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OBIIASA XAPAKTEPUCTUKA PABOTBI

AKTYaJIbHOCTH Pa00ThI

B-xpomocombl min 106aBOYHBIC, CBEPXUHCICHHBIE, XPOMOCOMBI OOHAPYKEHBI Y
KUBOTHBIX, PACTCHUH, TPUOOB M XapaKTEPH3YIOTCS HEOOA3aTEeIBHOCTHIO IS
xu3HenesreabHoctTn opranuzma (Camacho et al, 2000). OcHoBHas 4YacTh
WCCIICIOBAHUI TI0O MOJEKYJISIPHOW OpraHm3aluu B-xpomocoMm TMokasana, dYTO
no0aBoYHbIe 37eMeHThl OoraTsl nmoBTopeHHoi Hekoaupyromet JJHK: LINE u SINE,
TEJIOMEPHBIMU W IIEHTPOMEpHBIMU MOBTOpaMu, pudbocomuoit JIHK, ructoHOBBIMHU
TeHaMH M HE HECYT JKCIPECCHPYIOIUXCS YHUKAIbHBIX TeHOB. VMeromuecs: JaHHbIE
HABOIWJIM Ha MBICTh O (YHKIMOHAIBHOW HWHEPTHOCTH B-xpomocoM. OmHako c
NPUMEHEHHEM MOJIEKYISIPHBIX METOJIOB B TOCITIEAHEE BpeMsi ObUT OOHAPYKEH IENbIH
P YHUKATBHBIX ayTOCOMHBIX T€HOB, pACIOJOKEHHBIX Ha B-Xxpomocomax, y
pasnuuHbix opranu3moB (Han et al., 2001; Lamatsch et al., 2011; Yoshida et al., 2011;
Martis et al.,, 2012). B yactHocTH, Ha B-XpomocoMax XWIIHBIX ObUI OOHaApy>KEH
npotooHkoreH C kit, 9TO MO3BOJMIIO CAENATh MPEIANOI0KEHUE O MPUCYTCTBUU T€HOB
B J00aBOYHBIX D3JIEMEHTAX W JAPYrUX BHUAOB MIIEKONMTAIONINX, B YaCTHOCTH,
cubupckot kocynu Capreolus pygargus (2n=70+0-12B) (Graphodatsky et al., 2005;
Yudkin et al., 2007; Duke Becker et al., 2011).

Bompoc 0 TpaHCKpUIIIIMOHHOW AaKTUBHOCTH TEHOB, PACIONIOXCHHBIX Ha B-
XpOMOCOMaX MIICKOTHUTAIOIINX, JOJIT0 OCTaBajcCs CHOPHBIM M OTKPBITHIM. bbina
MoKa3aHa JKCIpecCcHsi pHOOCOMHBIX T€HOB, JIGKAIIMX HA JOOABOYHBIX DJIEMEHTAX, Y
pacrenuii (Leach et al., 2005) u xuBotHbIX (Rubtsov et al., 2004; Ruiz-Estevez et al.,
2012). Opnako, oOHapyXeHHME B JIaHHOM HCCIEIOBaHUU TpaHckpunra FPGT-
TNNI3K, skcupeccHupyroUerocs ¢ AYIUIMIMPOBAaHHBIX N'€HOB Ha B-xpomocomax B
KyJabType (uOpo01acTOB CHOUPCKOM KOCYIW — SBISETCS TIEPBBIM MPUMEPOM
TPAHCKPUIIIIMOHHONH  aKTUBHOCTH YHHUKAJIBHBIX TEHOB, pACIIOJIOKCHHBIX  Ha
100aBOYHBIX AJIEMEHTaX KapHOTHIIA MJICKONHTAIONMINX. BapbupoBaHHEe KOTMHIHOCTH
(GYHKIIMOHATBHO 3HAYUMBIX TEHOB B 3aBHUCHMOCTH OT 4Ymciia B-XpomMocoM MOXeT
OKa3aThCSl KPUTHUYECKUM JUIS OKM3HENEATEIBHOCTH BHIA. TakuM o0pasom,
NPOBEJCHHOE B JaHHOW paboTe MoApoOHOE KapTHpoBaHHE B-xpomocom cuOMpCKoi
KOCYJIH BBISIBIJIO Ba)KHBIC (DYHKIIMOHAJIBHBIC MOCIEI0BATEILHOCTH, JTIOKATH30BAHHbBIE
Ha J00aBOYHBIX DJJIEMEHTaX, W TMOKa3al0 WX OKCIPECCHI0, YTO CIOCOOCTBYET
NepecMOTpy TMpeAcTaBleHUs] O B-xpomocomMax M HEOOXOIWMOCTH YYHUTHIBATh WX
BO3MOJKHYIO POJIb B )KU3HEIEATEIILHOCTH OPraHu3Ma U B BOJIOIIMU TE€HOMOB.

Heabro npencraBaeHHON paboThl ObUIO JIeTallbHOE KapTHUpoBaHHe B-xpomocom
CUOMPCKOI KOCYIIM U BBISBIICHUE TPAHCKPUIIIIMOHHOM aKTUBHOCTHU AYTITUIMPOBAHHBIX
IeHOB, PAcHoJIOXEeHHBbIX Ha B-xpomocomax. B cBs3u ¢ 3TUM ObUIM TOCTaBIECHbI
CJIEyIOIINE 3aJa4H:

1. Cranpapruzanusi KapuoTUIIAa KOCYJIM M BBISIBJICHHE TOMOJOTHYHBIX PalOHOB

XPOMOCOM KOCYJIH, BepOIII0J]a M KOPOBBI C TOMOIIBI0 XPOMOCOMHOIO MIAHHTHHTA.

2. Pazpabotka MeTona uACHTHU(PUKALKUYA F€HOB Ha 100aBOYHBIX XPOMOCOMAX.



3. Kapruposanue nocnenosarenbHocten JJHK, nokanuzoBanHbix Ha B-xpomocomax
KOCYJIM, C MOMOIIbI0 QuiyopecueHTHON in situ tubpuauzauuun BAC kioHOB
kopoBsI U I111P.

4. OmnpenesneHue KOMMHUHOCTH AyTOCOMHBIX Y4YacTKOB, MPHUCYTCTBYIOIIMX Ha
100aBOYHBIX AJIEMEHTaX y CHOMPCKON KOCYJIM C pa3HbIM 4HCIIoM B-xpomMocom, ¢
nomouipro I11P B peanbHOM BpeMeHHU.

5. BbIgBI€HHE BO3MOXHBIX pa3IUYUid TMEPBUYHONM CTPYKTYPhl TOMOJOTHYHBIX
¢dbparmentoB JIHK ayTocom u B-xpoMocom ¢ oMOIIIbpI0 CEKBEHUPOBAHMUS.

6. OueHka 5BOJIIOIMOHHON KOHCEPBATUBHOCTHM TI'€HOB, JIOKAJIM30BaHHBIX Ha B-
XpOMOCOMax, IIYTEM CPAaBHEHHUS SK30HOB 3THUX I'€HOB y KOCYJH, JIOCS, Mapala,
Ma3ama U JpYruX BUJAOB MTO3BOHOYHBIX.

7. JlokazaTenbCTBO TPAHCKPUMIIMOHHOW AKTUBHOCTH JYIUIMIMPOBAHHBIX KON
T€HOB, PACIOJIOKEHHBIX Ha B-XpoMocomax, MyTeM BBISIBICHUS aHAJIOTUYHBIX
HykieoTuaHbIX 3aMeH B JJTHK B-xpomocom u B kitonax kJIHK.

Hayuynasi HOBH3Ha pa00ThI M NPAKTHYECKasi 3HAYUMOCTh

BnepBeie mnpoBeneHa cTaHAapTU3alMs KapuOTHNA KOCYJIM OTHOCHUTEIBHO
KapUOTHUIIOB KOPOBBI U BepOmtoga. OOHApYKEHO BOCEMb MEPECTPOEK, PA3AEISIONINX
KApUOTHUIIBI KOPOBBI U KOCYJIM, U3 HUX IIECTh CIUSHUI XpOMOCOM B JIMHUU KOCYIJIH,
OJIHO CIUSHHE XPOMOCOM B JIMHUM KOpPOBBI M OJIHAa MHBepcHs Ha Xpomocome 11
CUOMPCKON KOCYIIH.

[IpennoxkeH OpUTrMHAIBHBIM METOJ HACHTUPHUKALHUU MOCIET0BATEILHOCTEMH,
pacroioKeHHbIX Ha B-xpomocomax. BmepBele mnoka3zaHo, 4Yto B-XxpoMocowmsl
CUOUPCKON KOCYNHU cojepkaT ayTocoMHble Konuu reHoB TNNI3K, FPGT w LRRIQ3
BMECTE C NPWJIETAIINMHU K HAM IOCJIEN0BATEIBHOCTSIMU. Y4YaCTOK, FTOMOJIOTMYHBIN
xpomocome 3 kopoBbl (74.6 — 76.4 M.1.H.), HA 100ABOYHBIX XPOMOCOMAaX COCTAaBIISACT
OKOJIO 2 M.IL.H. YcTaHOBJEHO, 4yTo komuu reHoB INNI3K, FPGT w LRRIQ3,
JIOKaJu30BaHHbIE HA B-xpoMocomax, oueHb KOHCEpBAaTUBHBL. OTHAKO B IBYX CIy4asix
ylajoch  BBISIBUTh ~ HECMHOHMMHUYHBIE  B-XxpomocoM-crienu@uyHble  3aMEHBI.
[lockonbKy 3aMeHbl, OOHApPY)KEHHbIE Ha JI00ABOYHBIX XPOMOCOMAaxX, COBMNAIU C
3amMeHamu, oOOHapyxxeHHbiMM B kioHax kJHK, Obu1 caeman BweIBOI O
TPAHCKPUIIIIMOHHON aKTUBHOCTH 3THX reHoB. Ilokazano, uto rewsl TNNI3K, FPGT
XapaKTEPU3YIOTCS BBICOKOW KOHCEPBATUBHOCTHIO B PSIAY MIICKOMUTAOIINX.

Hcnonb3oBanue pa3pa0OTaHHBIX HAaMU  MOJEKYJISIPHBIX  TOJAXOJOB IO
KapTUpOBaHHUIO B-XpoMocoMm cHOMpPCKON KOCYIM B JajdbHEHIIEM MOXET OOJEerdyuTh
3aJlauy UCCIEAOBAHMS MOJIEKYJISIPHOM OpraHu3aluu J00aBOYHBIX XPOMOCOM Y JIPYTUX
BHJIOB ITO3BOHOYHBIX.

IHo10:xeHUsI, BLIHOCHUMBbIE HA 3aIIUTY

Cubupckas xocyisi 001alaeT BhICOKOKOHCEPBATUBHBIM KApUOTUIIOM, OJIM3KHUM
MPEIKOBOMY KapHOTUIlY OJICHbHX. J0OaBOUHbIE XPOMOCOMBI KOCYJIH COJAEpIKaT
KPYHHBIA TYTUTMIUPOBAHHBIN parMeHT XpOMOCOMBI 1, BKIIOYAIOUIUN YHUKATbHBIE




redbl TNNI3K, FPGT w LRRIQ3. Komupyromue TreHbsl, JOKaJu30BaHHbIE Ha B-
XpOMOCOMaxX CUOMPCKOI KOCYIH, TPAHCKPUOUPYIOTCS.

Anpodanus padoThl
Pe3ynbpTaThl HccneqoBaHus ObLIN A0JO0KEHBI Ha CIEIYIOMINX KOH(EepEeHIHsIX:

1. Cumnosuym, nocsdameHHbd 130-netuto co aHs poxaeHus JleBurckoro I.A.
"Xpomocomsl u 3BomtonuA" (Cankr-IlerepOypr, 26-27 Hosa0ps 2008 r);

2. Mexnaynapoaunas koHdepenius "Xpomocoma 2009" (HoBocubupck, 31 aBrycra-
6 cenTs6ps 2009 1);

3. I wmexnayHaponHass Hay4dHO-npakTudeckas KoH¢pepeHuus "[locTreHOMHBIE
METO/bl aHaliu3a B OWOJIOTHH, Ja0OpPATOPHOW M KIMHUYECKOW MEIUIIMHE:
reHoMHKa, npoTeomuka, 6monnpopmatuka" (HoBocubupck, 14-17 nosiopsa 2011
r);

4. 19-1 mexnayHapoaHass xpomocoMHas KoHpepenuus (bononss, Hrtamus, 2-6
ceHTs10ps 2013r).

JINYHBIA BKJIA/L COMCKATE/IS

ABTOpPOM  BBINIOJIHEHA BCS  OKCHEpPUMEHTalbHass paboTa, BKIIIOYAIOLIAs
nokanuzaiuio BAC xnonoB ¢ nomombio FISH u ckpuHuHr B-XpoMoCOMHBIX
oubnuorex ¢ mnomomibto ITLP. ABTOpoM Takke MHpoBeleHa OIEHKAa KOMUHHOCTHU
YyYacCTKOB, MPEICTAaBICHHBIX Ha J00aBOYHBIX XpomocoMax, ¢ mnomompio [P B
peaJbHOM BPEMEHHM M CEKBEHMPOBAHHME KONMM T'€HOB, JIEKallUX Ha B-xpomocomax u
ayrocomMax CHOMPCKOM KOCYJIH, €BPOIEHCKON KOCynu, Jocs, mapaja U Ma3ama.
CrangapTuzanusi KapuoOTUIIa KOCYJIM C MOMOIIBIO XPOMOCOMHOTO IMAWHTUHTA Oblia
npoBejieHa copmecTHO ¢ K.0.H. A. W. Kynemsunoit (MMKB CO PAH, HoBocubupck).
OO0OpaboTka, aHanmu3, MHTEpIpPETAlUsl JaHHBIX M MOATOTOBKAa MNyOJIMKaUMi ObLIH
BBIITOJIHEHBI IIPH YYACTHUH aBTOPA.

O0beM U CTPYKTYPA AUCCEPTALMHA

PaGota cocrout u3 BBeeHUs, 0030pa JUTEPATYyphl, ONMUCAHUS MAaTEPUAIOB U
METOJIOB, PE3YyJbTAaTOB U O0CYKICHHUSI, 3aKIIOUCHHS], BBIBOJOB U CIHCKA IUTHPYEMOMN
IUTepaTypsl, coaepxkamiero 216 ccpuiok. Juccepranus uznoxena Ha 148 crpanunax
MaIIMHOMKMCHOIO TeKCTa, COAEPKUT 12 Tabnuil, 18 pucyHKOB U 4 NPUITOKEHUS.

Ilyoaukanmuu

OcHOBHBIE pe3yJITaThl JUCCEPTAIMOHHOW pPAOOTHI OIMYOJMKOBaHBI B BHUJE
TPEX CTATE€il B PELIEH3UPYEMBIX HAYUYHBIX U3JIaHUAX, a TAKXKE TOJOKEHBI HA YEThIPEX
OTEUECTBEHHBIX M MEXIYHAPOIHBIX KOH()EPEHIIUIX.

MATEPUAJIBI U METO/bI
CycneHsun XpoMOCOM KOpPOBbI W cHOMpcKoW Kocynu 6e3 B-xpomocowm,
cubupckoi kocynu ¢ 4 u 8 B-xpomocomamu, a takxke obpasisl [JHK epomneiickoit
KOCYJIH, JIOCS, MapaJia, CHOUpCKoi kocynu 0e3 B-xpoMocoM, cuOUpCKoii Kocyiu ¢ 4 u



8 B-xpomocomaMu, KOpOBBI M Ma3zama OBUIM MPUTOTOBJICHBI B JabopaTopuu
muroreHeTuky xuBoTHEIX UMKB CO PAH.

bub6auoreka B-xpomocom cuOUpCKOW KOCyau Obla TMOJy4Y€Ha C MOMOUIBIO
xpomocomHoro coptunra II. O’bpaiien (LleHTp cpaBHHUTENbHOH TI'€HOMUKH,
KemOpumxckuit yausepcuter, BenukoOputanusi) u B. A. Tpudonoseim (MMKB CO
PAH, HoBocubupck) u3 KyiabTypsl pruOpo6s1acToB CHOMPCKONW KOCYIH, OTIOBIECHHON
B HoBocubupckoit obmnactu (8 B-xpomocom). Amrumdukamuto ¢parmentos JJHK
COPTUPOBAHHBIX B-xpomocom ocymiecTBisiiig ¢ nomoibio metogaa DOP-ITLIP.

B-xpomocom-cnenupuynaa Oumdamorexka kJHK Oputa nonyuena B. A.
Tpudonoseim (MMKB CO PAH, HoBocubupck) Ha ocHoBe metona SHAC (“Selection
of Hybrids by Affinity Capture ” — or6op rudpuaoB adunHou cop6iumeii) (Chen-Liu
et al.,, 1995). U3 kynbrypsl kieTok ¢ubOpobdsacTtoB cubupckoir kocyau ¢ 8 B-
xpomocoMamu Obuia BbieneHa TotanbHas PHK u momyuena x/IHK Gubnuorexa c
nomotbio BD SMART PCR ¢cDNA Synthesis Kit (BD Biosciences) mo npoTtokony
npousBoguTens. 3areM nonydeHHas kJIHK O6ubnumoreka Obuta amrmuinduuupoBaHa co
cnenuduyaeiM npaiimepom (BD Biosciences), u rubpunuzoBana in vitro ¢ B-
XpOMOCOM-crieu(pUuHON  OMOTMHWIMPOBAHHOM  OUONMOTEKOM, KoTOpas — Oblia
nomeueHa ¢ mnomompbio Metoga DOP-TILP. 3axBar mnonydeHHbIX THOPHUIOB
MPOU3BOJMIN MAarHUTHBIMH MHUKPOYAaCTULAMH C WMMOOWIM30BAHHBIM aBUUHOM.
Oparmentsl  kJIHK ammmdunupoamun ¢ mnomomipsio [P co cnemuduansiM
npaitmepom (BD Biosciences). Ilponykrsr TP kimoHupoBanu ¢ MCHOIb30BaHUEM
TOPO TA Cloning Kit (Invitrogen, UK) u cekBeHUpOBaJd TO CTaHIAPTHOMY
nporokony. llomydeHHble MOCIIENOBAaTENIbHOCTH OBbUIM BBIPOBHEHBI OTHOCHUTEIHHO
reHoma kKopoBel UCSC genome browser on Cow Oct. 2011 (Baylor
Btau 4.6.1/bosTau7).

Kiaonust BAC 6ubanorexkn xoposl CHORI-240 Gbutn mpenocTaBiieHbl JI-POM
J.M. JlapkunbsiM (AGepUCTYUTCKUN yHUBEpCUTET, BenmnkoOpuTanus).

Ilpenapamvr memaghasznvix xpomocom uccienoBanubix BuaoB u GTG-okpacka
OBLIN MOJTYyUYEHBI TI0 cTaHAapTHOMY npoTokony (I'padonarckuii, Pamxadnu, 1988).

bubnruomery /[HK BAC knonos nonyudanu B peakuuun DOP-PCR (Backx et al.,
2008).

Meuenue ITHK BAC knonos ans FISH nipoBoauiu ¢ UCIOJIb30BaHUEM aHAJIOTOB
HYKJIeOTU0B: 6notuHa-11-gYT® unu aurokcurenuna-11-nYTd u DOP4-npaiimepa
(5’-GGAAACAGCCCGACTCGAG-3’).

@Dnyopecyenmuyro  in  Ssitu  eubpuouzayuro  BBINOJIHSJIM  TI0O  paHee
npeioxkeHHoMy npotokoiy (Yang et al., 1999).

CkpuHune oOubauomex COpmupoB8aHHuIX 000ABOUHLIX XPOMOCOM TIPOBOIUIN C

nomoteto [ILP. ITon6op mpaitmepos ocymiecTBisics 1mo renomy kopobl UCSC



genome browser on Cow Oct. 2011 (Baylor Btau 4.6.1/bosTau7). Temmnepatypy
OTXKHUTa MpaiMepoB NMoAOUpaH ¢ MOMOIIbIo Tporpammsl “OLIGO”.

I[P & peanvnom e6pemenu mpoBomuiack Ha mpubope C1000 Termocycler
¢upmer “BioRad” ¢ ucnonb3oBanuem kpacutens SYBR Green 1. Ananus gaHHBIX
OCYIIECTBIISIICS C TIOMOIIIbIO METOJ1a KAIMOPOBOYHBIX MPSMBIX.

Cexegenuposanue I11IP-ipolyKTOB OCYIIECTBISIOCH ¢ Ucnoyib3oBaHneM ABI Big
Dye cuctembr Ha npubope ABI3130x1 Genetic Analyzer (Applied Biosystems Inc.,
CA) o ctaHgapTHOMY TIPOTOKOJY.

PE3YJIBTATBI

CraHaapTu3anus KapuoOTHIIA KOCYJIH, BbISIBJI€eHHE TOMOJOTHYHbIX PaliOHOB
ayTOCOM KOCYJIH, KOPOBBI U Bep0.oia

[TockonmbKy KOCYJIsl HE OTHOCWJIACh K YHCIY BHIOB, BOBICYCHHBIX B
WCCJICJIOBAHMS IO KapTHPOBAHHMIO T'€HOMA, TO TEHETUYECKUH COCTaB M TOMOJIOTHS
XpOMOCOM KOCYJM C XPOMOCOMaMH XOpOIIO KapTHPOBAaHHBIX BHUJOB HE OBbLIH
W3BECTHBI, a KapUOTHUIl OBUI  OXapaKTepH30BaH TONBKO  KJIACCHUYECKUMU
[MUTOTCHETHUECKUMU MeTofamu. [loaToMy HEOOXOAMMBIM 3TarmoM padoThl OBLIO
MPOBEJICHHUE CTaHAAPTU3AIMN KapHOTUIIA KOCYTH OTHOCUTEIHHO KapHOTHIIA KOPOBHI.

Hcnonp30BaHUE CpPaBHUTEIBHOTO XPOMOCOMHOTO TIPHHTHHTa C Tpodamu
BepOIII0O/]a TIO3BOJIMIIO BBISSBUTH TOMOJIOTHYHBIE PAaliOHBI Ha XPOMOCOMAax KOCYIU U
BOCCTaHOBUTH CIICHAPUN KapUOTHUITMYECKON DSBONIOIMHU 3TOTO BUIA. MBI BBISBUIN
BOCEMb XPOMOCOMHBIX MIEPECTPOCK, PA3ACIAIONINX KAPHOTUITBI KOPOBHI U Kocynu. M3
HUX — IIECTh CIVSIHUNA B JIMHUU CUOMPCKON KOCYJH, OJTHO CIUSHUE B JIMHUU KOPOBBI U
uHBepcuto Ha xpomocome 11 kocynu (Puc.1).
Kpome TOro, ™Mbl YCTAaHOBHJHM, YTO KAapHOTHUI KOCYIH SIBISIETCSA OYEHB
KOHCEPBAaTHUBHBIM M MOYTH HE OTIIMYAETCS OT MPEIKOBOTO KApHOTHIIA OJICHBUX.

Pa3padorka meTona uaeHTu(pUKanMu reHoB Ha B-xpomocomax

Meton uaeHTudukanuu reHoB Ha B-xpomocomax cTpouscs Ha moiaydyeHuu B-
xpoMmocoM-criennpuunoit 6ubamorexku kJIHK. HaumbGonee BakHBIM I1arom metona
Obuta rubpuamzanms Ouonuorexkn kJIHK kocynu ¢ B-xpomocoMm-cnienuduunoin
OMOTUHWJIMPOBAHHOW OMOIMOTEKOM, YTO Jaj0 BO3MOXKHOCTH OTOOpaTrh TOJBKO T€
kioHsl KJIHK, koTopble okazanuch TOMOJIOTMYHBI MOCJEIO0BATEIBHOCTIM € B-
xpomocoM. Crnenu@uyHocTh U TOW W Apyrol OuOmMOTeK OblIa MOATBEPKICHA
merogqom FISH. W3 B-xpomocom-cnenuduynoit 6ubmuorekn kJIHK Obuin
OTCEeKBEHUpOBaHbl 45 KIIOHOB. Cpelld HUX BCTPETUIIUCH TPAHCKPUIITHI YHUKATBHBIX
IEHOB, B YAaCTHOCTHU, TOMOJIOTHYHBIE T€H-COAEpXkalleMy paloHy XpOMOCOMBI 3
kopoBbl. IlociieoBarenbHOCTH JaHHBIX KJIOHOB JenoHupoBaHbl B GenBank mon
ciaeayromumu Homepamu: IN871269-JN871285.
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Pucynok 1. CpaBHuTENBHAS KapTa TOMOJIOTHYHBIX paifoHoB kocynu (CPY), Bepbitona
(CDR) u xopoBbl (BTA), ocHOBaHHasi Ha JJaHHBIX XPOMOCOMHOTO MIIIHTUHTA. «B’s» —

B-XxpoMOCOMBL.

KaprupoBanue yuyacrkoB IHK, sexxkammux nHa B-xpomocomax cuOMpCcKoO KOCYJIH
Hamu Obuta monmyuena B-xpomocom-cnienuduunas oubnuorexa kJIHK, kimonsr u3
KOTOPOM OKa3aJIMCh TOMOJIOTMYHBI YHUKAJIBHBIM ayTOCOMHBIM reHam FPGT, TNNI3K,
LRRIQ3, pacmojIOKEHHBIM Ha XpOMOCOME 3 KOpPOBbI M, COOTBETCTBEHHO, Ha

XpOMOCOME

CUOMPCKOM  KOCYIIH.

ITosToMy [anmpHEMIIEW 3aJaded Hallero

HUCCIICAOBAHUA CTAJIO KAPTUPOBAHUC KONUH ATUX I'€HOB U YYaCTKOB, IMPWICTAOIIUX K

HUM Ha B-xpomMocomax cuOupcKon KoCyJu.



Kapmuposanue yuacmroeg /[HK, nedxcawux na B-xpomocomax Kocyau ¢ nomowybio
BAC knonos xoposul

K paiiony xpomocombl 3 KOpOBBI, COJEpKAIIEMy Yy4YacTKH Tomojoruu B-
xpoMmocoM-criennpuunbix kJHK, Opmn momo6pansl BAC kioHbl u3 OHOIMOTEKHU
CHORI-240. TIpu nokanuzanuu BAC kimonos (CH240-10H15, CH240-44418, CH240-
493P4, CH240-515C3, CH240-454D22, CH240-351113) MokHO OBLIO BHJIETH
CUrHajibl Ha XpoMocoMe | u B-xpomocomax KOCylIHM, a TakXke Ha XpoMOcoMme 3
kopoBbl. [Ipu nokanuzaunun BAC kionoB CH240-131121 u CH240-385G2 curHaisl
Ha J100aBOYHBIX Xpomocomax otcyTcTBoBaiu. [lo pacmpenenenuto BAC kinoHOB,
JABIIUX CUTHAJ Ha J00aBOYHBIX XPOMOCOMAaX, YAQJIOCh YCTAaHOBUTH MPUMEPHOE
MECTOIOJIO)KEHUE  ydYacTKa, MPUCYTCTBYIOIIETO Ha J00aBOYHBIX DJIEMEHTAX,
OTHOCHUTEJIBHO XPOMOCOMBI 3 KOPOBBI, a TaKK€ MPUMEPHBIA pa3Mep 3TOr0 ydacTka,
KOTOPBIN ObLT yTouHeH ¢ nomorsio [TIP-kapTupoBanus (Puc.2).

== BAC KMOHbI, HEe JaloLne curHan Ha B-xpomocomax

BAC knoHbl, garowmne curHan Ha B-xpomocomax
<— parmeHTsl MNMUP, npegctasneHHble Ha B-xpomocomax
»— ®parmeHTsl MNMUP, He npeacTaBneHHble Ha B-xpomocomax

& KOHK
FGD5-AS1
I
1 RNPS1 Arpc2
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TNNI3K 1 == LRRIQ3

il

A i | A A
Wbl s bW

M.M.H.

! ! ! ! ! | ! ' | ! ! ! | ! ' ! ! |
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2 400a s
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Pucynok 2. Cxema paiioHa XpOMOCOMBI 3 KOPOBBI C KOOpPJAHMHATAMU U HAHECEHHBIMU
MapKepamu, KapTHUpOBaHHBIMU Ha B-xpomocomax cubupckout kocymu. “TNNI3K”,
“LRRIQ3”, “FPGT”, “FGD5-ASI”, “RNPSI”, “Arpc2” — Ha3BaHuUd TE€HOB,
pacrionararonuxcsi Ha xpomocome 3 kopoBbI (1o gaaHeiM UCSC genome browser on
Cow Oct. 2011 (Baylor Btau 4.6.1/bosTau?7)).

Kapmuposanue yuacmros J[HK, nesxcawux na B-xpomocomax xocynu, ¢ nomowwro
I[P na 6ubauomexe copmupo8anHvix 000ABOUHBIX XPOMOCOM



JIJist yTOUHEeHHsI TPaHUIl TYIUIMIIMPOBAHHOTO ydacTKa Ha JJOOaBOYHBIX AJIE€MEHTaX
nonbupanu 40 map mpailMepoB Mo reHoMHOUW mnocnenoBaTenbHOCTH KopoBbl UCSC
genome browser on Cow Oct. 2011 (Baylor Btau 4.6.1/bosTau7). IILIP npoBoaumu ¢
ucnosibzoBanueM DOP-O0UOIMOTEKH COPTHUPOBAHHBIX J100AaBOYHBIX XpPOMOCOM B
kauectBe Marpuubl. [JHK koposbel n JJHK kocynu ¢ B-xpoMocoMaMu MCIOIB30BAIN
KaK KOHTpOJU. B pe3ynbrare ¢ MCHOJIb30BAHMEM Ka)XkKJIOW Naphl IpailMepoB HAa BCEX
KOHTPOJIbHBIX MaTpuiiax 0but nmoaydeH [TLP-npoaykT oxxumaemoro pasmepa.
[IpyHuMas BO BHUMaHUE MOJIyYeHHbIE JaHHBIC, a TAKXK€ JaHHBIE O paclpeiesieHUn
k/IHK u noxanuzaunu BAC kJIOHOB, MBI YCTaHOBWIJIM, YTO YYaCTOK, PaCHON0KEHHBIN
Ha B-xpomocomax, cOCTaBiIseT TMNPUMEPHO 2 M.ILLH. M HECET BaXKHbIE
¢bynkunonansHbie rensl: TNNI3K, FPGT u LRRIQ3 (Puc.2).

Ouenka KONMIAHOCTH T€HOB, NPUCYTCTBYIOIIMX HA 1002aBOYHBIX
XpPOMOCOMAX CMOMPCKOH KOCYJIH

[IIIP B peanbHOM BpeMEHH NPOBOAMWIICA Uil Tpex pasHbix obpasuoB JIHK
CUOUPCKON KOCYJIH C pas3IuuHbIM 4ucioM B-xpomocom mno tpem renam TNNI3K,
FPGT, LRRIQ3. B xauecTBe BHYTPEHHEr0o CTaHaapTra ObUI HCHOJIb30BaH
KOHCEpPBATUBHBIN y4acTOK ogHOKONUKWHOro reHa PTGFR. B pe3ynbraTe NpOBEIEHHBIX
AKCTIIEPUMEHTOB OBLJIO MOKAa3aHO, YTO KONMUWHOCTHh TeHoB FPGT, TNNI3K w LRRIQ3
KOppenupyeT € 4UCIOM B-XpomMocom, XOTsS MX 3aBUCUMOCTb HE BCErja sBIsACTCS
npsimoit (Puc.3).

TNNI3K
FPGT

44 B LRRIQS

KonninHocTb

CPY(0B) CPY(4B) CPY(8B)

Ob6pasubl AHK

Pucynok 3. Crenenp konumitHocth reHoB TNNI3K, FPGT n LRRIQ3 OTHOCUTENBHO
OJIHOKOMHIHOTO ayTtocomHoro reHa PTGFR, y cubupckoit kocynmu (CPY) 6e3 B-
xpomocoM (0B), y cubupckoit kocynu ¢ 4 B-xpomocomamu (4B) u 8 B-xpomocomamu

($B).
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CpaBHeHHe NEPBUYHOH CTPYKTYpPbI roMmos1oru4Hbix ¢pparmentoB JTHK ayrocom
u B-xpomocom

Mps1 onpenennii mocaeoBaTeIbHOCTH ayTOCOMHBIX U B-XpOMOCOMHBIX KOMUA
BTOPOIO W YETBEPTOro 3K30HOB reHa LRRIQ3 nnuuoi 222 n.H. u 153 n.H.,
COOTBETCTBEHHO. IlocnenoBaTenbHOCTH BTOPOTo 3Kk30HA reHa LRRIQ3 npecTaBieHbI
B reHHoM Oanke moj HoMmepamu: JN871294 u JN871295. Takke Mbl ONpEIUTUIN
ayTOCOMHBIE M B-XpOMOCOMHBIE MOCIENOBATEIBHOCTU TpPEX SK30HOB TreHa FPGT
oOmelt anuuHoit 345 m.H. (mpumedanue 1, 2, 3 Tekcra AUCCepTalMM) U TPOMOTOPHOU
obnactu rena TNNI3K nmunoit 234 n.H. (JN871289-JN871293). B pesynbrarte
CEKBEHHPOBAaHUA Mbl OOHapyXuiau JBe B-xpomocom-cnernupuyueckue 3amMeHbl: BO
BTOpOM 3K30He TeHa LRRIQ3 (Bamuu 141 Ha uzoneinunl41) u BO BTOPOM 3K30HE
reHa FPGT (nu3uH 83 Ha aprunuH 83) (Tabnuma 1).

Tabmuma 1. AMMHOKUCIIOTHBIE 3aMEHBI, crieruduanbie 11 B-xpomocoMm.

Wcrounnk IHK| o, % A B . © <
an) m et M < @ =
E( E E @) < = -
[To3umus O O
141 nmo3wuius reqa
LRRIO3 Ly Y

83 mosunmsa rera FPGT | R R K R K K K K

“kJHK” — B-xpomocom-cnienuduunas xomupytomas JHK. “BTA” — Bos
taurus, “CPY (0B)” — Capreolus pygargus, cubupckas kocyns 6e3 B-xpomocowm,
“CPY (8B)” — Capreolus pygargus, cubupckas kocyms ¢ 8 B-xpomocomamu, “CEL” —
Cervus elaphus, “MGO” — Mazama gouazoubira, “AAL” — Alces alces, “B” — B-
XPOMOCOMBI.

Kaxk BugHO u3 Tabnuupl 1, aprunaud B 83 no3uuuu reHa FPGT BcTpeyaeTcs npu
cekBenrpoBanuu kJIHK, DOP-6ubnuoreku B-xpomocom u TotampHor JIHK
cubupckor kocynu ¢ 8 B-xpomocomamu. B mocnenHem ciydae, O4eBHIHO, YTO MPH
CEKBEHUPOBAHMUM I10JIy4YaeTCs I10CIEI0BATEIBHOCTE B-XpoOMOCOM, NOCKOJIBKY BKJIAJ
ayTOCOMHOW KOMITOHEHTHI JaHHOTO paiioHa B TotanbHyto JIHK cubupckoit kocynu ¢ 8
B-xpomocomamu HuuToxkHo Mail. IIpu cexBenupoBanuu JJHK cubupckoit kocynu 6e3
B-xpomocom mosyuanu nocienoBaTenbHOCTh ayrocomuoi JIHK cubupckoii kocynu,
/i€ B IaHHOW NO3UIIUU ObLIT JIU3HUH.

Takum 00pa3omM, JaHHBIN MpUMeEp SPKO JAEMOHCTPUPYET, YTO OOHApPYKEHHBIE
HaMU 3aMEHbI JeHCTBUTENBHO SBISIIOTCS B-XpoMocoM-crieliupuaHbIMU.
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OuneHka 3BOJIIOIUOHHON KOHCEPBATHBHOCTH I'€HOB, JIOKAJIM30BAHHBIX HA
B-xpomocomax
B cBa3u ¢ oOnHapyxenuem komuii reHoB FPGT u TNNI3K Ha 100aBOYHBIX
XpOMOCOMax OKa3ajJoCh MHTEPECHBIM OILIEHUTh MX KOHCEPBATUBHOCTH B JBOJIOLUU
IIyTEM CPABHEHHUS MOCIEA0BATEIBHOCTEN IK30HOB Y KOCYIIH, JOCS, Mapajia, Ma3ama u
IpPYTrUX BUJOB MO3BOHOYHBIX. MBI MONYyYWIM MOCHen0BaTeNbHOCT, reHa FPGT 'y
pa3HbBIX BHUAOB oJeHbuX anuHoM 1788 m.H. (JN871286-JN871288), a Takxke
MOCJIEA0BATEILHOCTh MPOMOTOPHOM 00JIacTH U TiepBOro 7k30oHa reHa TNNI3K
(JN871289-JN871293; npumeuanue 4 TekcTa AUCCEpTAIMuU) oOmel aauHoi 345 1m.H.
B nauane nepBoro sk3oHa reHa FPGT, B KauecTBE KOJOHA, BBIMOJHSIONIETO
(GYHKIUIO WHUIMALMK TpaHCsAuuu, BbIsBIeH koaoH GUG nHa B-xpomocomax y
cubupckoir kocynu ¢ 4 u 8 B-xpoMocomaMu BMECTO KIACCHYECKOIO CTAPTOBOTO
kogona AUG, Takke XapakTepHOro A cuOupckor kocyiu 6e3 B-xpomocom, nocs,
Mapana u Maszama. Kak BuIHO u©3 TaOmuibpl 2, BajJuH BCTpeyYaeTcs MpH
cexkBeHupoBanun DOP-6ubnuorexku B-xpomocom u tortanbHoit JIHK cubupckoit
kocynu ¢ 4 u 8 B-xpomocomamu, Torna kak B ayrocomHou JIHK, mpencraBneHHOM
cubupckor kocysei 6e3 B-xpomomcoMm BcTpeuaercs METHOHMH. BUIIHO, 4TO BaJlUH
CBSI3aH ¢ HaMM4YreM B-XpoMocoMm B T€HOME U 3TO MOATBEPKIAET TOT PaKT, 4YTO KOJOH
GUG Bctpeuaercss umeHHO Ha B-xpomocomax. B TpeTheM 3k30He reHa FPGT, Obuin
OOHapy»XeHbI JIBE aMUHOKUCIIOTHBIE 3aMEHBI, XapaKTEpPHBIC JIJII CEMEMCTBA OJICHBUX
o nosnoxxkenuto 89 u 104 (tabnuma 2). B xonuu yetBepToro sk3oHa reHa FPGT Ob110
HaWJAeHO BOCEMb 3aMEH B IOJIOkeHUAX 165, 175, 177, 248, 279, 393, 468 u 589 a.k.,
crienuPUIHBIX JJIs1 CHOMPCKON U eBpOIecKoi Kocynu (Tabnuia 3).

Ta6J11/1ua 2. 3HaunMMble aMUHOKHUCIIOTHEIC 3aMCHBI, 06Hapy}KeHHBIe Ha B-XpOMOCOMaX
Ny OJICHBHUX B TPCX 3K30HAX I'CHA FPGT oTHOCUTEIILHO paaa MIICKOIIUTAOIIUX.

HcTounuk =

JIHK] S| -
5 SR 2 Rl <5022
| (& Ol = | & >
%mizo§§m>8%5§?§oé§

UU

[ lo3uis

1 VIMIVIMIMI M| M| M(IM|M|M MMM
89 AIAIAIAIAIAIAIS|IS|[S|S|S|S|S|[S|A
104 EIEIE/IEIEI/EIEIK|E|K|K|K|E|K|[M]|K

“kJHK” — B-xpomocom-cnenuduunas xkomupytomas JHK. “BTA” — Bos taurus,
“CPY (0B)” — Capreolus pygargus, cubupckas kocyns 6e3 B-xpomocom, “CPY (4,
8B)” — Capreolus pygargus, cubupckas xocyisa ¢ 4 u 8 B-xpomocomamu, “CEL” —
Cervus elaphus, “MGO” — Mazama gouazoubira, “AAL” — Alces alces, “VPA” —
Vicugna pacos, “ECA” — Equus ferus caballus, “HSA” — Homo sapiens, “RNO” —
Rattus norvegicus, “CPO” — Cavia porcellus, “LAF” — Loxodonta africana, “OAN” —
Ornithorhynchus anatinus, “DVI” — Didelphis virginiana.
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Tabmuma 3. 3HauMMble aMHHOKHCIOTHBIE 3aMEHBbI, OOHApY)XCHHBIE y OJEHBUX B
3k30HE reHa FPGT OTHOCUTENBHO MJIEKOITATAIOIIIMX.

Bun
CPY (8B)| CCA CEL BTA VPA ECA HSA
[lo3unus
165 S S T T T T T
175 T T I I T A% I
177 D D E E E E E
248 L L F F F F F
279 S S K K K K K
393 S S P P P P P
468 A A T T T T T
589 M M L L L L L

“BTA” — Bos taurus, “CPY (8B)” — Capreolus pygargus, cubupckas KocyJs ¢
8 B-xpomocomamu, “CCA” — Capreolus capreolus, “CEL” — Cervus elaphus, “VPA”
— Vicugna pacos, “ECA” — Equus ferus caballus, “HSA” — Homo sapiens.

Oo0napyxeHHe TPAHCKPUIIIIUOHHOM AKTUBHOCTH KonuM rena FPGT,
pacnojiokeHHoro Ha B-xpomocomax

[Tockonbky 3ameHa BO BTOpOM dKk30He reHa FPGT (im3un83 Ha apruHuHS3)
Obl1a OOHapykeHa Kak Ha B-xpomocomax Tak u B B-xpoMmocom-criennduunoin kJIHK,
cTaio sicHo, uro komusi reHa FPGT c¢ B-xpomocoMm TpaHckpubupyetrcsi. Mbl
WCKIIFOYMJIM BO3MOKHOCTh HAJIW4Usl JaHHOW MyTallud B ayTOCOMHOW KONHWM TIeHa
CUOMPCKOW KOCYJIHM C MOMOIIbI0 TEHOTUIHUPOBAHUS OTAEIbHBIX XpoMocoM 1 u
N00aBOYHBIX XpPOMOCOM, TMOJYYEHHBIX C [OMOIIBIO MHUKpoauccekiuu. Jls
UCKIIIOUEHUS BO3MOXKHOW TETEpPOreHHOCTH J100aBOYHBIX XPOMOCOM IO JIAHHOWU
MyTaIMi Mbl OTCEKBEHUPOBAIIU JI€CATh Pa3HbIX KJIOHOB, MOJYYEHHBIX U3 OMOJIMOTEKU
n00aBOYHBIX XpomocoM. Takum o00pa3oM, Mbl MOKa3ajd, YTO OOHAPYKEHHbBIN
TPAHCKPUIT UMEET B-XpOMOCOMHOE IPOUCXOKICHUE.

Hpyras B-xpomocom-cnernudpuunas 3ameHa (G->A) Obuta oOHapyxeHa BO
BTOpOM »dK30He TreHa LRRIQ3. Jlns Toro, dYToOBbl TPOBEPUTH THUIOTE3Y O
TPAHCKPUIILMOHHOW AKTUBHOCTM KOIIMM O3TOr0 TI€HAa, pPAacCIIOJI0KEHHOIO0 Ha
100aBOYHBIX XPOMOCOMAaX, Mbl MOJYYMIH MOCJIEI0BATEIBHOCTh MUCCIEYEMOTO HaMU
yuacTka ¢ B-xpomocom-crienuduunoit k/I[HK u toransuoi k/I{HK, BwimenenHoi u3
KYJbTYpPBI KJIeTOK (hrbpobdiacToB cubupckoit kocynu ¢ 8 B-xpomocomamu. B kJIHK u
totanbHoM K/IHK B mckomoil mo3umuu Obl1 OOHapykeH aJeHWH, Kak U Ha B-
XpoMocoMax. DTOT (akT TOBOPUT B MOJIb3y TPAHCKPUMIIMOHHOW aKTUBHOCTU TI'eHa
LRRIQ3, pacnionoxxeHHoro Ha B-xpomocomax. OnHaKkoO HE HCKIIOYEHAa BO3MOXKHOCTh
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TOrO, YTO JaHHAas MYTalUWs MOPUCYTCTBYET B ayTOCOMHOW KOIMU [TaHHOTO TE€HA.
[ToaTOMy HEOOXOIMMBI JaJIbHENUIITINE UCCIIE0OBAHMS TOTO pailoHa.
OBCY/KIAEHUE

KaprupoBanue B-xpomocom cuOUpCKON KOCYNH MOKa3ajao, YTO HAa JI0OaBOUHBIX
ANEMEHTaX MPUCYTCTBYET KPYMNHBIM ayTOCOMHBIM CEIMEHT, COAEpXKalluil psg
YHUKAJIBHBIX T€HOB. DTU JAHHBIE COIJIACYIOTCS C pe3yJibTaTaMH, IMOJYYEHHBIMU Ha
ApPYrMX BUJAX TO3BOHOYHBIX: y JIUCUIl M EHOTOBUIHBIX CO0aK, y amMa30HCKOMU
MoumHesun Poecilia formosa (Cyprinodontiforme, Poecillidae) u y sHmemudHoro
BUJa IUXAua o3epa Buktopus. Kpome ayTocOMHBIX KONUI F€HOB WM UX (hparMeToB,
Ha 00aBOYHBIX 3JI€MEHTaX MPUCYTCTBYIOT MPOTSHKEHHBIE 00JIACTH, MPUIIETAIOIINE K
OTUM TE€HaM. YYacTKW, KapTUpPOBaHHbIE HaMM Ha B-Xxpomocomax, HMEOT
3HAYMUTENIBHOE CXOACTBO ¢ romosiornuHbiMM ywyactkamu JIHK ayrtocom kocynu. B
CBS3M C OTUM MOXHO 3aKJIIOYUTh, 4YTO B-XpoMOCOMBI MNpeACTaBISAIOT COOOH
CErMEHTHBIE NYIUIMKAalMU reHoMa. JlyrinuupoBaHHble TeHbl Ha B-xpoMocoMax MOTryT
HaKaIJIMBaTh MyTaluu (Kak ObUIO HaMH OOHApYy>KEHO B ciydyae ()parMeHTa BTOPOTO
sk30Ha TeHa LRRIQ3 wm BrOoporo sk30Ha reHa FPGT), 4TO TEOPETHYECKU MOMKET
MPUBOJIUTh K BOBHUKHOBEHUIO HOBBIX (DYHKIIMI 3THX F€HOB, KPOME TOT0, BO3MOXKHO
CMEIIeHUE JIOMEHOB paHee HE CBSI3aHHBIX F€HOB M 00pa3oBaHUE HOBBIX KOMOWHAIUMI
FeHOMHBIX CcerMeHTOB. Takum oOpa3oM, J00aBOYHBIE JJIEMEHTBHI  CIYyXKaT
JOTOJTHUTEIbHBIM MCTOYHUKOM HOBBIX BApUAHTOB KOJIUPYIOLINX
MIOCJIEA0BATENBHOCTEN U SABJISAIOTCS “TOPAYUMU TOYKAMH~ HBOJIOLUU. OJTU JaHHBIE
CTaHOBSTCS OCOOCHHO BaXXKHBIMU B CBET€ BO3MOXXHOCTH TPAHCKPUIILIMM HOBBIX
BapUaHTOB I'eHOB ¢ B-xpomocom. M3BeCTHO, YTO CETMEHTHBIE AYTITMKAIMK 00JadatoT
psAaoM OOIMX 3aKOHOMEPHOCTEW. B OONBIIMHCTBE CilyyaeB CErMEHTHbIE T'€HHbIE
OYIUIMKAUAKA pacnojiaralorcss TanaeMHo. Co BpeMeHeM, IOYIUIMIMPOBAHHBIE KOIIHMH
nepeMenaTcss B Apyrue paoHsl xpomocoM. Kpome Toro, OGOJBLIIMHCTBO T€HOB
OYTUTULIUPYIOTCS MOJHOCTBIO WJIM YacTHUYHO, MPEJCTaBiss co00M YacTh OOJBIIMX
OYTTULIUPOBAHHBIX cerMeHTOB. OCOOEHHO MHTEPECHBIM SIBISETCA TO, YTO TE€HBI C
YaCTUYHO OYTUIMIIIPOBAHHBIM KOJAUPYIOLIIUM palioHOM MOTYT OBITH
¢GbyHKUMOHANBHBIMUA. B HaieM ciiydae npu OLIEHKE KOMUWHOCTU OJHOTO M3 3K30HOB
reHa FPGT y eBponeiickoit kocynu 0e3 B-xpoMocoM Mbl 0OHApYKHIIA TYTUTUKAIUIO
ATOro 3K30HA. TakuM 00pa3oM, MOXKHO MPEIINOJIOKUTh, TAHAEMHOE PACIIOIOXKEHUE
OYTUIALIUPOBAHHBIX CETMEHTOB Y €BPONENCKON KOCYIU C MOCIEAYIOIIEH HHTErpaluei
OJIHOTO U3 CErMEHTOB B J00aBOYHBIE XPOMOCOMBI, YacTO OOpa3yloUIuecs Ipu
BUJ000pa30BaHUU, KOTOpo€ B OOJBIIMHCTBE CIIy4ae MPOUCXOIUT IO pailoHam,
COJIEpIKAIllM CETMEHTHBIE TYIUIUKALIUY.

I'enst TNNISK, FPGT wu LRRIQ3, nokaiu3oBaHHble Ha J100aBOYHBIX
XpOMOCOMAaX, WIpPalOT BAXHYI0 (YHKIMOHAIBHYIO pPOJIb B >KU3HEACSITEIbHOCTH
opranusma. M3BecTHo, 4TO pOoAYyKT reHa FPGT ydacTByeT B yTWIHM3alUUd (PYKO3BI -
MOHOCaxapuaa, (QOPMHUPYIOIIETO CYIIECTBEHHYIO YacThb CIOXKHBIX YTIJIEBOJIOB,
TVIMKOJIMIUAOB U ThukonpoTrenHoB (Pastuszak et al., 1998). I'en TNNI3K ydacTByeT B
pPEryJIMpOBaHUM  KJIETOYHOTO  pocTa, mpohudepanuun u  auddepeHuranuu
kapauomuonutoB (Hannigan et al., 1996). B cBsi3u ¢ 3TuM, 0COOEHHO MHTEPECHBIM
OKa3aJioch OOHapyXXEHUE HKcrpeccuu komuu reHa FPGT, nokain3oBaHHOro Ha B-
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XpOMOCOMax M IOSBUJIMCHh BECOMBIE J0OKA3aTEIbCTBA B I10Jb3Y TPAHCKPUIILIMOHHOU
akTuBHOCTH TeHa LRRIQ3. KpoMe TOro, B pe3yipTare ajJbT€pPHATUBHOTO CILIAWCHHIA
reHoB FPGT wn TNNI3K, MOryT BO3HUKaTh pa3JIMYHbIE BapUaHThl TPAaHCKPHIITOB,
OKa3bIBAIOIIUX TO WJIM MHOE Ba)KHOE BIMAHME HA (PYHKIIMOHHMPOBAHHUE OpPraHU3Ma.
OpnHako B mepBoM 3K30HE reHa FPGT, B nepBoid aMHUHOKHCIOTHOM MO3uMUMHA Ha B-
XpoMocoMax Obla BbISIBJIEHAa 3aME€Ha METHOHMH] Ha BajduMHl OTHOCHUTEIBHO
PACCMOTPEHHOI'O0 psila IMO3BOHOYHBIX. TOrga Kak y €BpOIIEMCKOM KOCYJIM B 3TOU
MO3ULUU TMPUCYTCTBOBAI MOJUMOP(PHU3M, YTO MOXKET TOBOPUTH O HaIU4YUe
nceaorena. Tpumier GTG, koaupyroomuid BajduH, B CTAapPTOBOM  MO3UIUU
OyIUIMIUpOBaHHOTO TreHa FPGT, pacnojioKeHHOro Ha B-xpoMmocoMax, MOXKET
TOBOPUTH O HU3KOM CTENEHU IKCIPECCUU ITOTO reHa ¢ J00aBOYHBIX XPOMOCOM UJTU 00
obOpazoBanuu yceueHHoi popmel 6enka (Reddy et al., 1985; Revay et al., 2012).

CexkBeHMpOBaHME W CpPAaBHEHME KOINHMM TE€HOB, IPEACTABICHHBIX Ha B-
XpOMOCOMax M ayTocoMax IIPEICTABUTENIE CEMEWCTBAa OJIEHBUX, II0KA3ajlo, 4TO
KOIIMU TEHOB, JIOKAJIM30BaHHbIE Ha JT00ABOYHBIX XPOMOCOMax CHOUPCKOM KOCYIIH,
MMEIOT BBICOKYIO CTEIIEHb TI'OMOJIOTMM C ayTOCOMHBIMHU KOIMAMH JIOCS, Mapaia,
Ma3aMa U €BpPONENCKON KOCYIH. DTH JaHHBIE TOBOPIT O HEJABHEM IPOUCXOKICHUU
100aBOYHBIX XPOMOCOM OT XPOMOCOMBI 1 CHOMPCKO KOCYIIH.

Hcnonp3oBaHHbIE HamMu MOAXOABI Ui KapTupoBaHus B-xpomocom —
nokanuzaiuss BAC kionos, III[P-xkaptupoBanme, IIL[P B peasibHOM BpeMEHH IO
OTACJIBHOCTH HE JAal0T MCYEPIBIBAIOLIETO OTBETa Ha BOIPOC O JOKAJIW3ALUU
ayTOCOMHBIX T€HOB Ha J100aBOYHBIX d3JeMeHTax. OJHAKO MPUMEHEHHE KOMILIEKCa
Cpa3y HECKOJIbKUX MOJAXOJ0B, BKIOUarolmux aHaiu3 reHomHod JIHK u oTaenbHbIX
KOMIIOHEHTOB TeHoMa (B-xpomocoM u ayTocoMm), a TakKe CEKBEHHUpPOBaHUE
TPAHCKPUIITOB, IIO3BOJISIET C YBEPEHHOCTBHIO OTBETUTH Ha BOIIPOCHI O pasMepe U
CBOMCTBAX AYIUIMLIMPOBAHHBIX CETMEHTOB.

BbIBO/IbI

1. KapuoTtun cubupckoil KOCyiaH SIBISETCS OYeHb KOHCEPBATUBHBIM U MPEICTABIISET
co0Ol COXpaHUBIIMNCSA TPEIKOBBIA KapUOTHUIl CEMENCTBa OJeHbUX. KapuoTumel
KOPOBBI U CHUOMPCKOM KOCYJIM pa3ielsioTCsl BOCEMbBIO MEPECTPOMKAMH, U3 HUX
HIECTBIO CIUAHUSAMH XPOMOCOM B JIMHUM KOCYJIH, OJHUM CIIHSHUEM B JIMHUU
KOPOBBI U OJIHOM MHBepcuel Ha xpomocome 11 cubupckoit Kocysu.

2. B-XpoMocOMBI CHOUPCKON KOCYJU COAEpKaT KOMUU ayTOCOMHBIX reHoB TNNI3K,
FPGT u LRRIQ3 c mnpuieraloimyMi K HUM MEXIeHHbIMU oOnacTsmu. OOmui
pasmep pailioHa, TOMOJIOTUYHOTO y4acTtky (74.6 — 76.4 M.I.H.) XpOMOCOMBI 3
KOPOBBI Ha JJ0OABOYHBIX 3JIEMEHTAX COCTABIISIET OKOJIO 2 M.II.H.

3. KonwuiiHocts yyactkoB reHoB TNNI3K, FPGT u LRRIQ3 koppenupyer ¢ 4YUCIOM
B-xpomocom.

4. CpaBuenue reHoB TNNI3K, FPGT 'y OIeHbUX OTHOCHUTEIIBHO psjaa
MJIEKOIIMTAIOMIMX MTOKA3aJ10, YTO JaHHBIE T€Hbl KOHCEPBATUBHBI

5. Ilokazana »skcnpeccuss konuum reHa FPGT-TNNI3K, pacronoXeHHOrO Ha
100aBOYHBIX XPOMOCOMAX.
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