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AKTYaJIbHOCTH Pa0OTHI

KonuenryansHoe [yt BBICHIMX  J3YKapuoT  00OOIEHHE  KJIAaCCHYECKOM
panuaimonHoi renetuku U nuroreHetuku (Muller, 1954 a, 6), o HajaMYUKU B CIIEKTPE
HACJIENYEMbIX HM3MEHCHMN TI'€HAa 2 OCHOBHBIX KJIACCOB MYTAIlUAd — <TOYKOBBIE»
(BHYTpUT€HHbIE M3MEHEHUs1) U abeppalMOHHbIE (JIEIEIUMOHHOIO U OOMEHHOTO THUIIA)
OCTaBWJIO HEPEIICHHBIM (DYHIAMEHTAIBHBIN BOIPOC O UX MOJICKYJIIPHOU MIPUPOJIE.

N3ydenne 3Toro Bompoca CTajio BO3MOKHBIM C TMOSBIICHUEM TaKUX MOJICKYIISIPHBIX
METOJI0B, Kak Onor-rubpuausaunusa no CaysepHy, MoiauMMepasHas LEMHAs peakuus
(ITLP) u cexBenupoBanue. B yacTHOCTH, HA HEOOIBIIMX BHIOOPKAX MyTalMi psiaa
reroB Drosophila o6iydeHHBIX B reHEpATUBHBIX KJIETKAX Y-KBAHTaMU M HEHTPOHAMHM
M M3YYEHHBIX Ha3BAaHHBIMH METOJaMU ObUI OIMUCAH TETEPOTCHHBIN CIEKTP
MOJICKYJISIPHBIX M3MEHEHUW OT BHYTPUTEHHBIX JENEIUN 10 3aMEH OTICNbHBIX Iap
OCHOBaHMIA, JISKAIUX B OCHOBE «TOYKOBBIX» MyTarmit (Pastink et al., 1988; 1990). O
JIEJICIMOHHON TIPUPOJAE PEHTTCH-UHIAYIUPOBAHHBIX MYTallMi OTIEIbHBIX T'E€HOB
CBUICTEIILCTBYIOT M JaHHBbIC JUIs reHepatuBHBIX KieTok Mus Musculus (Rinchick
E.M. etal., 1986).

brnuskue pesynbrarhl ObUIM TIONYY€HBI B TOCIEJACTBUM M HAa COMATHYECKUX
KJIETKaX C WCIIOJIb30BAHUEM TaKUX T'eHOB-pernoptepoB, kak HPRT (Anderson et al.,
1993, Philips et al., 1997) u APRT (Fujimori et al., 1992).

B 1o ke BpeMs paboOThl MO MOJICKYISIPHOMY aHaIN3y CTPYKTYphl TeHa y
paMallMOHHO-UHIYIIUPOBAHHBIX ~ a0EppPAIMOHHBIX MYTaHTOB OOMEHHOrO  THUIa
HEMHOTOYHCIIEHHBl ¥ CBUJETEIBCTBYIOT O BO3MOXKHOCTH JIOKaJU3allid pa3pbiBa
BHYTPU T€Ha 0O0JydyeHHOro B reHepaTuBHBIX KieTkax Drosophila (Williams, et al.,
1991, AnekcanapoB, Anekcanaposa, 1994) u comatndyeckux KJeTkax 4eioBeka (Sugg
S.L.etal., 1996).

OTU U JIpyrue UMEIoNIHecs] B JUTEepaType JaHHBIE MO 00CYXIaeMOMY BOMPOCY
MOJYYEHBI Ha PA3HBIX TECT-CHUCTEMAX, F'€HAX C Pa3HOW 3K30H-UHTPOHHOM CTPYKTYpPOH
U B CWJIBHO OTJIMYAIOIIUXCS MO PATUAIMOHHBIM YCIOBHUSM JKCIEPUMEHTaxX, 4TO HE
JaeT OOIIero MPeACTABICHUS O KAYSCTBCHHBIX M KOJWYCCTBEHHBIX 3aKOHOMEPHOCTAX
pPaIMoOMyTaOMILHOCTH T'e€HAa Ha MOJICKYJISIPHOM YpOBHE B cllydae €ro MyTalui
«TOYKOBOW» W a0eppallMOHHOW TPUPOJIbI. B 3TOHM CBA3M BaXKHBIM M aKTyaJlbHBIM
SBJISCTCS CUCTEMHBIA TOJXOJ, T.C. TPOBEJACHUE HCCIICIOBAHUN HAa OJIHOM TI¢He-
penopTepe, CpaBHUTENIBHOE U3yUeHHUE JIEUCTBHS HAa HETO B OJIHUX M T€X K€ YCIOBUSIX
AKCIIepuMeHTa pa3inuuHbiX no JI[ID BUAOB M3MyyeHUN ¢ LETbI0 BBISIBICHUS CHEKTpa

BCCX BO3MOXKHBIX HOBpG)KI[GHHfI, HNX OLCHKHU 1 MOHeKYHﬂpHOﬁ XApPAaKTCPUCTUKH.

3



Haunbonee  akTyanbHBIM B HACTOSIIEE  BpEMs  OCTAaeTCsd  U3Y4YCHHUE
paguomMyTaOUIILHOCTH T€HOB B T€HEPATHMBHBIX KJIETKAX, MOCKOJIbKY paJdallMOHHBIN
MYTarcHe3 Ha MOJIEKYJIIPHOM YPOBHE B 3THX KJIETKaX SIBISIETCS MEHEE M3YyUYECHHBIMU,
HO TpPU 3TOM BBICOKO 3HAYUMBIM JUIsi OLEHKHM PHUCKOB JICWCTBHS pagualuul s
MOCHEAYIOMKUX MNOoKoJIeHn. K ToMy K€, BO3MOXHOCTb 3KCTPAaNoOJSALUU JTaHHBIX
MOJYYEHHBIX HA COMAaTUYECKUX KJIETKaX Ha T€HEPATUBHBIE OCTAETCS HE SICHOW B CHILY
MQJIOYUCIICHHOCTH  COOTBETCTBYIOIIMX  JAHHBIX JUISI TE€HEPATHBHBIX  KIIETOK,
MPUHIUIHAAIIBHBIX Pa3IMuui B OpraHu3alliy XpoMaTHHa, a TaK ke pa3auduil B paboTe
CHUCTEM pemapanuy, OO0yCIaBIMUBAIOIIUX CYAb0y TMEpPBUYHBIX paTUAIMOHHBIX
MOBPEKACHUHN y 9TUX ABYX TUIIOB KJIETOK.

[IpoBenenne Takoro pojia MacIITaOHBIX HUCCIEIOBAHUI B OTHOCUTEIIBHO KOPOTKHIA
MEpUOJ BPEMEHU BO3MOXKHO JIMIIb HA HEMHOTHMX T'€HETUYECKU XOPOIIO M3yYEHHBIX
00BEKTaX, Cpe KOTOPBIX B MEPBYIO OdYEpenb CleayeT paccmaTpuBaTh Drosophila
melanogaster. B kauecTBe reHa-penopTepa MepCreKTHBHBIM SIBIISICTCS] UCTIOIh30BAHHE
rera vestigial (vg), kak HauOonee OJIM3KOrO MO pa3MepaM M OpraHU3alMH K reHaMm
MJIEKOMUTAIONINX, U B CIIEKTPE PaAHalliOHHO-UHAYLIUPOBAHHBIX U3MEHEHUN KOTOPOTO
PETYISIPHO HAONIOJAIOTCS MYTallMd OOOMX KJIACCOB, YacTOTa HMHAYKIHUU KOTOPBIX
JIMHEMHO 3aBUCUT OT JI03bl PEAKO- W IUIOTHOMOHU3UPYIOLIETO H3JIy4YCHUS
(Anexcannpos u jap., 2001).

Hean u 3agaun padoThI

[lenpto paGoTHl SBJISETCS CPABHUTEIBHOE HW3YYCHHE MPHUPOABl MOJIEKYISIPHBIX
u3MeHeHnit kpynHoro rena vestigial Drosophila melanogaster y wmyranToB
«TOYKOBOI» ¥ a0eppalMOHHOW TPUPOJBI, WHIYIMPOBAHHBIX pPa3HBIMU JO3aAMH Y-
KBaHTOB  °CO, MOHOPHEPreTHYCCKHX  HEHTPOHOB (E,=0,85M1B) m  ux
KOMOMHUPOBAHHOTO BO3JCUCTBHS, C OIEHKOW CIIEKTpa JTUX HW3MEHEHHH W HX
pacnpeneseHus 1o KapTe reHa.

Jlnst  MOCTHIKEHHME BBIIICHA3BAaHHOW Iieeid B paboTre ObUIM  MOCTABJICHBI
CHEAYIOLINE 3aJa4Uu:

1. CucremaTu3npoBaTh FT€HETUYECKYIO KOJUICKIIMIO CIOHTAHHBIX U PaIUuaIlliOHHBIX
MYTaHTOB TIO TE€HY V(J MO TaKuM TapameTpaMm, KaK «TOYKOBas» U abeppaiioHHAs
Npupoja, BUJl U3TYyUYECHUS U J103a.

2. [IpoBecT MONEKYISPHBIM aHamu3 CTPYKTypbl reHa Vg mertoxom IIIP y
CIIOHTaHHBIX, Y-, HEUTPOH- U HEUTPOHBI+Y-UHAYLIUPOBAHHBIX MYTAaHTOB «TOUKOBOI» U

abeppalliOHHOM MPUPOIBI.



3. CpaBHUTH BBISIBJICHHBIC MOJICKYJIIPHBIC HW3MEHCHHSI Y «TOYKOBBIX» U
abeppalluOHHBIX MYTAHTOB I'eHa V(J, OIIEHUTh 3aBUCUMOCTh 3THX U3MEHEHUM OT BUJIA U
JI03bI U3JIYYEHUSI U ONPEICIIUTh XapaKTep pacrpeeieHUuss MOJICKYISIPHBIX U3MEHEHUM
Ha KapTe reHa.

4. N3yuuTsb Ha MOJIEKYJISIPHOM YPOBHE TECHETUYECKUE 3¢ deKTsI
KOMOWHHUPOBAHHOTO JIEUCTBUSI HEUTPOHOB M Y-M3JyYEHUS IO CPaBHEHHUIO C
s dexramu 3TUX BUJIOB paUaIlid B OTACIBHOCTH.

5. [IpoBecTtr reTepoOAYIJICKCHBIM aHAIM3 U CEKBEHUPOBAHUE HE BBISBIISEMbIX
metogom [IIP wusmenenuit JJHK 3-ro u 4-ro 9K30HOB T€HA y «TOYKOBBIX» U
abeppalluOHHBIX MYTAHTOB VJ CIIOHTAHHOTO U PAIUAIIMOHHOTO MTPOUCXOKICHUS.

IHos0:keHnsi, BBIHOCMMbIE HA 3aAIUTY

1. KayecTBeHHasi KapTWHA MOJEKYJIAPHBIX W3MEHEHUN TeHa, BhbIsSBIsEMas
merogom IIIP, oamHakoBa i [BYX HU3YYEHHBIX BHUIOB paaHUALMH, OJHAKO B
WHIYKIIMM YaCTUYHBIX JIeNIeIUi TeHa HeWTpoHbl Oosee 3(PQPEeKTUBHBI, UeM Y-
U3IIy4eHHE.

2. Hannuune ximacTepoB MOBPEXKIEHUN Ha pa3HBIX YPOBHSAX OPraHU3alMd T'€HOMa
nociie JAeHCTBUS 000MX HM3YyYEHHBIX BUJIOB PAIUAIMU CBUIECTEIBCTBYET O TOpas/io
00Jiee BHICOKOM CTENEHU MOPAKEHHOCTH TeHOMAa KIJIETKU YeM ITO CJENyeT W3 aHalIu3a
TPAJMIIMOHHBIX paauoOuonaorndeckux 3P¢exkToB (TeHHbIe MyTaluu, abdeppanuu
XpPOMOCOM).

3. [lorepu JITHK Bappupyromeii BenuuuHbI, HabmogaeMble B o0nacTu
abeppallMiOHHOTO pa3pbiBa MpPU OOMEHHBIX MEPECTPOMKAX XPOMOCOM OKHUJIAEMBbI B
paMKax COBPEMEHHOW TEOPUH CTPYKTYPHI TPEKa U MOJEJE opraHu3aluu XpoMaTHHa
3peINbIX T€HEPATUBHBIX KIIETOK.

4. Cucremarnueckue 3ameHbl ocHoBaHmii JIHK B 00mydeHHOM TeHe Bemylime K
MOBBIIIICHUIO YPOBHS OJJHOHYKJIHOTHIHOTO rosiuMopdu3zma (SNP) cBuaeTenbCTBYIOT O
HEOOXOJIMMOCTH HOBOTO TMOJXOJa K OIEHKE pPHCKa paaualiii, OCHOBAaHHOTO Ha
anaymse SNP.

Hayunast HoBH3Ha padoThI

BrepBeie B OAMHAKOBBIX YCIOBUSX SKCIEPUMEHTAa HAa OJHOM T€HE CJIOXKHOU
OpraHu3alid B  3apOJBIIICBBIX KJIETKaX BBISIBICH CHEKTP MOJICKYJISIPHBIX
MOBPEKICHUH MOCTE NEUCTBUS HOHU3UPYIONIUX U3JIydeHu ¢ pazHoit JITIO.

BnepBrple mnoka3aHa KIIACTEPHOCTh IOBPEXKIAIOIIET0 JEHCTBHUS pajvalliyd Ha

TeHETUYCCKUU ariaiapar saposzlmeBoﬁ KIICTKHU, TIPOABJIAOIIAACA B HAJIWYHUH



HECKOJIbKUX HE3aBUCHUMBIX MYTAI[MOHHBIX MOBPEKIACHUN PA3HON CIIONKHOCTH KakK y
«TOYKOBBIX» MYTAHTOB TaK U y MYTaHTOB a0eppaliiOHHON MPUPOIBI.

Brnepssie npeacrabiiena cxemMa MexaHu3Ma GopMHUpPOBaHUs abeppaliiii 0OMEHHOTO
TUna c jaeneTupoBaHueM nocienosatenbHocTedl JIHK pasHoil BennuuHbl B 00nactu
abeppalluOHHOTO pa3phIBa.

Anpodanus padoTsl
Marepuaibl [1uccepTallMOHHON padOThl OBLUIN T0J0KEHBI B BUJE YCTHBIX U CTEHAOBBIX
JOKJIaJI0B Ha cheayroummx koHdepeHuuax: «V Che3l BaBWIOBCKOTO 0O0IEeCcTBa
TCHETUKOB U cejekiuonepoB» (Mocksa, 2009); Third International Conference,
Dedicated to N. W. Timofeeff-Ressovsky «Modern problems of genetics,
radiobiology, radioecology and evolution» (Alushta, 2010); «VI cbe3n mo
paMallMOHHBIM HCCIIEIOBAaHUAM (paauoOUOIOT s, PaTUOIKOJIOTHS, paJualluOHHAs
6e3omacHOCTh)» (MockBa, 2010); X KondepeHust MOJIOABIX YICHHBIX, CIICITHAIICTOB
U CTYJIEHTOB, MOCBsIIeHHass 50-JIeTHIO CO JHS MEepBOro moiera yenoBeka B Kocmocy
(MockBa, 2011); Poccuiickas HayuyHas KOH(GEpPEHIHS C MEXIYHAPOIHBIM y4acTHEM
«AKTyanpHbIe TPOOIEMBI TOKCUKONOTUM W paauodbmosnorun» (Cankt-IletepOypr,
2011).

Crpykrypa n 00bemM padoThl

Huccepramuss u3lIokeHa Ha 92 cTpaHWIAX, BKJIOYaeT BBEACHHUSA, 0030p
JTUTEPATyphbl, MaTepUalibl M METONbI, pPe3yJdbTaThl M OOCYXKIEHHUE, 3aKIIOYCHUE,
BBIBOJIBI, CIUCOK JuTepaTypbl. Pabora wmmoctpupoBana 10 pucynkamu u 7
tabmuiamu. CHOUCOK JUTEpaTypbl HacuuThiBaeT 121 wuctouHuk, w3 Hux 22

oTeuecTBEHHBIX U 99 3apyOeKHBIX.
MATEPHUAJIBI U METOAbI UCCIIEJOBAHUSA

PenieccuBnbiii Ten Vg (15107 m.H., 8 5k30HOB, 7 UHTPOHOB) JIOKAJIM30BAaH B CCKIIMH
49E1 mieuya nmonureHHou ayrocoMel 2R Drosophila melanogaster (puc. 1).

CrayuvaiiHple BBIOODKM #3 8 MYTaHTOB VQ CIHOHTaHHOTO MPOUCXOXKICHHUS,
MOJyYEHHBIX B KOHTPOJIBHBIX CKpPEUIMBAHMAX B MEPUOJ] HECTAOMIBHOCTH JTUKOU
muann D32 (87-91rr) (Anexcanmpos, AnekcanapoBa, 1994), u 114 wmytaHTOB
paAMallMOHHO-UHYIIMPOBAaHHON mnpupoasl (cpenu Hux 60 y-, 27 HeWTpoH- u 27
HEHTPOHBI + Y-HHAYIHPOBAHHBIX, CPEIM KOTOPHIX 5 MOMyYEHBI OT MCTOYHHKA - -Cf)
ObUIM B3STHI JUIsI aHAIM3a W3 T'EHETUYECKON KOJUIEKIMM DPAJUALMOHHBIX MYTaHTOB
Drosophila melanogaster 8 OUSIN (/1yona, Poccust), KoTOpble OBLIM IMOJYYCHBI B
Xo7e HIMPOKOMACIITaOHBIX pasuaOHHO-TeHETUYECKUX IKCIIEPUMEHTOB,
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IIPOBOAMMBIX Ha npoTskeHuH 70-90rT. nponuioro cronerrs. PU3HUECKUE IMapaMeTpPhl
SKCIIEPHMEHTOB 110 BO3JEHCTBUIO y-H3Tydennst ' Co (ycranoBka «Gamma-cell-220»,
N=5,7 I'p/mun, no3st 5-60 ['p) 1 MOHORHEPreTUUECKUX HEUTPOHOB JEICHUS (PEaAKTOP
bP-10, E£.,=0.85 MaB, N=2,6 I'p/mun, no3b1 2.5-20 I'p) (Alexandrov, 1984) na 3pensie
CIICpMUH CaMIIOB JAMKo# jJadopaTopHoii muauu D32 D. melanogaster, a Taxxe ombITOB
M0 KOMOMHUPOBAHHOMY JICHCTBUIO HEUTPOHOB H Y-U3JIYYCHHSI (T€ K€ UCTOUYHUKH) ITPU
UX paBHOM BKJaje B oOmyto no3y 15-30 I'p (Anekcanapos, AnekcanapoBa, 1989) u
M0 BO3JICUCTBUIO CMEIIAHHOTO Y-HEUTPOHHOTO U3IY4YCHHS (MCTOUHHUK 252Cf, N=0,35
I'p/mun, mos3er 7-28 I'p) (Anekcanapos, 1987) metanbHO OmMUCaHBI paHee. Y CIOBHS
MOJIYYCHUST HOBBIX CIIOHTAHHBIX W PaJHANMOHHO-HHIYIIUPOBAHHBIX MYTallii T'eHa
vg'™®* B 5-70KycHOM TecTe, I¢ WHTAKTHBIC M OONYYCHHBIC IHKHE CAMI[bI
CKpelmBatuch ¢ camkamu tecrep-imann KL resoruna y sc™ dl49 sc® w? (M5); b' cn’

vg' Tax xe ommcansl panee (Anekcanapos u ap., 2001).

aca v I(2)C Tenomepa
a) LleHTPOI\ilepa . g (.) : p
66.7
' ex3 ex4 '
6) 2 3
~15,1kb
in1 in2 in3 in4 HE-T
F 2 i _F 4 i ' 6 i i{ }ml ' 12 1§ 14 , , 16
B 0T g5 260 el W W, i

Puc. 1. ren vg, (a): reHeTnyeckas kapta paiiona rexa vestigial; (0): cxema 3k30HHO-
UHTPOHHOW CTpyKTyphl TeHa Vestigial (15112m.H.); (T): TONOXXEHUE aMIUIMKOHOB

M3y4aeMbIX CyOpaiioHOB TeHa.

Ha ocHoBaHHMM paHee MPOBEIEHHOTO IMTOreHeTHdeckoro aHamuza (Alexandrov,
2004) Bcs BBIOOpKAa MYTaHTOB ObUIa IMOJpa3/ielieHa Ha 2 Kiacca: «TOYKOBHIE», HE
MMEIOIINE [UTOJOTHYECKH BBISBISIEMBIX U3MEHEHUH B paiioHe JIOKAIMW3allly T'eHa Ha
YPOBHE XPOMOCOMBI U MYTaHThI, UMEIOIINE XPOMOCOMHBIE MEPECTPOUKH Pa3TMIHOTO
pooa C JIOKanM3anuMed OJHOTO W3 pPa3pbiBOB B obmactu rTeHa VQ. Kimacc c
XPOMOCOMHBIMH TT€PECTPONKAMH OB IPOAHATN3UPOBAH U CUCTEMAaTU3UPOBAH IO YXKe
UMEIOIIMMCS JaHHBIM T€HETHUYECKOT0 TeCTa Ha KOMILIEMEHTALUIO C MPOKCUMAIIbHBIM
sca u qucranbHbiM |(2)C renamu-mapkepamu (puc. 1), ¢ onpeneneHneM TeHeTHUECKUX
TpaHUIl JCJICIUi 10 TeM ke reHamM-mapkepam (AsiekcanapoB u ap., 2001). Kak Obuio

MOKA3aHO paHee, WHAYKIHS MYTaluid 0OOMX KIACCOB JIMHEHHO 3aBUCUT OT JO3BI Y-



U3JyYCHHSI, HEHTPOHOB M MX KOMOWHHUPOBAHHOTO BO3JeHCTBUS (AJIeKCaHIpOB U Jp.,
2001, AunekcanapoB, Ajekcanapoa, 1989). B atux ke paborax moka3aHO, 4TO B
WHIYKIUA MYTAHTOB aOeppallMOHHOM MPUPOABI HEUTPOHBI M KOMOMHUPOBAHHOE
00yyeHue HEUTPOHBI+Y-KBaHThI Oosee 3PPEKTUBHBI, YEM Y-U3TyUEHUE, TOI/A KaK 110
TECTY «TOYKOBBIE» MYyTaIlMU — KapTHUHA OOpaTHas.

Boigesnenue renomuoi JJHK

I'enomuyto JIHK Beinensn u3 20-25 umaro OJIM3KOPOJCTBEHHBIX J1a00PATOPHBIX
muauit D32, (mukast amiens Vg+32), vg' u3 MartepuHckoii tuHuu KL 1 MyTaHTOB romo-
wim remusurot VgNVGT? (vg®® seisercs neneumeit Df(2R)49D4-F6 (Alexandrov,
2004), 80 T.m.H., 3aXBaThIBAIOIICH BeCh I'eH VQ U aucTanbHbIi reH-mapkep 1(2)C), ¢
UCIOJIb30BaHKeM Habopa peareHtoB «Diatom® DNA Prep 100» («ISOGEN»,
Poccus).

IHonumepa3Hasi nenHas peaxkuus
YuutreiBass ~ 3HAYMTENBHBIM  pasMep reHa, i [II[P-amanu3a Bca  ero
MOCIIEIOBATENIbHOCTh OblIa TOJpa3jielieHa Ha 16 mepekpbIBaoIMXCs (parMeHTOB
Bappupytomeid BenmuuuHbl (381-1901 m.H.) (puc. 1), K KOTOPHIM OBLIU MOAOOpPAHbI
YHUKQJIbHBIE TMapbl TpaiMepoB. AMmundukanuio (GparMeHTOB TIeHa Ha Mpudope
«Tepuuk» («IHK-texHonorus», Poccus) NpOBOIWIM C TIOMOIIBIO PEarcHTOB
«GenPak® PCR Master» Mix Core» («ISOGEN», Poccusi) ma renomuoit JIHK
MyTaHTOB V(. YcinoBus nposeaecHus [IL[P, npenBaputenbHO ONTUMU3UPOBAHHBIE I10
TEMIIepaType OTXKWra TMpaiMepoB Uil KaXIoro (¢parMeHra, CJleayrollue:
npeaBapuTenbHas aeHarypanus - 95°C, Smun, 1 nukr, aeHatypamus — 95°C, 1muH,
omxur npaiimepoB — 54—64°C, 30c, cuntes — 72°C, 1 muH, 30 IIUKIIOB; OKOHYATEIIbHAS
noctpoiika — 72°C, 7muH. [IpogyKTsl peakiuu aHanIu3upoBaiu B 1%-HOM arapo3HOM
rejie B MPUCYTCTBUH 3TUAMyM Opomuaa (0,5 Mkr/mun). Buzyanuzanuio mpoBoAUIN Ha
TpancwutroMuHaTope «®Dimyckom» (Poccust) ¢ mocnenyrommm (oTorpagupoBaHuEM.
[Ipn wuHTEepnperauu MOJYYEHHBIX AAHHBIX MOJaraj, 4YTO OTCYTCTBUE OJHOIO
(dbparMeHTa OTpakaeT HaJIMYhe MYTAIMOHHOTO TOBPEXKACHUS (MUKpPOJAETEIUs) B
paiioHe MocaKu MPSIMOTO WU OOpaTHOTO MpaiiMepoB OTCYTCTBYIOIIETO (PparMeHTa, a
OTCYTCTBHE JIBYX U 00Jiee CMEXHBIX ()PAarMEHTOB — HAJTUYHE MPOTHKEHHON YaCTUIHOM
JieNeluy TeHa. Pe3ybTaThl TaKUX peakluil MpOBEPSIIMCh HE MEHee Tpex pas. B ciyuae
MYTaHTOB ¢ HOPMaJbHOW KapTHHOM BCEX M3ydaeMbIX ()parMEHTOB reHa Mojarajiu, 4To
OHM HMEIOT MEJKHWE MYTAI[MOHHbIE MOBPEKIEHUS, HE BBIABISAEMbIE ITUM METOJIOM.
JIOCTOBEpPHOCTh PA3NMUUi B OTHOCUTEIBHOMW YacTOTE BO3HUKHOBEHHUS OTIEIbHBIX

TUMIOB TIOBPEXKICHUM, BbISABIsSIEMbIX MeTOoAOM I[ILIP 1y pa3HbIX BUIIOB HM3JIy4YECHUU,
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oueHMBaJIM ¢ mnomombio Kputepus t-Crbrogenta. HecnywaiiHelii  xapakrep
pactpenenenus [IL[P-neTekTupyeMbIXx MyTallMOHHBIX ITOBPEXIACHUN Ha KapTe reHa Vg
M0 CPABHEHHUIO C TEOPETUYECKH OXKUIAEMBIM CIyYalHBIM OLEHUBAIH C TOMOIIBIO
KpUTEpHs y-KBaJpart.

AHaJN3 reTepoaynieKkcoB

J{ns BeIABIEHUS BO3MOKHBIX n3MeHeHud [IHK rena, He ompenensieMbIx METOIOM
[1P, 6s11 mpoBeaen rerepoayriekcHbiil ananu3 JAHK sx30H0B 3 u 4 (pparmeHT 8 u
10, cootBercTBeHHO) y 50 paaualoOHHBIX MYTAaHTOB VJ W3 TOH XK€ H3ydaeMou
BBIOOPKM C HCIOJB30BAHUEM METOJIa KOH(POPMAIIMOHHO-YYBCTBUTEIHHOTO TE€Jlb-
anekrpodopesa (CSGE) (Hill, 2005).

dopMuUpoOBaHHE TETEPOAYIUIEKCOB MpPOBOAMIUM B  o0beme 20 MKI ¢
ucroiab30BaHueM NpoaykToB I[II[P MyTaHTHOrO W KOHTPOJIBHOIO TE€HOTUIIOB B
cooTHoleHuu 2:1 B ciaeAyromux yciaoBusx: qeHatypamus - 98°C, SMuH., oOpazoBaHue
rerepoaymuiekca - 65°C, 30MuH., ¢ MOCIENYIOUIUM OXJAXICHUEM J0 KOMHATHOU
temnepatypbl. Tonkwuii, 0,8 MM TOMImMMHBI Teib, coaepxkamuii 10%-Hbli
noJinakpuiaamMuj B cootHomeHuu 28:1 k ouc-akpunamuny, 10%-Hblil STUICHTIIHKOIb,
15%-up1it  dpopmamun ¢ gobamerwmem IICA wuw TEMEJ ang  wHUIManuw
nonumepuzanuu, roroBwin B 0,5XTTE Oydepe (IXTTE: 89 mmons/n Tpuc, 28,5
mMmoub/n Taypus, 0,2 mmonws/n DATA, pH 9.0). Ilpedope3 mpoogunu B 0,5XTTE
oydepe B Teuenue 30 mun mipu S00V, dopes - mpu 500V B Teuenue 20 4. Ha anmapare
s cexBeHupoBanus («Macrophor»). OxpamivBanue Teas TPOBOIWIA METOJOM
cepeOpeHus.

CexBeHupoBaHHe

CexBenupoBanue npsmoid u obpatHoit Huted JIHK sx3onoB 3 u 4 rena vg y
MYTaHTOB C BBISIBICHHBIMU B IPOIIECCE T'€TEPOAYIUIEKCHOTO aHAIU3a W3MEHEHUSIMHU
npoBoauiiu B ®T'BYH HUU ®usuko-xumuueckoir meaunuasl ®MBA (r. Mocksa,
Poccust). CexkBeHupoBaH#ue ATHX (PParMEHTOB JUIsl KKJOTO MYTaHTA MOBTOPSUTH Kak
muauMyM 3 pasza. Ilporpammy http://helixweb.nih.gov/emboss_lite/compare.html

HCITOJB30BaJIN JIIs1 CpPaBHUTCIIBHOT'O aHaJin3a CCKBCHUPOBAHHBIX

MOCJIEAOBATENBHOCTEN IMKUX U MYTAHTHBIX aJUIEJIEN TeHa V(.
PE3YJIBTATHBI PABOTHI U UX OBCYXJIEHUE

IIP-anaau3 CIOHTAHHBIX MYy TALUI
Ilepen aHamu30oM CTPYKTYphl TeHa VQ y CHOHTAaHHBIX W PpPaJAUAIMOHHO-
+32
WHIYIIUPOBAHHBIX MYTaHTOB ObuLT mpoBeneH [I1[P-ananu3 obmydaemoro amiens Vg
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13 1aGoparopHoii mmann D32 u amnens vg' u3 marepurckoil muann KL. Cormacuo
MOJIYYEHHBIM pe3ylbTaTaM, CTPYKTypa T'eéHa y o0OMX ajljiesield oKa3ajgach WICHTUYHON
U O0XHMJIAEMO HOpMalbHOW, uckitouas @parmeHT 9 (untpon 3), IILIP-mmpomykt
KOTOPOTO OTCYTCTBOBaI y amieins VG . DTo 06YCIOBICHO CTaOWIBHOIN HHCEpIHeH
KpyIHOTO MOOMIBHOTO 31eMenta 412 (7,6 T.m.H.) uMeHHO B 3TOT MHTpoH (Lindsley
and Zimm, 1990), BciencTBue vero, pasmep 3toro (parmMeHTa Bospactai ¢ 812 10
8412 nm.H. 1 He MOr OBITh aMIUIMQUIMPOBAH B HAIIUX CTAHAAPTHBIX YCIOBUSAX
peakuuu.

Cormacno pesynpraTtaM II[[P-ananu3a 8 CIIOHTaHHBIX MYTaHTOB, Y 1 W3 HUX He
ObLIO BBISIBJIEHO HUKAKUX M3MEHEHUH CTPYKTYypbl T€Ha, TOrja Kak y Tpex
oTcyTcTBOBa)l MHTpPOH 3 ((pparment 9), y aByx — 9k30H 2 (¢pparmeHT 3) y IBYX
OCTAJIBHBIX - 3K30H 3 (pparMeHT §) miu 3K30HBI 6—8 (hparMeHT 16) COOTBETCTBEHHO.

Takum 00pa3oM, aHanu3 CIOHTAaHHBIX MYTAHTOB MOKa3ajl HAJIW4YUE 2 THUIIOB
MOBPeXKICHUHA: He BbIABIseMble MeromoM IIIIP (T.H. TIIP'-myTanTel) ©u
0o0yClIaBIMBAIOIINE OTCYTCTBHE OJIHOTO W3 MW3YYCHHBIX (parMEeHTOB TeHa
(«omHOCAHTOBBIE» MYTAHTHI).

MIP-ananu3 paaManuOHHO-MHAYUHPOBAHHBIX «TOYKOBBIX» MYTAHTOB reHa
vg D. melanogaster

CornacHo cymmapHbiM ganHbIM [T1[P-ananuza 62 «TOYKOBBIX» MYTaHTOB reHa V(Q,
WHIYUMPOBAaHHBIX H3yYEHHBIMH B paboTe BUIAMH DPAJUAlMOHHOTO BO3JIEHCTBUS,
MYTallMOHHBIE HW3MEHEHHMs, JIeXKallMe B OCHOBE MX TOBPEXACHHS MOYKHO
MOApa3[AeNuTh HA deThIpe pasHeIXx Thma (puc. 2a). 1) TIHP'-myranTsl, 2)
«OIHOCAWTOBBIE» MYTAHTHI, 3) BHYTPUTCHHBIC JICICLUN C OTCYTCTBUEM OT JBYX JIO
JCBSTH CMEKHBIX ()parMEHTOB reHa («MHOTOCANTOBBIE» JieJIelIHOHHbIE MYTAHTDI) U
4) MyTaHTBl C KJacTepaMu M3 2—3 HE3aBUCUMBIX IHOBPEXIACHHI «OJIHOCAUTOBOIO»
W/WIH «MHOTOCANTOBOTO» TUIA B MX Pa3HBIX COUETAHUSX, PA3ACICHHBIX MEXIY COOOM
[TLIP-HOpMaTbHBIMH YY9aCTKaMH T'eHa (KJIacTepHble MYTAHTBHI).

Baxno ormetuth, uro 3-uil W 4-blii TUNBl MYTAaHTOB HE XapaKTEPHBI JUIs
CIIOHTAHHBIX, CJEJ0BATEIbHO, HMX MOXXHO paccMaTpuUBaThb KaK MOJEKYJSpHbIC
MapKepbl AeHCTBUS paJualuy Ha TeH.

AHann3 OTHOCUTEIBHOM 4acTOTHl MYTAHTOB Ka)KJIOTO THIA OTIAEIBHO AJIs 3 BUJIOB
JTy4eBOro Bo3ieiicTBus (puc. 2a) mokasbiBaet, uto aois [P -MyTaHTOB cpemu Bcex
OCTaJIbHBIX THIIOB HarOoJiee BbICOKA Jis Y-KBaHTOB (16 ciydaeB u3 35 wiu 45,7%) u
KOMOMHUpOBaHHOTO Bo3aencTBus (8 u3 13 wiu 61,5%), uto moutu B 3 pasa BhIlie,

yeM Uit HeiTpoHOB (2 u3 14 mytanToB win 14,3%). MyTaHTBI «OIHOCANTOBOT0>» THIIA
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MOBPEXKACHUS MPe0o0IaaloT, HAMPOTUB, MOCHe JNEeUCTBUS HEUTpoHOB (6 u3 14 wmm
42,9%), ux ypoBeHb HECKOJIbKO HIDKe Tocie y-kBaHTOB (13 w3 35 wmu 37,1%), u
SIBJISIETCS. HAUMEHBIITUM TOCIe KOMOMHUPOBAHHOTO Bo3ercTBUS (2 u3 13 unu 15,4%).
YacToTa MYTaHTOB C «MHOTOCAaHTOBBIMU» JACNICHMSIMHU IOCIE BCEX H3YYEHHBIX B
paboTe BHIOB JIy4eBOTO BO3JEHCTBUS Oiu3Ka U cocTaBiseT B cpeaneM 14,7%. Ilpu
3TOM, pa3Iuuuii B BapuaOENbHOCTH pa3MEPOB M TOJIOKEHHWM Ha KapTe TIeHa
«MHOTOCANUTOBBIX» JENEIUH i1 BCEX TPEX BUAOB OOyUeHHUs HE yCcTaHOBJIEHO. [ois
KJIACTEPHBIX MYTaHTOB MUHMMaJIbHA JJisl Y-KBaHTOB (1 u3 35 wnn 2,9%), B otnuuue ot
HEUTPOHOB, rAe uX gois B 9 pa3 Beime (4 w3 14 wim 28,5%). Ilocne
KOMOHWHHMPOBAHHOTO OOJYyYEHHSI YaCTOTa TAKMX MYTAHTOB SIBJISETCS MPOMEKYTOUHOM
(1 u3 13 umm 7,7%).

BaxxHO OTMETHTH, UTO 3aBHUCHUMOCTb CHIEKTpa OT J03bl HaONIOAaeTcs JIUIIb B
cilydae y-u3JydeHusl, TJie¢ MyTaHThI C 3-M U 4-M TUTIAaMU TOBPEXACHUS HAOIIOAAI0TCS
nuib pu 103€ 40 I'p 1 OHK OTCYTCTBYIOT B M3Y4E€HHOM auanaszone 5-20 I'p.

HIP-anaau3 paguauMOHHbIX MYTAHTOB VJ ¢ XPOMOCOMHBIMH 00MEHAMU

[TL[P-ananu3 rera vg y 37 myrantoB ¢ uaBepcuii (In), 14 ¢ tpancnokanusmu (T) u
1 ¢ tpancno3unmeii (Tp) (Bcero 52 ¢ oomenamu) mokasai, urto 4 (2 Inu 2 T) u3 HUX
SIBJISIFOTCS. MYTAaHTaMHU C TOJIHOW IOTeper M3y4yaeMmoro resa. bosiee Toro, corjacHo
JAHHBIM TEHETHUYECKOTO aHaiu3a, y 4-X U3 HU3 OTCYTCTBYET AUCTAIbHBIM Mapkep
I(2)C, a y Tpex —10NOJHUTEIHLHO U TPOKCUMAaJIbHBIN Mapkep Sca. CienoBaTenbHO, ITH
MYTaHTbl ~ SIBIISIFOTCS ~ MYJBTHJIIOKYCHBIMH  JCJICHMSIMH  COYETAIOIIUMUCST €
abeppalluOHHBIM 0OMEHOM.

PesynbraTel [11P-ananu3a ocraBmuxcst 48 aGeppallMOHHBIX MYTAHTOB MOKA3aJIH
HaJIMYKe TeX e 4 TUIOB MOBPEXKIACHHUH I'eHa, YTO M Y «TOYKOBBIX» (pHC. 20).

[Tpu 5TOM, 4acTOThl MyTaHOB 1-TrO THMa /ISt BCEX TPeX BHUIOB OOIYUCHHH OJIM3KO
COBIMA/IAIOT C TAKOBBIMH Y KJIacCa TOYKOBBIX» MYTAHTOB, a UMEHHO: MPeo0IagaoT B
BBIOOpKAaX Y- ©  HEUTPOHBIHY-MHAYIMPOBAaHHBIX MyTaHToB (50 u  61,5%
COOTBETCTBEHHO), M SIBIIIOTCS HAaMMEHBIIMM JUisd HelTpoHoB (27,3%). B muaykumu
«OJTHOCANUTOBBIX» MYTaHTOB HEUTPOHBI B 2 pa3a Ooisiee 23((PEeKTUBHBI, YEM Y-KBAHTHI U
KOMOMHUpOBaHHOe  oOmydyenne (45,5, 20,8 wu  23,1%  COOTBETCTBEHHO).
D¢ (HeKTUBHOCTh Y-KBAaHTOB B HHAYKIMH MYTAaHTOB 3-T0 TuMa («MHOrOCaiTOBBICY
JeNIennn) OJIM3Ka K TAKOBOM JIJISI KTOYKOBBIX» MYTAHTOB U cOCTaBisIeT 16,7%, 1 BbIIIe
B 2 pa3a 4yeM /Ui HEUTPOHOB U KOMOMHHMpoBaHHOro BozxaewctBus (9,1 u 7,7%
COOTBETCTBEHHO). Kak mokaspIBaeT aHaiM3 JaHHBIX, Pa3MEPbl TAKUX BHYTPUTCHHBIX

JIeneumn BapbUPYIOT OT ABYX OO0 HICCTHU CMCIKHBIX q)paFMeHTOB. OTtHocHuTEeNIbHAS
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94acTOTa MHIYKIIMH KJIACTCPHBIX MYTaHTOB (4-ii THI) HEHTpOHAMH M Y-KBaHTaMHU y
abeppallMOHHBIX MYTaHTOB HM)KE€ TAaKOBOH JJIi «TOYKOBBIX» IOCJIE T€X K€ BHJIOB
o0nyuyenust u cocrasiger 18,2 u 12,5% coOTBETCTBEHHO, TOTJa KaK y KJIACTEPHBIX
MYTaHTOB a0EeppallMOHHOM M «TOYKOBOM» MPHUPOJBI IMOCIE KOMOMHHUPOBAHHOTO
00NydeHHs 3Ta 4acToTa COBIaJlaeT U cocTaBiset 7,7%.

BaxxHo oTmeTuTh, UTO BCE 4 THUIA MOBPEXKACHUN y aOeppallMOHHBIX MYTaHTOB
HaO0JIIOIAl0TCSl MPU BCEX J103aX M BUAAX OOJydyeHHUs, YTO IOKA3bIBAE€T OTCYTCTBHUE
KaKoW-11M00 J030BOM 3aBUCHUMOCTM B MX MHAYKLUUU HM3YYEHHBIMU B paboTe BUAAMHU
pagdanuu. OTHM OTJIMYAETCS JAaHHBIM KJIACC MYTAHTOB OT «TOYKOBBIX», TJE
Ha0J110/1a71aCh 3aBUCUMOCTD CIIEKTPa OT J03bI B CIIyYae y-U3J1y4eHHUs.

dakT 0OHAPYKEHHS 3HAYMTENHHONW 4YacTH abeppallMoHHBIX MyTaHToB ¢ IIL[P'-
kaptuHoit (23 w3 48 wm 47,9% cymmapHo Ui TpeX BHJIOB OOIy4YEHUS)
CBUJIETEIILCTBYET O TOM, YTO BO BCEX OTHUX CIy4asX aleppaliOHHBIA pa3phiB
JIOKAJIM3YIOTCSl BHE T'€HA, MOCKOJIbKY B TMIPOTHUBHOM cllydae TeH OblI Obl pa3opBaH U
pa3o01eH 0OMEHOM, U MECTa BHYTPUTECHHOTO pa3pbIBa JETEKTUPOBAIUCH OBl METOI0M
[P xak n3mMeHeHus 2-ro win 3-ro TUNOB. JIoKanu3aiuio pa3peiBa BHE I'eHa Y 7 TAKUX
MYTaHTOB IIOJATBEPKAAIOT W  HE3ABUCHMBIE PpE3yJIbTaTbl SKCIIEPUMEHTOB 10
rubOpu3u3anu in situ (Anekcanapos, Anekcanaposa, 1994).

ComnocraBieHue pe3yabTaTOB BBIIEHA3BAHHONW PabOTHI MO JIOKATU3AlUK pa3pbiBa
BHYTPHU I'€Ha y LIECTH MYTAaHTOB C NOJYyYEHHBIMU Hamu pesyibratamu [II[P-ananusa
3TUX K€ MYTAHTOB O HAJIMYHUU Y HUX «OJHOCAUTOBBIX» WM «MHOTOCAHTOBBIX»
MOBPEXKJIECHUN MOXET CBUACTEIHLCTBOBATH O TOM, 4YTO Iipoiecc (GHOpMUPOBAHUS
a0eppallMOHHOTO pa3pbIBa-COCAMHEHUST compoBoxaaeTcs mnotepsmu JHK rena B
obyacTu pa3pbiBa, KOTOPbIE MOTYT BapbUPOBAaTh OT COTEH I.H. (OTCYTCTBHE OJIHOTO
¢dbparmMenra) 10 5-6 T.M.H. (KMHOTOCAWMTOBas» JENeNHs), HE3aBUCUMO OT XapaKTepa
oOMeHa ¥ BHAa paauauuu. Y ocTanbHbIX MyTaHToB ¢ I[IL[P-merektupyembimMu
W3MEHCHHSIMH TOTO WJIM HWHOTO THIIA JOKaIM3amus abeppalliOHHBIX pPa3phIBOB
OTHOCHUTEIPHO T€Ha V{ OCTaeTcs IIOKa HEICHOM u TpebyeT mpoBeneHus
JOTIOJTHUTEIBbHBIX UCCIIEIOBAHUMN.

CpaBHUTe/ILHBIH aHAAM3 JeiicTBUA TpeX BHIAOB OO0Jy4YeHMS Ha
MOJICKYJISIPHOM YPOBHE

VYCTaHOBIEHHOE CXOJCTBO B CIEKTpPE M 4YacTOTaX MYTAaHTOB C pPa3HbIMHU
MyTauuOHHbIMH  [1I{P-BBISIBIIEMBIMU  TOBPEXKACHUSIMH TO3BOJISIET OOBEIUHUTH

BBI60pKI/I a6eppaHI/IOHHBIX N «TOYKOBBLIX» MYTAHTOB IJIA KaXXI0I'0 BHOA OﬁﬂyquI/I}I 151
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OLIEHUTh 3(P(EKTUBHOCTh M3YYEHHBIX B pabOTe BHUIOB OOJIyYEHHS B UX UHAYKIHMH
(puc. 2B).

Kak mnoxka3piBaer aHamu3, y Y- U HEUTPOHBIHY-MHIYLMPOBAHHBIX MYTaHTOB
KapTUHA paclpeneneHus 4 THIOB MOBPEKAEHWi Omu3ka, W B Hel moms IILIP'-
MyTaHTOB B cpefaHeMm (okoio 52%) J0CTOBEpHO BBINIE, YeM Y HEHTpPOH-

unaynupoBaHHbix (20%) (p <0,01).
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Puc. 2. OTHOCHUTENBHAA YacTOTa MYTAHTOB VJ C MYTallMOHHBIMHM MOBPEXKICHUAMU 4
pasHbBIX TUNOB jAeTekTupyeMbix meronoMm [IIP ans u3ydyeHHbix B paboTe BHIOB
U3TYyYCHUI: a) MYTaHThl «TOYKOBOW» TPUPOABI; ©0) MyTaHTbl abeppalmOHHON

MPUPOJIBL; B) CyMMa JIBYX BBIOOPOK.

B Toxe BpeMs y HEHTPOH-MHIYLHMPOBAHHBIX MYTAHTOB MPEOOIAAAIOIINUM TUIIOM
ABJIAIOTCSL «OJIHOCAMTOBBIE», M YACTOTa MX BO3HUKHOBEHMSI BBILIIE YEM Yy Y- U
HEHUTPOHBI+Y-UHAYUHUPOBAaHHBIX. OcCTajpHble 3 TUIIAa MYTAallMOHHBIX MOBPEXKICHUMN Yy

HeﬁTpOH'HHﬂYHPIpOBaHHBIX MYTAHTOB BCTPCYAKOTCA C HpI/I6J'II/I31/ITeJ'H>HO OJIMHAKOBOM
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yacToTol. OgHAKO, JOJI KJIACTEPHBIX MYTAaHTOB IOCI]E JEHCTBHUS HEUTPOHOB Oosee
4eM B 3 pa3a BBIIIE TAKOBOH /IS ABYX APYTHX BUIOB OOTydEHUSI.

Takum 00pa3oM, eciiu pacnpereeHue OTHOCUTEIbHBIX YaCTOT MYTAHTOB IO TUITY
MOBPEKJAEHUS IOC/Ie KOMOMHUPOBAHHOIO OOJy4eHHE OJM3KO K TaKOBOMY IOCIE Y-
KBaHTOB, TO OTCYTCTBUE Y HUX 3aBUCHMOCTH CIEKTpa OT J103bl OONy4deHUs (HaInuue
MYTaHTOB 3-TO U 4-TO TUIIOB MPU BCEX M3YUYEHHBIX J03aX) aHAJOTUYHO TAKOBOMY ISl
HEHUTPOHOB. DTO TMO3BOJSET MpeanojiaraTb BKJIaJ B MOJEKYJISIPHO-TEHETUUECKUE
3¢ (HeKTsl KOMOMHUPOBAHHOTO OOIYUYEHUS KaK Y-U3JIy4eHHs], TAK U HEUTPOHOB.

Pacnpenesenue Ha kapre rena Vg IIL{P-BbisAB/IsieMbIX TOBPeEKACHUI

bimmskas [11{P-kapTtrHa pacnpeneneHus no 4 TAaM MyTalHOHHBIX ITOBPEXICHUN
y MYTaHTOB «TOYKOBOW» U a0OEpparmOHHOW MPUPOJIBLI TO3BOJIAET OIEHUTh YacTOTY
MOBPEXKIAEMOCTH KaXI0TO H3y4EHHOTO (hparMeHTa rena (puc. 3).

CpaBHUTENBHBIA aHAMU3 pachpeneneHuss cpeau 16 u3ydeHHBIX (parMeHToB
«OJTHOCAUTOBBIX» IMOBPEKIECHUNU M S5'- M 3'-KOHIIOB «MHOTOCAWTOBBIX» neneruii (93

HC3aBHUCHUMBIX CJIydasd B OCIOM I XPOMOCOMHBIX H «TOYKOBBIX» MYTaHTOB)

N w =
o o o

yacroTta noBpexapgaemocTtu, %
N
o

17234567 8 9101112131415 16
dparmeHTbl reHa vg

Puc. 3. Pacmpenenenme Ha KapTe TreHa VQ BbIsBIseMblx Metogom [II[P

«OJTHOCANUTOBBIX)» MTOBPEKIACHUN U KOHIIOB «MHOTOCAUTOBBIX) JICTCIIUMN.
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MOKAa3bIBa€T MX YACTOE COBIIAJICHUE HAa KapTe I'eHa JJIs BCEX BHUJIOB pajHallld, 4YTO
MO3BOJISIET OLIEHUTh OTHOCUTENIBHYIO YaCTOTY MOBPEXKAAEMOCTH KaXKJJ0r0 (pparMeHTa B
OTIENbHOCTU JUIsl BCEX TpeX BUAOB oOnyuyeHus. B Takom ciydae pacnpenerneHue
OTHOCHUTEJIBHBIX YacTOT MYTAallMOHHBIX M3MEHEHUN Ha KapTe reHa VJ OKa3bIBaeTCs
JAJIEKO HEPAaBHOMEPHBIM M JOCTOBEPHO OTJIMYAETCS OT TEOPETHYECKH O0KHJIAEMOT0
ciyqaitnoro (x°=133.22, P<0.001). DTta HEpaBHOMEPHOCTh OGYCIOBICHA, TIABHBIM
o0pa3om, HanboJsee YacThIM MOBPEXIEHUEM 3'-KOHIIa MHTPOHA 2 U palloHa UHTPOHA 3
(¢pparMeHTBl 7 1 9 COOTBETCTBEHHO), KOTOPBIE MOTYT MPEACTABIATH CO00H “ropsune”
YYaCTKH CpeAH BCEX U3YUYEHHBIX JJI JAHHOTO reHa.

Bricokas yactora moBpexaaemoctu 9ro ¢pparmenta (MHTpoH 3) HaOII0gaeTCs 3a
cyeT OOJNbIIEro BKJIaga THNA «OJHOCAWTOBBIX» JENEIUd y Y- U HEUTPOH-
WHIYIIUPOBaHHBIX MYTAHTOB «TOYKOBOW» mpupojbl (10 cnydaeB cpeau 19 myrantos
wi 52,6%). biauskas ke kKapTuHa HaOMroAaeTcss y 3 CHOHTAHHBIX MYTAHTOB W3 7
MMEIOIINX «OJHOCAUTOBBIE» Aenernuu (42,9%).

ITockonbKy, ananorndnasi 11L[P-kapTHHa XapakKTepHA M s TecTep-aiuIens Vg,
BO3HHMKAET BOMPOC: HE SIBJISIIOTCS JM HA3BaHHBIC CIIOHTaHHBIE WM PaTUAIMOHHBIC
MYTaHTBl (DAKTHYECKH AalUIeNbi0 VY ? PesynbTaTsl SKCIEPHMEHTAIBHON IIPOBEPKH
9TOTO MPEATOIOKEHUS IPEICTABIEHBI B pa3/iele CEKBEHUPOBAHMSI.

Coyeranue XpoOMOCOMHOI0 o0MeHa ¢ Jejenued B 00J1acTH adeppalMOHHOIO
pa3pbiBa

Kak Obut0 TOKa3aHO BHIIIE, a0EpPAIIMOHHBIN pa3phIB MOXKET OBITh JOKAJIN30BaHH
BHYTPU T€HAa U CONPOBOXIATHCHA, Kak HaMH YCTHOBieHO wmeromom IILP,
OJIHOCAWTOBBIMU WJIM MHOTOCAaWTOBBIMHU JI€JICUUSAMH, pa3Mepbl KOTOPBIX T.O0. MOXKET
BApbUPOBATH OT COTEH I.H. J10 5-6 T.IL.H.

Hapsimy ¢ HeOOmbIIUMU BHYTPUTCHHBIMU JICICHUSMH, COIYTCTBYIOIIUMHU
abeppalluOHHOMY Pa3pbIBY-COEIUHEHUIO, METOJJOM KOMIUIEMEHTAI[MOHHOTO aHaIn3a
YCTaHOBJIEHBI 0OJiee KpYyNHbIE MOTEPH TEHETUYECKOro MaTepuana B OO0JAcTH
XpPOMOCOMHOTO pa3pbiBa y 4 MYTaHTOB, IJI€ Hapsjay € JAejielueldl BCero reHa Vg
HaOJII0/1aeTCs U TEHETUYECKH olpejaensieMas MnoTeps (DIaHrOBBIX TI'€HOB-MapKEpPOB
(mpokcuManpHOro SCa y mepBbix Tpex M auctaibHoro 1(2)C y Bcex deThipex
MYTAaHTOB), YTO MO3BOJSET ONPENEIUTHh pa3Mepbl ITUX MPOTSKEHHBIX HE TOJBKO Ha
MOJIEKYJISIPHOW HO M Ha T€HETUYECKOU KapTe aenenui B npeaenax He menee 200 1.m.H.
JHK.

OTU pe3yibTaTbl CBUACTEIBCTBYIOT O TOM, 4YTO (OPMHUpPOBAHHUE XPOMOCOMHBIX

0OMEHOB COIIPOBOXAACTCA OCICHUAMU pa3H0171 BEJIMYMHBI B 00J1aCTH OAHOI'O H3
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Puc. 4. MonekynspHas Mojielb 00pa30BaHMsI KOMIUIEKCHBIX OOMEHHO-EIEeIIMOHHBIX
abeppanuii Ha TpUMepe HEUTPOH-UHIYIIMPOBAHHOTO WHBEPCHOHHOTO MyTaHTa V(J C
paspeiBamu B nozcekiusax 36CD, 49EF u neneruu ¢ pa3zpsiBamu B nojcekiusax 49CD
u 49EF: a) cxema MOJMUTEHHOW ayTOCOMBI 2 C JIOKaJIU3alMel B COOTBETCTBYIOIIUX
MOJACEKIMUSIX KOHIIOB TOTEHIMAIbHBIX a0eppallMOHHBIX pa3pblBOB; 0) cxema
TOTIOJIOTHYECKOTO KOHTAKTa («TOTIOJIOTHYECKUN Y3€1») COOTBETCTBYIOIIMX MOICEKITUI
¢ mpeaabepparmonasiMu oBpexacHusMu JJHK, dopmupyromux ocHoBaHUS Makpo- U
MUKPOIIETEIb — MPEANIECTBEHHUKOB HHBEPCUU U JICTICIIUU; B) «TOMOJIOTHUYECKUN y3eI»
(B yBeIMYEHHOM MaciiTabe) ¢ MIECThI0O KOHIIAMU OT TPEX JABYHUTEBBIX Pa3phIBOB U
CXeMa HETOMOJIOTHYHBIX COCIMHEHUN HSTHX KOHIIOB, BEAyIIMX K 0Opa3oBaHUIO
WHBEPCUM W JCJICIIMH; T) CXeMa CTPYKTYPHO TMEpPEeCTPOECHHOM ayTOCOMBI 2 C
HaOII0JJaeMbIMA B ONBITE TEPUIECHTPUYCCKOW HHBEPCUEH U HWHTEPCTUIMATBLHON
neneuuen ¢ reHamu Sca-vg-/(2)C. JIas mpocTOThl M HATJIHOCTH ABYXIENOUYEYHAs

JIHK Ha 0) u B) uzo0pakeHa B BUJIe OJHOU HUTH.
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pa3bIBOB-COCIMHEHUI JIOKAJIM30BaHHbIX B pailoHe reHa V(Q. CyiecTBoBaHue
MOJI00HOrO SIBJIEHHMSI MOKET OBbITh OOYCIIOBJIEHO CIIOKHOM CTPYKTYpOW Tpeka,
HaJIO)KCHHOM HAa HE MEHEe CIOKHYI0 MHOTOYPOBHEBYIO 3/[-yKilagKy XpoMaTHHa B
cnepmud. Cxema OJHOTO M3 BO3MOXHBIX PEKOMOMHAIMOHHBIX MEXaHU3MOB
oOpa3zoBaHusi B  3MIOT€ IIOCIE€ CHHTAaMUU  XPOMOCOMHBIX  IEPECTPOEK,
COINPOBOKJAEMBIX KPYIHBIMH JIEICLMSAMHU, HAMHU NpeuiokeHa Ha puc. 4. B ocHOBY
MOJIENIM  TOJIOKEHBl ~ MPEACTABIECHHUA O  TOPOMAAIBHO-NIETIIEBOM  MPUHIUIE
OpraHM3alMyd XpOMAaTMHA W KOMIIAKTHOW YKIJIQJKU 3THUX IMETeNb B SJIPE 3pEibIX
cnepmues xuBotHbix (Alexandrov et al., 2009; Ward 2010), no3sonsrommx
(GbopMHUpOBaTh «TOMOJIOTUYECKHUE Y3JIbD», @ TaK >K€ IMpPEACTaBICHUS O CIOXKHOU
CTPYKTYpe TpeKa, BKIIOYAIOIIEH ero kop W «uryoy» u3 d-snexrponos (Goodhead,
2006). IIpoxoxacHre KOPOBOM YacTH TPeKa Yepe3 TOMOJIOTHUSCKUN Y3ea ¢ OOJBbIINM
SHEPrOBBIJIETICHHUEM, C O0Opa30BaHMEM KIIACTEPOB JBYHUTEBBIX DPa3pbIBOB CO3/1a€T
MPEANoChUIKA  JUIsl  MPOLIECCOB  pemapanud, OCHOBAaHHBIX Ha  MEKHUTEBOMN
pekoMOuHanmu. B pe3ynpraTe HETOMOJOTMYHOW PEKOMOMHAIIMU BO3MOXKEH IPOLECC
o0Opa3zoBaHus aOeppallIOHHOTO0 0OMEHA U COMYTCTBYIOMIEH JCICIINN MUHU-TICTIIH.

AHAJIN3 METO/I0OM CeKBEHMPOBaHUs 3-T0 U 4-T0 IK30HOB reHa V(g

O6mas [M[]P-kapTuHa y CIOHTAHHBIX, PaJMallMOHHBIX MYTAHTOB M aJUIeNs Vg1 u3
KL He maér emie OCHOBaHMI TOBOPUTH O €IWHON T'€HETHMUECKOW MPHUPOJIE BCEX ITHUX
anneneil. [[ns BBIABICHUS JOMOJHUTEIBHBIX MOJIEKYJSPHBIX MapKepoB B pailoHax
reHa, CMEKHbIX MHTPOHY 3 (3K30HBI 3 U 4), ObLJIO MPOBEACHO CEKBEHUPOBAHUE 3TUX
9K30HOB y BCEX Ha3BaHHBIX aiieneil. Kak moka3bIBaloT pe3ynbTaThl CEKBEHUPOBAHUS
(Tabn.1) MONEKyJISIpHBIE MapKephl BBHISBICHHBIC Y vg1 HAOMIOJAIOTCST ¥ BCeX
M3YYEHHBIX TPEX CIIOHTAHHBIX U YETHIPEX PaJUAllMOHHO-UHAYLIUPOBAHHBIX MYTAHTOB,
y koTopeix metogoM IILIP Tak xe, kak u y annens Vgl OBLJIO YCTAHOBJICHO OTCYTCTBHE
MHTpOHA 3.

Taxum 00pazom, YUUTHIBAs HAJIMYHE 5 MOJEKYJSPHBIX MapKepoB B 3TOM pailoHe
reHa (okono 1600 m.H.) y Vgl, Bcaen 3a [P Obimo mpoBeieHO CeKBEHUPOBAHUE ITHX
9K30HOB Y 3 CIIOHTAHHBIX U 4 paIHalliOHHO-UHIYIIMPOBAHHBIX MyTaHTOB (Ta0:i. 1).

CnenoBarenbHO, N3yYEHHBIE MYTAaHThl UMEIOT paliOH T'€Ha, BKJIFOYAIOIIMMA 3K30H 3,
MHTPOH 3 1 3K30H 4 (BKiItovaromuii 0kojao 16001m.H.) HACHTUYHBI aJIJIeNII0 Vgl.

CornacHo MIOJIY4EHHBIM pe3ysbTaram, BBISIBJICHHbBIE HE3aBHCHMBbIE
JIOTIONIHUTENIbHBIE MapKepbl B ATHUX 2 JK30HaX MOATBEPAMIIM, YTO BCE OTHU

o 1
IIPpOaHAJIM3UPOBAHHBIC MYTAHTHI KUMCIOT 3TOT paMOH M3 aJIeiisa VJ.
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kvl

1 32
I/IH(i)OpMaHI/II/I ajuiend VQ© Ha allieib Vg+ B OCHOBC MCXaHHM3Ma KOTOpPOro, MOXKHO

pe3yNbTaThl  CBHUJETENBCTBYIOT O (akTe MepeHoca TI'eHETUYECKOU
noJlaraTh, JEXKHT MeEXaJJIeNbHAsI PEKOMOMHALMS I10 THUIy TeHHOH KOHBEpPCHHM B
3UroTe Mnocyie OObEAMHEHUS! YABOCHHBIX MHTAKTHOI'O MATEPUHCKOTO U OOJy4YEHHOTO

OTIHOBCKOT'O TCHOMOB.

Taba. 1. Pe3ynbTaThl CEeKBEHHUPOBAHUS YK30HOB 3 U 4 reHa VJ y aniens Vgl,

CIIOHTAHHBIX U paguallMOHHO-MHAYIUPOBAHHBIX MYTAaHTOB V( «TOYKOBOI IIpHUPOALI C

OTCYTCTBHEM HUHTPOHA 3.

BHU/ 00J1yYeHUsl,) CEKBEHHUPOBaHHE )
MYTaHT P in 3| cexkBeHupoBaHue ex4
no3a (I'p) ex3
KL A2007G*, T2331C| Orpui. A2514C, C2520T
vgS2 cnontanHoe | A2007G, T2331C | Ortpuu. A2514C, C2520T
vgS10 cnontanHoe | A2007G, T2331C | Ortpuu. A2514C, C2520T
vgS1l cnontannoe | A2007G, T2331C | Ortpuu. A2514C, C2520T
vg87e140 Y, 20 A2007G, T2331C | Orpurr. A2514C, C2520T
vg79bl Y, 40 A2007G, T2331C | Orpur. A2514C, C2520T
vg88c87b n, 2,5 A2007G, T2331C | Orpur. A2514C, C2520T
vg88c96 n, 2,5 A2007G, T2331C | Orpurr. A2514C, C2520T
* - nonodiceHue 0CHOBAHUU NO IKIOHHOU Kapme
I'ereponymiiekcHbI aHAJIUW3 M CeKBEHMpPOBaHHE JK30HOB 3 u 4

pPaaManMOHHBbIX MYTAHTOB IreHa V(

VunTeiBasg  BBICOKYIO wacToTy IIL[P'-MyTaHTOB cpeam  «TOYKOBHIX» U
abeppallMOHHBIX KJIACCOB, MPEACTABISCT MHTEPEC BBIICHUTH, KAKUE MOJIEKYISPHBIC
M3MEHEHHUs MOTYT JIEXKAaThb B OCHOBE HE JeTeKTupyeMble MeTonoMm [I1[P nospexnenui.

Tak ke HaauuWe KIACTEpPHOIO THUMA IMOBPEXKICHUW Y LEJIOro psja MYTaHTOB
0o00MX  KJacCOB  TMO3BOJIIET  IMpeAnoiaraTb W HaJIU4YUEe  JOIMOJHUTEIbHBIX
MOJIEKYJISIDHBIX M3MEHEHUN Ha YPOBHE OTIEIbHBIX OCHOBAaHUW, COIYTCTBYIOIIUX
MTOBPEXKACHUSAM, BBISBIISIEMBIM LIUTOJOTMYECKHU, TeHETUUECKU U MeTofoM [IL[P.

Jlyis pelieHust 3TUX BOIMPOCOB ObLT MPOBEACH IeTepOAYIIEKCHbIN aHanu3 3 u 4
HK30HOB Y clydyailHOUN BBIOOPKH U3 26 «TOouKOBbIX» U 20 abeppalluOHHBIX MYTaHTOB C

pPa3HBIMU TUIIAMU ITOBPEXKICHUH, BBISABISIEMbIX MeTOI0M [ILIP.
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CoryacHO ToJy4eHHBIM pesynsTatam y 9 TP -MyTaHTOB U3 26 BCeX M3yYeHHBIX
«TOYKOBBIX» OBLIO MOKa3aHO HAJIMYHME TeTEPOJIYIIEKCOB, B OCHOBE KOTOPBIX JIEKAT,
KaKk BBISIBWIO CEKBEHHPOBAHWE, OJHOHYKIECOTHIHBIE 3aMeHbl, paeneuuu 7-11 u
UHCEpIUs 2 T.H. B pa3HBIX MOJOKeHUsIX (Tab. 2). [Ipu 3ToM y 4 U3 HUX M OJHOTO C
MHOT'OCAaMTOBOM JAeNielinell, KOTOpble UHAYIIMPOBAHBI Pa3HBIMU M3YYCHHBIMU BUJIAMU
Jy4eBOT0 BO3ACHCTBUS B AK30HAX OOHAPYXKEHO HECKOJIbKO HE3aBUCUMBIX M3MEHEHU,
YTO MO3BOJISIET UX PACCMATPUBATH KAaK MYTaHTOB KJIACTEPHOTO TUIA. DTH PE3YIbTAThI
paclIUpSOT  HAIlA  MPEACTABIEHUS O  KIACTEPHOM  XapakTepe  JICUCTBUSA
VOHU3UPYIOIINX U3JTYYEHUN PA3HOTO BUAA HA MOJIEKYJISIPHOM YPOBHE.

VY 20 abGeppalluOHHBIX MYTAHTOB METOJIOM T€TEPOIYIUIEKCA HE OBLIO BBISBICHO

HHUKaKUX MOJICKYJISIPHBIX U3MEHEHHH B 3 1 4 dK30HaX.

Taobu. 2. Pe3ynbTarsl CEKBEHUPOBAHUS SK30HOB 3 U 4 reHa VJ y MyTaHTOB

KTOYKOBOI IIPpUPOALI

MYyTaHTHasd e CCKBCHU- CCKBCHU-
Ne oOmyuenus, | kaptuna [1L[P
JIMHUS poBaHue ex3 poBaHue ex4
no3a (I'p)
1| vg87e80 | v, 10 TP 2616del11
«MHOT'0CamnTo-
2 | vg67d2 v, 40 A2007G A2513C, A2582T
Basg» Acleius
3| vg77ad v, 40 TP 1971del5
2 | voganoa 40 . C2637A, A2638G,
V
d v fp 639del11
5| vg83c24 | v, 40 TP 2111del11
6| vg83c42 | v, 40 g 2590del7
7| vgs3ll n, 10 g A2009G A2513C, A2582T
8 |vg88g104| n+y, 15 i A20076,
gecd v ftp T2331C
9| vg88g40 | n+y, 15 g A2007G
2437insTA, C2438T,
10| vg88fe6 | n+y, 20 TP C2439T, C2442T,
G2444C
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Kanacrepublii xapakTep AeiicTBHS PaJHAIIMUA HA TEHOM.

Ecnu nmpoananu3upoBaTh BceX a0EppallMOHHBIX MYTAaHTOB Ha MPEAMET HaIUYUS
KJIACTEPOB HA ypOBHE reHa, ompeaensiemoro merogom I[P, a Tak ke Ha ypoBHE
paliloHa TeHa U XpOMOCOMBI B LEJIOM (C NPHUBICYEHUE JIUTEPATYPHBIX JIaHHBIX
ruOpuan3anuu in SitU, TEHEeTHYeCKOTO W IUTOJIOTHYECKOTO aHalu30B), TO u3 48
MYTaHTOB, 34 UMEIO KJIaCTEp MOBPEKIACHUN HAa TOM WJIM MHOM YPOBHE OPTraHMU3aLUH

reHoma, 4uro coctanisieT 70,8% o01eit BEIOOpKU abeppallMOHHBIX MyTaHTOB (Tab1.3).

Taba. 3. AHanu3 BEIOOPKH MYTaHTOB a0eppalimOHHON MPUPOABI HA TTPEIMET

BBIABJICHUA KJIACTCPOB HA PA3HBIX YPOBHAX OpraHU3allkiid IT€HOMaA.

PazpeiB | Jlokanuzanus

Bri6opka, Pa3psIB BHE TeHa BHYTpU | pa3pbIBa HE
Cymma
POaHAN3H- reHa ACHA
MYTaHTOB
poBaHHas Ha 1-4-prit 1-4-p1ii TN
A-prif Tvn | 4-piii Tanm | © KIACTC-
peameT i THII [1IP-ntoBp 1 [P [P pam
- -IIOBp.
KJIacTepos IILIP- | oTcyTcTBHE SCa P
TIOBD.
noBp. | wiw |(2)C rena
34
48 23 4 2 2 3
(70,8%)

ConocraBiieHue 3TUX pPE3yJbTAaTOB C JaHHBIMH JJIi MYTAaHTOB <TOYKOBOI»
MIPUPOJIBI TTOKA3bIBAET, YTo 6 u3 62 (9,7%) UMEIOT KIacTephl, BBISIBISIEMbIE METOJIOM
ITIP. A y 5 npyrux u3 27 (18,5%) ¢ u3ydeHHBIMH METOJIOM CEKBEHHUPOBAHUS 3-M U
4-M 5K30HaMM HMMEIOTCSl KJIacTephbl B BHJIE 3aMEH, JEJIELUNA U MHCEPLUUN HA YpOBHE
ocHoBanui JIHK. T.o. cexBeHMpOBaHHE II03BOJIAET BBISBUTH JOIOIHUTEIbHBIC
MOJIEKYJISIPHBIE KJIACTEPBI, KOTOPbIE BOZHUKAIOT MIO-BUJIMMOMY € OOJIBLIEH 4aCTOTOM.

VYCTaHOBIIEHHBIE HaMH OCOOEHHOCTH NPUPOJABI KJIACTEPOB JUIsl MYTaHTOB
«TOYKOBOI» W abeppallMOHHON TNPUPOABI MOTYT OBITH OOBSICHEHBI B paMKax
COBPEMEHHBIX IPEICTABICHUM O CTPYKType TpEeKa HOHU3UPYIOIIEW dacThubl. B
YaCTHOCTH, a0eppalMOHHBIE MYTAaHTbl C JOIOJHUTEIbHBIMU IOBPEXKJIECHUSAM Ha
MosnekyisipaoM (JIHK rena) u renerndeckom (IOBEJIEHUE CMEKHBIX T€HOB-MapKEPOB)
YPOBHSAX BO3HHMKAaIOT, MO-BUJUMOMY, B DPE3yJIbTaTe IPOXOXKJIEHUS B 3TOM pailoHe
KOpPOBOM 4YacTW TpeKa U COIYTCTBYIOIIETO JEHCTBUS BTOPUYHBIX YacTHUI] B BUJE
JeNbTa-3JEKTPOHOB, OMPEICIAIOMUX JOMOTHUTENbHBIE 2PPEKTH Ha Pa3HBIX YPOBHSIX
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reHoma. B ciydae «TOYKOBBIX» MYTAaHTOB, UX H3MEHEHHUS MOXOXH Ha PE3yJIbTaT
JEUCTBUSI OTJEIBHO JIOJETAIOIUX MEHEe IJIOTHOUOHU3UPYIOMIMX YacTHUIl HIyObl O-

HIIEKTPOHOB.

Takum o00Opa3om, aHamu3 CTPYKTYypbl reHa VQ (BKJIOYash BCE €ro SK30HBI U
UHTPOHBI) y  paAuallMOHHO-UHAYLIHUPOBAHHBIX  MYTAHTOB  «TOYKOBOW» |
abeppanuonHoil npuponasl mMetogoMm [P BeissBuN Hanuuue 4 THUIOB MYTallMOHHBIX
W3MEHECHUH (TTLIPT, «OJIHOCAHUTOBBIEY, «MHOTOCANTOBBIEY, KJIACTEPHBIC),
COOTHOILIEHUE KOTOPBIX ONPEAEISIETCS JO30M U Ka4eCTBOM paauanuu. Pacnpenenenue
«OJTHOCAUTOBBIX» MOBPEKICHUN U KOHIIOB «MHOI'OCAaUTOBBIX» JIEJICIMI HA KapTe reHa
SBJIIETCS HEPABHOMEPHBIM C HauboJiee YacThIM MOBPEKIECHUEM OIpeAeSIEHHBIX
palloHOB JIBYX MHTPOHOB r'eHa. HOBBIM M Ba)KHBIM SIBJISIETCSI OOHApYKEHUE METOJI0M
[IIIP HeckonbKMX HE3aBHUCUMBIX IMOBpPEXICHUN (KjacTep) B MpeAenax reHa Iocie
JEUCTBUA KaK PEAKO- TaK U IJIOTHO-MOHU3ZUPYIOLIUX BUJIOB U3JIyUYCHUH, U3YUYEHHBIX B
pabore. MeToapl TETEPOAYIUIEKCHOTO aHallM3a W CEKBEHHPOBAHWS BBHISBUIU B
W3YYEHHBIX OK30Hax JIONOJHUTEIBHO MOJIEKYJSIDHBIE HW3MEHEHUsS y MYTaHTOB
«TOYKOBOW» IMPUPOJBI B BUJIE 3aMEH OCHOBAaHMM, JAEJIEUUA U MHCEPLUUNA B HECKOJIBKO
Iap OCHOBAHUM, YTO PACLIMUPSAET KOJIUYECTBO MYTAHTOB C KIJIACTEPOM HE3ABUCHUMBIX
MOBPEKJICHUN B mOpeaenax reHa. [lpuBimeueHne nuTEpaTypHBIX JAaHHBIX 110
TeHETHYECKOMY M IIUTOJIOTHUYECKOMY aHAlIM3aM JIJIsl HEKOTOPBIX M3YyUYEHHBIX B paboTe
MYTaHTOB a0eppaIMOHHON MPHUPOJIBI MOKA3aJI0 HAIMYKE KIACTEPOB HA TEHETUYECKOM
U XpOMOCOMHOM YpOBHSIX. OJIHOBPEMEHHO PE3YJIbTaThl CEKBEHUPOBAHUS CMEKHBIX
OTCYCTBYIOIIIEMY HHTPOHY PallOHOB I'€HA y «OJHOCAWUTOBBIX» MYTAHTOB MO3BOJIWIIO
YCTaHOBUTH B 3TOM parliOHE MPOLECC T€HHOM KOHBEPCUM, KAK MEXaHU3M pernapanuu
paguanMoOHHO-UHAYIUPOBaHHBIX ToBpexkaAcHu JIHK rena, waGmomaeMbii u y
CIIOHTAaHHBIX MYTAaHTOB B YCIOBHUSIX HECTAOMJIBHOCTH TeHoMa. Tak ke ObLIo
oOHapyxeHo, 4yTo abeppaluu 0OMEHHOTO THIa COMPOBOXKIAIOTCA B 00JIACTH pa3phiBa

notepeit yactu JIHK Bappupyromei Benuunnbl (0T HECKONIbKUX coTeH A0 200 T.1.H.).
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BbBIBO/bI

1. l'enetnueckas  Koyuiekiuss w3 121  COOHTaHHBIX W pagualMOHHO-
WHIyIMpOBaHHBIX MyTaHTOB Vestigial Drosophila melanogaster cucremartusupoBana
M0 LUTOreHEeTUYeCKor mpupoje (62 «ToukoBOi», 52 abeppallMOHHOW), BUAY U J03€
paguanuu.

2. I1I1P-ananu3 CTpyKTYpHl TeHa VQ y M3YYEHHBIX B pab0oTe MYyTaHTOB BBHISBUI 4
TUMma MoJjleKyyspHbIx mnospexkaenuii (I[P, «oaHocalTOBBIE», «MHOrOCAHTOBBIEY,
KJIACTEPHBIE).

3. YV paananmoHHBIX MYTaHTOB «TOYKOBOW» M a0eppariMOHHOW MPHUPOJBI MOCIE
TpeX HCHBITAHHBIX BHUJOB OOJY4EHHUs BBISBICHBI BCE THUIBI TOBPEKACHUH, ¥
CHOHTaHHBIX MyTaHToB — xaBa Tuma (ITL[P" u «omHOCaiiTOBBIEY). YcTaHOBIEHA
3aBUCHUMOCTD CHEKTPa MOBPEXKIECHUN OT J03bI TOJIBKO JJISl Y-U3JIYUEHUSI Y «TOUKOBBIX)»
MYTaHTOB, JJI1 BCEX OCTaJbHBIX M3YUYEHHBIX B paboTe BHIOOPOK MYTAHTOB JI030BBIX
3aBUCHMOCTEN HE YCTaHOBJIEHO. PacmpeneneHue OIHOCAWTOBBIX MOBPEXKICHUN H
KOHIIOB MHOTOCAaWTOBBIX JE€J€HUN HAa KapTe IeHa SBISETCA HE CIy4allHbIM, C HUX
JIOKAJIM3alMed MIPEUMYIIIECTBEHHO B 3’ -KOHEI] MHTPOHA 2 U UHTPOHE 3.

4. Cnexktp  [IIIP-meTexkTupyeMbIX  MYTAallUOHHBIX  TOBPEXKJIECHHH  TOCIe
KOMOHMHUPOBAHHOTO HEHUTPOHBI+Y-00JIydeHUsI KAUeCTBEHHO UICHTUYEH TaKOBOMY IS
JBYX BHJIOB paJualMd B OTHEIBHOCTH, a COOTHOLIEHHE B HEM pAa3HBIX THUIIOB
MOBPEKICHUM OJTU3KO K HAOII0JaeMOMY IS Y-U3JTy4ICHHUS.

5. Tereponymnexcusiii ananmu3 JJHK u cexsenupopanue ITI[P*-pparMeHToB TeHa
VQ BBIABWJIM MOJICKYJISIPHbIE W3MEHEHHUS B BHJIE 3aMEH OCHOBAaHHM, HEOONBIINX
JEJICUA U UHCEPIUU.

6. KoMIuiekcHBI MOJNEKYISIpHBINA, TEHETHUYECKH U IUTOJOTUYECKUN aHaIu3
pagualMOHHBIX MYTAHTOB V({ MO3BOJIMJI YCTAHOBUTH KJIACTEPHBIA XapakTep AEHCTBUS
W3yYEHHBIX B paboTe BUJIOB paJUALMM HA MOJICKYJISIPHOM, TE€HETHYECKOM H
XPOMOCOMHOM YpPOBHSIX OpPraHHU3aLMU F€HOMA.

7. YcraHoBieH (akT MexalslenbHas pEeKOMOMHAIMS C TepeHoca 4YacTh
MATEPHHCKOTO a/lTens VY~ B OTIOBCKHH reH VQ'>° y HEKOTOPBIX CIIOHTAHHBIX H
pagualMOHHO-UHAYLIUPOBAHHBIX MYTAHTOB.

8. KommiekcHblit MOJIEKYJISIPHO-T€HETUYECKUI aHaIu3 paguanoOHHO-
WHIYIIUPOBAaHHBIX MYTAaHTOB VQ aleppairoHHOW mpupoabl BeissBui mnotepu JIHK
COITYTCTBYIOIIME a0eppalMOHHOMY Pa3pbIBY-COEAMHEHHIO, BAPbUPYIOIIEH BETUYHHbI

Ha MOJICKYJIIPHOM U I'CHCTHYCCKOM YPOBHIX.
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