buonorus /JleMOHCTpallMOHHBII BapuaHT 10 knacc
Bpemst BoinosHeHus 3aganuii — 240 MuUHYT.

IMumure pazdoopunBo. Eciin He 3HaeTe 0TBeTa, cTaBbTe NMpPoYepK. Eciin ncnoJib3yere
JAOMOJIHUTEIbHBIN JIMCT, 0013aTEJIbHO HANIMIIKUTE 00 3ITOM HA OCHOBHOM JINCTE OTBETA,
HHa4e JONOJHUTEIbHBIN JUCT He OyJeT MpoBepeH. YePHOBUKYU He OLlEHMBAIOTCS.

MakcumajibHoe KoudecTBo 6a1108 — 100.

3aganne Nel (12 6a110B). DKCIIEPUMEHT.

Brumamenvno npouumatime mexcm 3adanus. Haiioume owubxu, OonyuenHvle npu noCmaHosKe
akcnepumenma. Ilepeuucnume ux. Jna xadxcoou owubku o00vACHUMeE, KAK HYIHCHO OblIO
delicmeosams, UmooObl NOYYUMb 00CHOBEPHBILL 0Omeem Ha nocmasienHvlli Kameti éonpoc.

JleBouka Kats Bcerja oropyanach, 4To ojapeHHble BEThl ObICTpO BAHYT. OHa mpouuTaa, 4ro
€CTbh HapOJIHbIE PELENThI — JOOABJIATH B BOJY caxap WM acClIMPHH, a B [IBETOYHBIX Mara3uHax
IIPOJIAOT CIIELMAJIbHBIC ITpenaparsl 1l IPOIJICHHS )KU3HU CpPEe3aHHbIX IBeTOB. Kars pemmna
IIPOBECTHU IKCIEPUMEHT U BBIICHUTB, KAKOH CIIOCO0 JIydIle.

Omna kynuna aBa npenapara. Basiia yersipe 6anku: Ha 0.6 i1, 0.75 11, 1 1 u 1.25 0. Kaxxayro 6anky
JI0 [TOJIOBMHBI HAIIOJIHMJIA BOJAOW M IIOCTaBUJIa B HUX 110 OJTHOMY IIBETKY pa3HOro LBETa U3
KpacuBoro Oykera, KOTOpBI nogapwin Mmame. B nepByro 6anky Kats HacbImana 4yaifHyro JTOKKY
caxapa, BO BTOPYIO MOJIOXKHIIA OJJHY Ta0JIeTKy acnupuHa. B TpeTsio 6aHKy 100aBuIIa 4eTBEPTH
yaifHOM J10kKa rpenapata Nel, B 4eTBepTYyIo - CTONIBKO ke mpenapara Ne2. "Jlyqmum OyneT ToT
Ipernapar, ¢ KOTOPBIM LIBETOK HE 3aBSHET J0JIblIe Bcero" - pemniia Kars.

3apanue Ne2 (11 6auioB). PacueTHas 3amava.

Tuwume nodpodbnoe pewenue u nosicusatime Bawu oeticmausi.

B ropone Conneunonape, rae xuset 10 000 uenoBek, 0JHaX 1kl BO BpeMsI TOPOACKOTO
BECEHHETO Mpa3AHUKA PEIIMIIN MTOACUUTATh, CKOJIBKO JIFOJIeH UMEIOT BeCHYIIKU. OKa3aaoch, 4TO
JIOJIeH ¢ BeCHYIIKaMH (a 3TO JOMUHAHTHBIA MOHOTeHHBIH npu3Hak) 5100 genoBek. Hamna
3HaKOMas phDKas JEBYIIIKA, y KOTOPOM HET BECHYIIEK, MEUTAET O TOM, UTOOBI BCE €€ JETUIIIKU
ObLTH BecHyIIuaThiMU. [locumTaiiTe, KakoBa BEpOSITHOCTH TOTO, YTO KPACHUBHIN MapeHb,
YIBIOHYBIIHMICS €l Ha YJUIle TOPOJIKA B BECEHHUM MPa3IHUK, OyJeT UMEHHO TaKUM, T.€.
TOMO3UTOTHBIM IO T'€HY BECHYIIYAaTOCTH. OTBET BBIPA3UTE B MPOLICHTAX.

3aganue Ne 3 (14 6ayoB). PacuerHast 3agaua.
Tuwume nodpodbroe pewenue u nosicusatime Bawu oeticmsusi.

Jetsim, 60bHBIM (PEHUITKETOHYPHEH, HEOOXOJUMO OTPAaHHUNBATH KOJTMUYECTBO €CTECTBEHHBIX
OeNKOoB, T.€. HE MPEBHIIIATH CYTOUYHYIO Pa3pelIeHHYI0 103y (peHunananuHa (1T ecTecTBEHHOTO
Oenka conepkuT S0 MT peHUTATaHNHA).
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B pe3ynbraTe noiydyaercs HeIOCTaTOK OeNka, Beb U3 MUILHU €ro MOCTyNaeT O4YeHb Mallo, a
AMUHOKHCJIOTHI HEOOXOUMBI JJIsl CHHTE3a COOCTBEHHBIX O0eaKkoB. CyTOUHYIO0 HOpMY OEJIKOB B
MMUTAaHUHU BOCTIOJHAIOT CIIELIMATM3UPOBAHHON CyX0oi cMechio, Hanpumep, «MDwmuin @KV 1»

(100 r cmecu comepxkut 20 r 6enka, B KOTOPOM UMEIOTCS BCE aMUHOKHUCIIOTBI, KpOME

dennnanaHnHa).

PaccuuTaiite HeoObxoaumoe komndecTBO cmecu «MDwmut @KV 1», koTopoe Hy»)HO

yInoTpeOasaTh KaXbIi 1eHb peOeHKY, OompHOMY (deHunKeTonypueil. Pebenky 4 rona, Bec 16 Kr.

N3 ecTeCTBEHHBIX HCTOYHHUKOB OH JOJIKCH ITOJIY4aTb MaKCUMAaJIbHO BO3MOXKHOC KOJIUYCCTBO

Oeka.

CrnipaBouHbIE JaHHBIE.

Taonuua 1.

MaxkcuMaiabHO JOMYCTUMbIE BO3PACTHBIE HOPMBI (peHMIIaTaHHA JIJ1s1 OO0JIBbHBIX
(beHnIKeTOHypueH.

Bospacr pebenka

CyTo4YHO€ KOJIMYECTBO (PeHHMIIATaHHHA (MT/KT

MaccChl TeJia)

o 2 mec. 60
2-3 mec. 60-55
3-6 mec. 55 45
6-12 mec. 4535
1-1,5 roma 3530
1,53 roga 3025
3-6 ner 25 15
Crapiue 6 net 1510

Tabmma 2.

HOpMBI (I)I/I3I/IOJ'IOI“I/I‘-ICCKOI7I HOTpCGHOCTI/I B OCHOBHBIX IMHUIICBBIX BCIICCTBAX U SHCPTHUU IJIA

JIeTel crapiie rojaa.

Bospacr Oueprust, kkan | benok, r/nens | XKupsbl, r/neHs YI;J;ZEEEH’
ot 1 roma no 2 ner 1200 36 40 174
OT 2 1eT 10 3 JeT 1400 42 47 203
ot 3 net o 7 et 1800 54 60 261
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ot 7 ner go 11 mer 2100 63 70 305
or 11 ner no 14 net 2500 75 83 363
MaJIbYUKU
ot 11 net no 14 net 2300 69 77 334
JIEBOYKH
ot 14 et no 18 mer 2900 87 97 421
FOHOIIN
ot 14 et no 18 ner 2500 76 83 363

JIEBYLIKHU

3ananue Ned (15 0a/u10B). AHAJIN3 TEKCTA.
BHMMameJZbHO npoqumaﬁme mexKcm u npoaHaJmmpyzZme pucyHOK. 3ameM 6blNOJIHUmMe 3adaHu}1.

B JIHK c¢ TedyeHueM BpeMeHM HaKaIlUIMBAIOTCS pa3HooOpas3Hble mnojoMku. Ilpomece wux
UCIIpaBJIeHUs Ha3bIBaeTcs penapauueil. Ecnu Obl penapanuu He ObUIO, TO BCE JKUBBIE CYIECTBA
Ha IUIaHeTe JaBHO Obl oru6iin. B kaXka0# KiieTKe CyIecTBYIOT HECKOJIBKO B3aMMO/IOMOTHSIOLIMX
cucreM penapauuu. OnHa U3 HUX Ha3bIBaeTCs HSKCLU3UOHHAs penapanus ocHoBaHuil (base
excision repair). Ota cucrema akTuBupyercs, koraa B JIHK Bo3HUKaIOT MOBpex1eHUS a30TUCTBIX
ocHoBaHui. Hanpumep, UTO3MH B pe3yabTaTe CIOHTAHHOT'O JI€3aMUHUPOBAHMSI IPEBPALLACTCS B
ypaumi (puc.l). ITockonbky Takoro ocHoBanust B JJHK B HOpMe He comepkuUTCs, TO y DyKapHOT
€ro y3HalwT U yaansaT crnenuanbHbie dGepmentsl - JIHK-rmmkosunasel. s pa3HbIX THIIOB
MOBPEXACHHBIX OCHOBaHUH cymecTByoT JHK-rmmko3unasel, cnenuduuecky uxX y3Harolue U
BeIpe3atomue. B pesymbrate oOpasyercs T.H. All-caiit (apurinic/apyrimidinic site) -
caxapogochaTHbI OCTATOK, JIUIICHHBIH a30TUCTOT0 OCHOBaHMsL. 10 cylecTByIOIIMM OlLIEHKaM, B
KJIETKe 3a CyTKu oOpazyercs okosno 10 000 Takux caiitoB. All-caiiT y3naercsa ¢pepmentom All-
SHJIOHYKJI€a30l, KOTOpas pa3pbiBaeT CiloxHOdpupHyo cBsi3p B uenu JIHK psgom ¢
MOBPEXAEHHBIM OCHOBAHUEM U 3a0]1HO ynanser 2-10 cocennux HykieoTnnoB. OOpa3oBaBiascs
opemrs 3actpauBaercs JIHK-nmomumepazoi, a JIHK-nmuraza 3atem BoccTaHaBiamBaer
CII0KHO3(UPHYIO CBA3b.

Ho ne Bcerna xonern 6siBaeT Takum xopomuM. Korna B /IHK B HanpaBnenun ot 5'-konna x 3'-
KOHITY 32 JIC30KCHUIIUTUIMHOM CIIETyeT J€30KCUTYaHO3UH, To obpasyercs T.H. [I'-octpoBok (CpG
island). Takume ocTpoBKM y3HAIOT (EpPMEHTHl MeTHITpaHc(epasbl M OCYIIECTBISIOT
MeTUIupoBaHue nuto3uHa (puc. 1). B 3ToM cirydae npu CHOHTaHHOM JIe3aMUHUPOBAHUH IIUTO3UH
npeBpamfaercs B TuMuH (puc.l). M Torma ompenenuth, B Kakoi WMEHHO IEMU MPOU3O0IILIA
MyTallus, YK€ HEBO3MOXXHO. TeM He MeHee, pemapanus Bce Ke MPOUCXOAMUT, HO BBIOOP
yIaasieMOT0 OCHOBAHMS OCYILIECTBISETCS CIydalHbIM 00pa3oM, 4YTO MPUMEPHO B IOJOBHHE
CJIy4aeB MPUBOJIUT K MyTaIUH.

Opnnaxo metunupoBanue JIHK nMeeT oueHp BakHOE 3HAUEHUE ISl )KU3HU KJIIETKU, HECMOTPSI Ha
TaKyl0 TOJBEPKEHHOCTh MyTamusM. IloMumMoO OenoK-KOOUPYIOIUX y4yacTkoB TeHoB, LI'-
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JUHYKJIEOTH/]Ibl 4aCTO PACIOJIOKEHBI B PETYISATOPHBIX 00JIaCTAX T€HOB, HAIIPUMED, B IPOMOPOTaX.
MeTtwinpoBanue BXOJAIIMX B HUX JE30KCULUUTHUAMHOB NPUBOAUT CHIKEHUIO TPAHCKPUIILUU
COOTBETCTBYIOIIMX I'eHOB. HampoTuB, ynaneHHe METHUIIBHBIX I'PYII IPUBOJUT K aKTUBALUU
Tpanckpunuuu. Takum obpazom, metuiaupoBanue JJHK mo3BomseT perynupoBaTh aKTHBHOCTD
reHOB. MeTHIMpOBaHUEe 00paTUMO M MOXKET U3MEHSTHCS B 3aBUCUMOCTH OT BHEIIHUX (DaKTOPOB.
CaMoe UHTEpECHOE 3aKJIOYaeTcsi B TOM, YTO YPOBEHb METHJIMPOBAHMUS TE€HOB MOXKET
Hacle1oBaTbes. Takum 00pa3om, IO HAClIEACTBY MOTYT IIepe1aBaThCs NproOpeTeHHbIE TPU3HAKH,
HE 3aKOJMPOBAaHHBIE B BHJIE IIOCIECNOBATEIBHOCTH HYKICOTHIOB. Takoe HaclleJOBAHHE MEHee
CTaOWIJIBHO 1O CPAaBHEHHUIO C T€HHBIM U MOYKET MU3MEHSThCSA B T€UEHHE XKM3HM opraHusma. Ero
3aKOHOMEPHOCTH M3y4yaeT MHTEHCHBHO pa3BHUBarollascs 00JacTh MOJIEKYJIPHOM OHOJIOrHH,
MOJIy4YMBIIasl Ha3BaHUE "PTUTEHETHKA" .
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Pucynok 1. Mogupuxkannu age3okcuuTuanHa, scrpevyarommecs B IHK. Cuneit ueproit
0603HaueH pa3pbiB N-TIUKO3UAHON CBsI3U, KOTOPBIH ocymiecTBisioT JJHK-rmuko3mnassr.
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3aganusa

s omeema Ha 3a0aHus UCNONB3YIIMeE MaMepual NPOYUMaHHo20 mexkcma. B kascoom mecme
CO0epPACUMCsL He MeHee 0OHO20 BEPHO20 YMBEPICOeHUs.. Bam HydcHo evlopams ece 6epHuvle
VIMBePIHCOeHUS.

1. Ilpu 3xcun3nonHoii penapannu ocHoanunii JIHK nmociienoBareibHOCTH el CTBUA
(epmeHTOB CieayoIAs:

A. IHK-rnmuko3unasa - All-saaonykieasa - JIHK-nonumepasa - JIHK-nuraza

b. JHK-rnuko3unaza - JIHK-nonumepasa - All-sunonykneasa - JIHK-nuraza

B. All-sunonykneasa - JIHK-rnuko3unasza -/IHK-nonumepasa - JIHK-nuraza

I'. JHK-rnuko3unasa - [JHK-nonumepasa - JIHK-nurasa - All-sugonykieasa

2. JHK-riauko3uiaspl AeiicTBYIOT CJ1eIYIOIIUM 00pa3oMm:

A. Y3HaI0T NOBPEKACHHBIN caxapodochaTHBIN OCTOB

b. Y3nator Hetunmuneie aiis JJHK azotucteie ocHOBaHUS

B. Y3HaroT pa3pbIBbl HyKJIIECOTUIHOW LIETU

I'. Y nanstot noBpexaeHHOE a30TUCTOE OCHOBAHHE

YAQIAIOT TOBPEXKIEHHOE OCHOBAHHUE M HECKOJIBKO PACIIOJIOKEHHBIX PSAIOM HYKJICOTHIOB
3. N3 npensioxkeHHBIX BHIOEPUTE BCe BEPHBIE YTBEP:KAEHUS 00 IKCIM3MOHHOW pemnapanuu:
A. DKCIIM3MOHHAs perananusi OCHOBAaHUM MPOUCXOIUT B KIJIETKAaX YEeJIOBEKa

b. DxcunsnonHas penapanys OCHOBaHUN MPOUCXOAUT B KIETKAX AOKIEBOTO YEPBsI

B. DxcunsnonHas penapanusi OCHOBaHUM MPOUCXOTUT €KETHEBHO

I'. 15 sKcUM3MOHHON penapainiy OcHOBaHU HeoOxoauma BTopas nens JJHK

J1. Dxcuu3noHHas penapanus OCHOBaHUN MOKET MPOUCXOIUTh O€3 HCII0Ib30BaHMs BTOPOH
unenu JITHK

4. OnkoJioruvyeckne 3a00/1eBaHus, Ha3bIBaeMble Takke "'pak' - 3T0 oHa U3 HauboJee
YaCTbIX IIPUYHUH CMEPTHOCTH. HUx NpUYvHA 3aAKII0YA€TCA B TOM, YTO HEKOTOPLIC KJICTKHA
OpraHuima B pe€3yJbTaTe padjindHbIX HOBpe)KIleHl/lﬁ BBIXOJIAT U3-MMOA KOHTPOJIA U
HAYMHAKOT HEYAeP:KMMO AeJIUTHCA U PacTH, 00pa3ysi ONMyXO0JIH.

Kaxk Bbl nymaere, kKakue U3MEHEHHSI MOYKHO OKUIATH B KJIETKAX PAKOBbIX OIyXoJiei?
A. I10BBIIIEHO METUITMPOBAHUE PETYIATOPHBIX YUYACTKOB I'€HOB, 3aITYCKAKOUIUX JIEJICHUE KIETKH

b. IToBBILIIEHO METUIIMPOBAHKE PETYJIATOPHBIX Y4aCTKOB F'eHOB cucteM penapauuu JJTHK
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B. [loHmxeHO METUIIMPOBAHUE PETYISTOPHBIX YYaCTKOB F€HOB, OTBEUYAIOIUX 32 MHULIUAIUIO S-
(a3bl KIETOYHOTO LUK

I'. ITonnxeHo MeTHIIMPOBAHUE TEHOB, KOTOPBIE B ciydae nojoMok JIHK 3amyckarot npouecc
IPOrpaMMUPYEMOil KJIIETOUHOI CMEpTH (aronTo3a)

5. CymecTByeT 0a3a TaHHBIX, B KOTOPOii COOpPaHbI CBeJIeHUSI 0 TOUYEYHBIX MYTAI[UAX,
NPUBOJSIIIMX K PAa3JIUYHBbIM 3200/1eBaHUsIM YesioBeka. [Ipu ee anaimnze oka3anoch, 4To
YacTOTA 3TUX MYTALMIi ISl Pa3HbIX AMHHOKHUCIOT pa3anyaercs. To ecTb MyTalluOHHbIE
3aMeHbl HEKOTOPbIX AMHHOKHUCJIOT BCTPEYaIOTCsl CylleCTBEHHO yaie Apyrux. PesyabraTsl
3TOr0 AHAJIMU3A NMPeACTaABJIeHbI HA puc. 2 Vcnouab3ysi MHpOpMAIHIO U3 3aaHUS U
NPHJIOKEHHYIO Ta0JIHIly TeHEeTHYeCKOro Koa, MPeAnoI0KuTe, KaKasg AaMMHOKHCJI0Ta
MyTHpyeT HauboJiee yacto. Ha puc. 2 eii cooTBeTCTBYeT KpPacHbIH CTOJI0UK.

Bnuwume cro0a nazeanue amunoOKUC10mol.
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Pucynok 2. Yactora MyTanuii pa3jiu4HbIX AMUHOKHUCJIOT B FeHAX, MOBPEKIEHUST KOTOPBIX
BbI3bIBAIOT 3a00JieBaHus YesioBeka. CTonOukaMu 0003HAYEHBI OTEIbHBIE AMUHOKUCIIOTHI.
Bce myTtanmu , KoTopbie TPUBOAAT K O0JIE3HIM uenoBeka, B3sThI 3a 100%. Jlis kaxmaon
AMUHOKHCJIOTHI TTIOCYUTAH BKJIQJI MyTaIlli B €€ KOJIOHAX B 00Iee YUCIIO MyTaIlHil.
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PucyHoK 3. leHeTu4yeckuit Kog,

Hcnonvzosanwl 0annvle cmamwu "The origins, determinants, and consequences of human
mutations”. Shendure J., Akey J.M. Science. 2015, 349:1478-83.

OcobGennocthb 3axanmuii Ne 5- Ne7 - Hanu4uue 60161010 ynciaa pemenuii. [lomaure, uro yem
0oJIbIlIe Pa3yMHBIX BADUAHTOB 0TBeTa Bbl nmpuBenere, Tem (oJiee BLICOKOM Oy/IeT OlleHKA.
BAKHO: yYuThIBAIOTCH TOJBKO BepPHbI€ 0TBETHI; 32 HEBEePHbIE THIIOTE3bI OLIEHKA He
CHMKaeTcs!

3aganue NeS (16 GaquioB). Kakme mpucrnocoOieHHs K HEIOCTaTKy BOJBI BBIPAOOTAUCH Y
JKHUBOTHBIX, O6I/ITaIOIIII/IX B H}’CTI)IHSIX? HpI/IBCI[I/ITe KaKk MOKHO OOJbIle IMpuMEpoB
MOBEJICHUECKUX, MOP(OIOTHYECKUX M (U3UOJOTMUECKUX aJanTalluidi M KUBOTHBIX, HX
UCTIOJIb3YIOIIHX.

3amanue Ne 6 (16 6amns0B). Ha perynspHoM MenocMoTpe Bpad OOHapyKWII Ha TeJle MallueHTa
B31yTHE. B uemM MoXeT 3aKio4arbes MpUUKMHA €ro BO3SHUKHOBeHU? [IpuBeauTe Kak MOKHO
Oosble BApHAHTOB OTBeTa. HUKakux orpaHudeHuil Ha pazMep U GopMy OIyXIIEro yJyacTKka He
HaJIaraeTcsl.

3aganue Ne7 (16 6amnoB). Kakue mprcmocoOaeHNs BOJAHBIX OPraHM3MOB ITOMOTAIOT MM

OCTaBaTbLCA B TOJIIIC BO,Z[LI? Hepe‘-II/ICJ'II/ITC KaK MOKHO OOJIbIIIEe HpHCHOCO6J’ICHHﬁ u 1o
BO3MOJXHOCTHU ITPUBCAUTEC 11O OAHOMY IIPUMCPY KUBOTHLBIX, KOTOPBIC UX UCITIOJIB3YIOT.
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