpOMOCOMAaxX MBIIIM OTMEYEHbI
HYKJIIEOTHJHbIE  IIOCJIEOBATEIbHOCTH  YEJIOBEYECKUX  XPOMOCOM,
COJIEpIKaLUE CXOJIHbIE CETMEHT.

CyllIeCTBYIOT MBIIIH C YEIOBEYECKUMU I'€HAMU.

JUisa 3TOM 1enu B KayeCTBE MMILEHU HCIOJIb3YIOT OIUIOJOTBOPEHHYIO
siLexsIeTKy. Yarie Bcero reH BBOJAT € TOMOIIbI0 MUKPOIIUIIETKH B SIIPO
aToil kieTku. [Ipu ymauyHoM ctedeHun oOCTOSITENHCTB (OOBIYHO TaKoe
creueHue npoucxoaut B 5—10% ciydasix) reH BCTpauBaeTcsi B T€HOM
MBI U TOCJHE 3TOT0 CTAHOBHUTCS TAaKUM e, KaK U COOCTBEHHbIE
MBIIIMHBIE TeHbl. B pe3ynabTare, Korja U3 MPOONEPUPOBAHHON
SIMIIEKJIETKA BBIPACTaeT MOTOMCTBO, OHO COJIEP’KUT HOBBIN, paHee He
MMEBIIUICS y HUX TE€H - TpaHCreH. Takue >KUBOTHBIC IOIY4HIIU
Ha3BaHHE TpaHCreHHbIX. Korjga MplliaM BBeIM T€H TOpPMOHAa pocTa
YelloBEeKa, OHM YBEJIWYWIM pa3Mep CBOEro Teja MOYTH B JiBa pasa.
CneBa: MbIllIb, KOTOPOW IMepeca’keH I'eH pocTa (F€H COMAaTOTPOIHHA)
4eyoBeka). [5]

Caaiin 19. Bonpocs! [uis pa3MbIIIEHHs ¥ TOMCKa MHPOPMAITUH:

1. Iloyemy reHHO-MHXEHEPHbIE METOIbI OKA3bIBAIOTCS

CBSI3aHHBIMU C ITUYECKUMH ITpodiemamu’?

2.  BpIckaxxuTe CBO€ MHEHME IO CJIEYIOIIEMY BOIIPOCY, YTO
Jy4llle: IPUMEHEHUE TeHHOW JUATHOCTUKH B IIPEAPOJOBOM NEPHOL,
KOT'JIa BBISIBJICHUE HACIIEICTBEHHBIX 1€()EKTOB MOXKET IMPUBECTH K
OTKa3y OT POKIECHUS peOEHKa, WM OTKa3 OT TAaKOW AMAarHOCTHUKH,
BCJIEICTBHE KOTOPOTO POANUTEN, UMEIOUIUE T€HbI HACJIEICTBCHHOU
00J1€3HH, MOTYT IIPUHATH PELIEHUE BOOOIIE HE UMETh JIeTeH?

3. Yto BBIIENAET 3TUKY T€HETUKHU U3 APYTUX pa3AeioB OMOITUKU?

4.  Korna u rae 6butn cOopMyIUpOBaHbl ATUYECKHE IPUHIUIIBI
MEIUIIMHCKON I'eHETUKU?

5.  Ha3zoBurte OCHOBHBIE 3TUYECKHE IPUHLIUIIBI MEAULIUHCKON
TCHETHKHU. [7]

OSBquBaHHe OTBCTOB YUallIUXCA

IlepcneKTHBBI TeHOMUKH

I'enomuka oxBaTuiia MHOTHE C(epbl JCSITENbHOCTH YelIOBEKa, OHA
y)Ke BTOpIJIacb B  MEAMIIMHY, JTHOrpaduio, JIUHTBUCTHUKY,
AHTPOTIOJIOTHIO U APYyrue 06IacTu rymaHuTapHoro 3Hanwus. [losBunrck
CHelUaIbHbIE OTBETBICHUSA: MEIULMHCKAsT T€HOMMKA, STHOTC€HOMHKA,
MajgeoreHOMUKa, TeHOMH(OpMAaTHKa, TE€HOTOKCHKOJOrus u JAp. B
MOCJIETHUE TOJIbI U3 TEHOMUKH BBIPOCIIO €IE OJTHO BaXKHOE HAPABJIEHUE
— IIPOTEOMHUKA, KOTOPast 3aHAIACh N0 CYTH J€J1a UHBEHTapU3alUueN BCeX
OENKOB KIJIETKH, aHAIM30M HMX (YHKIHH ¥ B3aUMOJCUCTBUS TIPYT C
OpyroMm. 3ajaudd, CTOSIIIME TMepel] NIPOTEOMUKOW, Ha HECKOJIbKO
MOPSAZIKOB CJIOKHEE, YEM Y CTPYKTYPHOM F€HOMUKHU.

Ha 06a3e HOBOro 3HaHUS MOHO W30aBHTh YEIOBEYECTBO OT
HACJIEICTBEHHBIX 3a00JI€BaHMI1, KOTOPBIX U3BECTHO yXKE OKOJIO YETHIPEX
TBICSIY, HAWTH  TNPHUHIMWIHAAIBGHO  HOBBIE  CIOCOOBI  JICUEHUS
MHOTOYHCIIEHHBIX MPUOOPETEHHBIX 3a00JIeBaHMiA, MPOUIUTH KU3Hb
YeJI0BEKa U MHOTO€ Jpyroe.




I'enomuka ¢ camoro Hayana Oblla HampaBieHA HE TOJBKO Ha
TEOPETUYECKHE M3BICKAHUS, HO, TJIABHBIM 00pa3oM, Ha MPAKTHYECKOE
HCIIOJIB30BAHUE YTUX JOCTIKEHUHN Ha Oaro uyemoBeka. COOCTBEHHO, 3TO
U TIPEATOoIaraid OpraHu3aTopbl IporpaMmsl «I'€HOM yenoBeka», Korjaa
3aTeBalid CBOU OECTpeIeICHTHBIN 10 3eMHBIM MaciiTabaM mpoeKT.[S]

UTo MOXHO OHIATh OT TCHOMHBIX HCCJICIOBAHHI B OrpKailIice
Oymymiee?

Caaiin 20. I1porsos

Bor kak chopmynupoBan mporHo3 Ha Ommxkaiimue 40 mer O.
Komnuns, onuH W3 pykoBoauTened HporpamMmbl «I'€éHOM YernoBeKa»
(CIIA).

2010 ron

—'eHeTnyeckoe  TeCTUpOBaHME,  NPOPHIAKTUYECKUE  MEPHI,
CHIDKAIOIlMEe pHUCK 3abojeBaHWil, M TreHHass Tepanus g0 25
HACJIEICTBEHHBIX 3a0oJyieBaHuN. MencecTpbl HAUMHAIOT BBINOJIHATH
MEJIMKO-T€HETUUECKHUE MTPOLIETYPHI.

— Iupoko nocTynmHa MpeUMIIaHTAllMOHHAsT JUarHOCTHKA, SPOCTHO
00Cy)KIat0TCsl OTpaHUYEHUS B MPUMEHEHUH JaHHOT'O METO/1a.

— B CIHIA npuHATBI 3aKOHBI 711 TPEIOTBPAIICHUS T€HETHUYECKOU
JTUCKPUMMHALIMU U COONIOIEHUS KOH(UIEHIIMATBbHOCTH.

—He BceM J0OCTYNHBI MNpPaKTUYECKUE TPUIOKEHUS T'€HOMUKH,
O0COOEHHO B Pa3BUBAIOLIUXCA CTPAHAX.

Cranin 21. 2020 rox

— Ha pblHKe MNOSABISIOTCSA JIeKapcTBa OT AualeTa, TUIEPTOHUU U
Opyrux 3abojeBaHMi, pa3padOTaHHBIE HAa OCHOBE TEHOMHOU
nHpopMaIuu.

— Tepanus paka, MpHUIENbHO HANpaBieHHAs Ha CBOICTBA PaKOBBIX
KJIETOK.

— ®apMakOreHOMUKa CTaHOBUTCS OOLIEHPUHATHIM MOIXOJIOM JJIst
CO3JaHMs MHOTHX JeKapcTB. V3meHeHune crnoco0a JIUArHOCTHKU
MICUXUYECKUX 3a00JIeBaHMil, MOSABICHUE HOBBIX CIIOCOOOB UX JICUEHUS,
M3MEHEHHE OTHOIICHHUS OOLIECTBA K TAKMUM 3a00JICBaHUSIM.

— JleMoHCTpanuss ~ 0€30MaCHOCTHM  TEHOTEpallid  Ha  YpOBHE
3apOJBIIIEBBIX KJIETOK MPU TOMOIIM TEXHOJOTHH TOMOJIOTUYHOU
pEeKOMOWHAIINH.

Cnaiin 22. 2030 roa

— Omnpenenenue MOCIEI0BATEIBHOCTH HYKJIEOTHIOB BCErO0 I'€HOMa
OTJIETbHOTO MHJWBHUJIA CTAHET OOBIYHOW MPOLETYypPO, CTOUMOCTD
KoTOpo# He Oyzaet npesbimarh 1000 $.

— KaranorusupoBaHsl reHbl, Y4aCTBYIOLIUE B IPOIIECCE CTAPEHUSI.

—IlpoBoadTcs  KIMHUYECKHE  HUCIBITAHUS TI0  YBEIIMYCHHIO
MaKCHMaJIbHOW MTPOJOJDKUTEIBHOCTH )KM3HU YEIOBEKa.

— JIaBopaTopHble  3KCIIEPUMEHTHl Ha  YEJIOBEYECKUX  KIIETKaxX
3aMEHEHBI KCIIEPUMEHTAaMH Ha KOMIIBIOTEPHBIX MOJETISX.

— AKTUBU3HPYIOTCS MACCOBBIE JIBM)KEHUS ITPOTUBHUKOB MEPETOBBIX
texHosnoruii B CIIIA u npyrux crpaHax.

Cnaiin 23. 2040 roa

—Bce oOuienpuHATbEIE MeEpbl 3paBOOXPAaHEHHs OCHOBaHBI Ha
TE€HOMHKE.

— Omnpenensercs IIPEIPacIOIOKEHHOCTh K OOJIBITUHCTBY
3a00JieBaHMi (TIPU/0 POKICHIS).

3anuch B TeTpajau:

«IIpornos: x 2010 r.

-I'eHTECTHI;

-I'eHTepanus 25
HaCJIEJICTBEHHBIX 00JIE3HEH;

2020 .
-Tepanus paka;
-PapMaKOTeHOMHKA;

2030 r.

-I'eHoM nHIUBHAA;

-I'eHbI cTapeHws;
-KoMmmproTepHbBIC MOIETH;

2040 T.

-IIpeapacnosioxkeHHOCTh K
0omne3HaM (TIpU/I0 POKIACHHUS);

-IlepconanbHas MEIUIINHA;

-Cpenusist MpoI0KUTENEHOCTD
*Ku3HU — 90 ner.




— Jloctynna s¢dextuBHas npounakTuyeckas MEAUIUHA C YYETOM
ocobeHHOCTeH MHANBUIA. BOJIe3HN NETEKTUPYIOTCSA HA PAHHHUX CTAAUAX
MyTEM MOJIEKYJIIPHOT'O MOHUTOPHHTA.

— JInst GonpInMHCTBA 3200JI€BaHNH TOCTYIIHA T€HHAsT TEPaIusl.

—3amMeHa JIeKapcTB TMPOJYKTaMH T'€HOB, BBIPA0ATHIBAEMBIMH
OpPraHu3MOM IIPHU OTBETE HA TEPAIIHIO.

- Cpemusis pOIOKATEIBHOCTD XU3HU HocTurHET 90 neT Omaromaps
COLIMOPKOHOMUYECKUM MEpaM.

- TIlpoxomsar cepbe3nble 1ebaThl O BO3MOXKHOCTH UEJIOBEKA
KOHTPOJIUPOBATH COOCTBEHHYIO HBOJIIOLIUIO.

— HepaBeHCTBO B MHpe COXpaHSIETCS, CO3/1aBasi HANPSHKEHHOCTh Ha
MEXTyHapOJIHOM YPOBHE.

Kuznp, 6€3yCIIOBHO, MOKET BHECTH CYIIECTBEHHBIE KOPPEKTHUBHI B
9TH TpaHIUO3HBIE NPOTHO3B. HO B IETOM MNpHUBEICHHBIC BHIIIE
MIPOTHO3bI, 0€3YCIIOBHO, OYAYT peaanu30BaHbl, XOTs, BEPOSTHO, C HEKUM

CIIBUTOM B ToJiax. [5] 3amuce B TeTpajIn:
[To3HakOMUMCS ¢ HEKOTOPBIMH TPUMEPAMH TPAKTUUECKOW TEHOMHUKHU «IHK-¢punrepnpunTHpoBanue

CETOHSIIIHETO JHS. — TEHOMHas  JAaKTHJIOCKOIIHS
Craiin 24. IHK-puHrepnpuHTUpOBaHUE (poactBo  (mapckas  ceMbs),
MHorue roap! s UACHTU(PUKAIMY JTUYHOCTH UCIOJIb30BAJU JIUIIb | OTIIOBCTBO, MATEPUHCTBO)»

o1uH 3(PPEeKTUBHBIN TOJIX0J — aHAJIW3 OTIEYATKOB MajbleB (IO-

HayyHOMY - JakTuiockonusi). OnHako He Bcerja B pacHopsuKeHHH
KPUMHWHAIMCTOB HMMEIOTCS HMHTEPECYIONIUE WX OTIEYaTKH TMaJbIIeB.
Kpome Toro, HekoTOpBIE TPOOIEMBI BOOOIIE HE MOTYT OBITh PEIICHBI C
MOMOIIBI0 3TOTO moxaxona. Hampumep, Bompoc 006 OTHOBCTBE U
MaTEepPUHCTBE. AHTIIMYaHUH A. Jxebdpuc paspaboTain
«TAKTUIJIOCKOTIMPOBAHMUE» Ha OCHOBE MoOJIeKyJsipHOro a”anmuza JIHK
(ceituac »to HaspBawT JHK-puurepnpuntHpoBaHMEeM — OT aHTIJL.
cmoBa finger — mamer). MeToa TeHOMHOW MaKTUIOCKOIMH 1Al
a0COIIOTHO HAJEKHBIN TeCT Ha WACHTHU(PHUKAIUIO JIUYHOCTU. «I eHHBIE
OTIIEYaTKW» MO3BOJISIOT UACHTU(PUIIMPOBATH TOTO WJIM MHOTO YelloBEKa
10 HeOOJBLIOMY KOJIHYECTBY MPAKTUYECKH JIFOOOr0o OMOJOTHYECKOTrO
Martepuana (Kamid KpPOBH, OJHOTO BOJIOCA, CIIOHBI, KyCOYKa HOTITS,
CJIEJIOB TOTA, CIIEPMBbI).

Monekynsapubiii  mokymeHnT JHK-dunrepnpunr, ortpaxkaroruit
JUIMHBI ~ MHKpPOCATEJUINTa,  CBHUJIETENILCTBYET O  POJCTBEHHBIX
OTHOIICHUSIX OTLIA U MAaTE€PH C UX JIETHMHU.

CneBa — cTpoeHHE KIACTEpOB OJIHOTO M3 MHUKPOCATEIUTOB
(I'TCAITAT) y pomuteneit u paered, crpaBa BHH3Y — pe3yibTar
aHalM3a JJIUH MHUKpPOCATENIUTOB: BCE JETH POXJIEHBI 3TUMHU
ponuTensMu. [S]

Cnaiing 25. PoMaHOBBI

SApxum npumepom ucnoib3oBanus JJHK-dunrepnpuntupoBanus Ha
MPAKTUKE MOXKET CIYKUTh HCTOpPUS C UACHTU(DUKAIMEW OCTaHKOB
napckoit cemb. B 1991 rony B Gonmotucrom Mecreuke KonTsiku mon
ExaTepuHOyprom ObLTH HaiiieHbl OCTaHKM (KOCTH) JIEBSITH YEJIOBEK.
Cpa3y ke ObUIO MPEANOJIOKEHO, YTO 3TO OCTAaHKHM IOCIEIHEro
poccuiickoro umneparopa Hukonas |l u 4neHOB ero cempm, a Takxke
J0JIed, 3acTpeieHHBIX BMecTe ¢ HUMU B urtone 1918 roga B moxaBane
NnateeBckoro noma. UToObI caenaTh OKOHYATEIBHBIN BBIBOJI, K paboTe
MPUCTYIIINA TeHETHYECKHUEe NETeKTUBEI. [lepBble aHaTN3bl, OCHOBaHHbBIE
Ha TEHETHMYECKHX MapKepax, MOKas3alu, YTO KOCTH MpHHAJIeKAT




YEeTBIPEM MY)KUMHAM M IISITH OKCHIIMHAM, B TOM YHCJIE CEMbE,
COCTOSBIIEM M3 OTLA, Marepu U Tpex Jgoueper. [lamee s
UACHTU(HUKAIIMA JTMYHOCTEH ObUT MpPOBEACH CPAaBHUTEIBHBINA aHAIM3
noymMopdubIx yaactkoB JIHK, BwIgeneHHON M3 KOCTEH OCTAaHKOB, U
JIHK  OnmkxaluxX pOJCTBEHHUKOB POMAaHOBBIX, KOTOpBIC ObLIH
HalJieHbl B pa3HbIX Yrojkax Mupa. B mepByro ouepenp 310 OblLI
BHyYaThlil IUIEMSHHUK uMIeparpulpl  Asnekcanapel  DenopoBHbI,
Owunm, repuor OAUHOYprckui, cympyr KoposieBbl AHriauu. Ero
reHeTUYeCKui MaTepuain okazaics oauHakoBbM ¢ JJHK oO6HapyxeHHbIX
noa ExarupunOyprom »keHIIMHBI U ee Tpex aouepeid. Ilocie atoro
MOJIEKYJISIPHBIMM TE€HETUKaMU OBl ClIeJIaH OKOHYATEJIbHBINA BBIBO/I:
OCTaHKHM NpPHUHAJUIekKAT UMIIEpaTpule U Tpem ee gouepsim. CroxHee
o6croso aeno ¢ caMmuM 1apem. [louck ObUT MPOAOTIKEH, M, HAKOHEI,
HanuiM emie AByx poactBeHHukoB Hukomas Il rpadunio Kcenuto
Coupuc (ypoxnennyro lllepemerseBy) u Jxeiimca Kapueru, Tpersero
repuora daiigckoro. 'enernueckuit matepuan MutIHK rpeueckoit
rpauHU U MIOTIAHICKOTO IrepIiora MoJIHOCThIO CoBMaiu, a BOT MUTIHK
Hapsi 4yThb-4yTh OT HUX OTJIMYaJach (B HEM ObUI OAMH CHUIIC, KOTOPOTO
He ObLIO y MperoiaraeMbIX poACTBeHHUKOB). Ho mocneane coMHeHus
oTnany, korga npoaHanusupoBanu MUT/IHK u3 0CTaHKOB BENIHMKOro
KHs1351 ['eoprusi, Mmiazmiero 6pata nocjiaeHero pycckoro maps.
B Heit oOHapyXmIIach Ta )Ke camasi MyTanus, Kak u 'y maps! [Tocie storo
Ha 100% Opwi0 ycraHoBieHo, uto B Kontskax moa ExarepunOyprom
Haigensl octanku Hukomas II u ero cembu. [5]

Caaiin 26. ['eHbl paccKa3blBatOT

Ceityac BBI, HUCIONB3Yys MIA0IOH, OylneTe MEPexXOAUTh OT OJIHOTO
YeJIoBeKa K JPYrOMY, BBICIYIIMBATh pPAacCcKa3bl M JAENaTh 3aIllUCH
(HECKOJIBKO CJIOB) B KJIETKaX IIa0JIOHA.

Pabora YYaIuXxCst C
[Tpunoxenuem No 6. T'ennl
paccKa3bIBalOT [8,9]
(mabOpMaITUS pacrpezeneHa

MEXJYy BCEMM Yy4YalllUMHCA) U C
[Tpunoxenuem Ne 7. PesynbTaThl

[IpoBepuM MpaBUIBLHOCTH BBIMOJIHEHUS 33JaHUs MMO3KE C IOMOIIBIO | U TEPCHEKTUBbI  pacmudpoBKu
3aM0JHEHHOTO 11a0JI0Ha. reHOMa YeJI0BeKa.
3anojgHeHue nrabioHa
TaOMUIBI B XOJI€ BBINOJIHEHUS
3aJaHus «Halimm ToOro, Kro
pacckaxer Tede 0...»
Peduexcust 3anoJIHeHHe YYaIIUMHUCSA
Peduexcus conep:kanus yueOHOro MaTepuaJjia Tabnmuupl 3HAHUS U YMEHUS B
OmnpenenuM nmpupalieHue HalllX 3HAHUHN 10 CpaBHEHUIO ¢ HavajioM | Teme  «['eHeTnka  4YeloBeKa»
ypoKa. (ITpunoxenue Ne 2)

[TonbiTaemcsi Tpaduvecku TBOPUYECKH H300pa3uTh HH(POPMAIIHIO
«['eHoM yenoBeka»

[Ipunoxenue Ne 8. Ilpuemsl
pedIieKCUBHO- I TEIBHOCTHBIX

TEXHOJIOTHH. [TepexpecTHas
acconuanus [4]
Peduiexcust HacTpoeHus1, SMOLMOHAIBHOIO COCTOSHMS, YYBCTB
B Oynyiem Ham mpeacToOUT OTBEYaTh Ha HEMPOCTHIE BOTIPOCHI:
-Kakue uyBcTBa BBl HicibiTanu ceroaus? O3ByunBaHue OTBETOB
-Cornacusl 1 Bel 1OOpPOBOIBHO MPEIOCTaBUTH CBOM T€HETUUYECKUH | yUaIIUXCs
Matepuan ans pacuudpoBku Baiiero nepcoHanbHOTO reHoma?
-Jlagute nmu BEI cornacue Ha IOMEIICHUE CBEACHUM B baHk JaHHBIX?
-byner nu Bamr reHoM nocTyneH A u3ydeHHs OECIIaTHO WIU 3a
JIEHbI'u?
Peduiexcus gesiteJiIbHOCTH O3ByunBaHue OTBETOB
[TpoaHanu3upyiiTe CBOIO MHIUBUIYAIBHYIO U TPYNIIOBYIO paboTy: y4aImnxcst




-Uto nana Bam paboTa B mapax?

-Kakue tpynnoctu Bel Berpetmnn?

-Kak ¢ Humu cnipaButhbcs?

-¥Y M€HS NOJIy4HIOCh. ..

-CeroaHs Ha YpOKe 51 CMOT ...

-YpOK J1an MHE JJIs KU3HH. ..

-Mory noxBajauTh CBOMX OJJHOKJIACCHHUKOB ...

Crmaiin 27. JlomaniHee 3aiaHue

1.IlpoosKuTe BBINOJHEHUE MPAKTUYECKOW padoThl «AHamu3 u
OILICHKA 3TUYECKUX ACIEKTOB Pa3BUTHSI FTEHETUUECKUX UCCIIEIOBAHUII.

2.Ilpountaiite kHury Tapantyna B.3. «['eHoMm uenoBeka: Beinonnenue y4aluMucs
DHIMKIIONe U, HarucanHas 4 6ykBamu». CoCTaBbTE€ aHHOTAIUIO. JIOMAIITHET0 3aJIJaHus 110 BEIOOPY

3.Hamnummure scce «5 u Moit reHOM»

4 Haiimute B  HMHTepHere Marepual O HOBBIX  METOJax
CEKBEHHPOBAHMsI T€HOMA.




