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BBEJIEHUE

AKTYaJIbLHOCTb.

MukpocaTeIuThl SBJISIFOTCS HIUPOKO pacnpocTpaHEHHBIMU
MOJIEKYJIIPHBIMU MapKepaMu B T€HETUYECKUX U F€HOMHBIX MCCIIEIOBAHUSAX.
OHU UCHONIB3YIOTCS B ONPENIEJICHUU T€HETUYECKOT0 pa3zHoo0pasus, pojCTBa,
NPUHAJJICKHOCTH K KOHKPETHOM MOMYJISIUH, JUTSt
uccieoBaHus rudpuauzanuu. [IpuMeHsoTCs Takke s MOHMCKa TOMOJIOrOB.
MukpocaTelIuTel CTalu yJOOHBIMH U TPEANOYTUTEIbHBIMU MapKepaMu H
HalUIM  caMO€ I[IHPOKOE NPUMEHEHHE TIpU  OLEHKE TIE€HETHYECKOro

pa3Hoo6pa31/151 CEJIbCKOXO03IHMCTBEHHBIX BUAOB paCTeHI/II;'I U )KXUBOTHBIX.


https://ru.wikipedia.org/wiki/%D0%94%D0%9D%D0%9A-%D0%BC%D0%B0%D1%80%D0%BA%D0%B5%D1%80
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD%D0%BE%D0%BC%D0%B8%D0%BA%D0%B0
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD%D0%B5%D1%82%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%BE%D0%B5_%D1%80%D0%B0%D0%B7%D0%BD%D0%BE%D0%BE%D0%B1%D1%80%D0%B0%D0%B7%D0%B8%D0%B5
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD%D0%B5%D0%B0%D0%BB%D0%BE%D0%B3%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B8%D0%B9_%D0%94%D0%9D%D0%9A-%D1%82%D0%B5%D1%81%D1%82
https://ru.wikipedia.org/wiki/%D0%9F%D0%BE%D0%BF%D1%83%D0%BB%D1%8F%D1%86%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%93%D0%B8%D0%B1%D1%80%D0%B8%D0%B4%D0%B8%D0%B7%D0%B0%D1%86%D0%B8%D1%8F_(%D0%B1%D0%B8%D0%BE%D0%BB%D0%BE%D0%B3%D0%B8%D1%8F)
https://ru.wikipedia.org/wiki/%D0%9F%D0%B0%D1%80%D0%B0%D0%BB%D0%BE%D0%B3
https://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BB%D1%8C%D1%81%D0%BA%D0%BE%D0%B5_%D1%85%D0%BE%D0%B7%D1%8F%D0%B9%D1%81%D1%82%D0%B2%D0%BE
https://ru.wikipedia.org/wiki/%D0%9A%D1%83%D0%BB%D1%8C%D1%82%D1%83%D1%80%D0%BD%D1%8B%D0%B5_%D1%80%D0%B0%D1%81%D1%82%D0%B5%D0%BD%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%94%D0%BE%D0%BC%D0%B0%D1%88%D0%BD%D0%B8%D0%B5_%D0%B6%D0%B8%D0%B2%D0%BE%D1%82%D0%BD%D1%8B%D0%B5

1. Yro ABJIsAETCH MUKPOCATEJJIMTAMM.

Muxkpocatenautrbl — ocoObiii knacc JIHK mapxepoB. OHuM mnpeacTaBisioT
coboii pparmentsl JIHK ¢ G0NbIINM KOJIMYECTBOM — JI0 COTHHU M JIa’K€ BBIIIE —
TAHJEMHO TMOBTOPSIOMIMXCS HACHTUYHBIX «MOTHBOBY», OOBIYHO Ha3bIBAEMBIX
«MOBTOpaMM»: KOPOTKHUMHU TOCJIEAOBATEIBHOCTIMU W3 HECKOJIbKUX (Kak
OOBIYHO TIPUHATO CUUTATh — OT OJHOM 1O WIECTH) Map HYKJICOTHUJIOB.
MuUKpocaTeIuThl  BBICOKOMOIUMOPGHBI, € JECSITKaMH ajuieliel B KaXJIOM
JIOKyCE€ U BBICOKMUMH TEMIIaMH MYTHPOBaHUSA. AJUIETH MHUKPOCATEIUIUTHOTO

JIOKyCa OTJIMYAIOTCS IPYT OT JIpyra JJIMHOM, B OCHOBHOM YHCJIOM TTOBTOPOB.

Nx oOHapyXuBaloT B pe3yjbTaTe CEKBEHHPOBaHMUsS (ParMEHTOB TEHOMOB,
MOJIHBIX TE€HOMOB OTJENbHBIX BHJIOB, MAapKEPHBIX IKCHPECCUPYIOMIUXCS
nocienoBarenbHocTe, (Tak HaspiBaeMblx EST, expressed sequence tag).
Nudopmanusi, mosydeHHas B XOJ€ MCCIEJIOBAaHUN TEHOMOB, IepeaaeTcs
UCCJIEJIOBATEIIMUA B MOJICKYJISIpHO-OMOOTHYeckue 0a3bl JaHHBIX, TaKue Kak
EMBL, DDBJ unu GenBank, oTkyma ee MOXHO MOJy4aTh U UCIOIL30BATh JJIs

pa3pabOTKH MOJEKYISIPHBIX MapKEpPOB.

HebGonpme pasmepbl MHKPOCATEUIUTHBIX JIOKYCOB TIO3BOJIAIOT MPUMEHUTH
METOJ IIOJMMEPA3HOM LEMHOM peakiuuu B LENSIX T[ECHOTUNUPOBAHUSA U
00ecreynTh BBICOKYIO BOCIPOM3BOJUMOCTD PE3YNbTATOB B  Pa3IMYHBIX

nabopaTopusix.

JIJist TAMMpPOBaHUS MUKPOCATEIUTUTOB TpeOyeTcs Hebombioe kommuectBo JJHK,
KOTOPYI0O MOXHO 3KCTParupoBaTh Jak€ W3 CUJIBHO JETrpaJupOBaHHOIO

OMOJOTUYECKOTO MaTepHaia.

MukpocatenauThl, HEOThbeMJIeMas YacTb FT€HOMa MPOKAPUOT U DYKApHUOT, ObUIH
OoOHapyX eHbl B F€HOME BCEX HM3BECTHBIX PACTEHUN W >KUBOTHBIX. OHU OBUIU

BbISIBJICHBI B T'CHOMC YCJIOBCKA, ITO3KC OBITM  OIMHMCAHBI Y MBbIIIH, CBI/IHCI‘/’I,
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KPYIIHOTO pOraTtoro CKOTa M OTAENbHBIX pacTeHuil. Celdyac HaKOIUIEH
OTPOMHBIA  (PAaKTUYECKU MaTepual O PACHPOCTPAHEHHMH U  CTPYKType
MHKPOCATEIJIMTOB B TEHOME MPOKAPUOT U 3YKapruOT. MUKpPOCATEIUINTBI celdac
UCIIONB3YIOTCS JUISl M3YYEHUs KaK NPUPOJHBIX MOMYJSALHM, TaAK U TMOIMYJSIUUNA

CEJIbCKOXO3AMCTBEHHBIX KUBOTHBIX U PACTCHUU.

Y 4YenoBeka OHM pAaCHpENENeHbl 10 BCEMY TI€HOMY, 4YTO IIO3BOJIAECT
UCIIOJIb30BaTh MX, KaK M MOHOHYKJIEOTHAHbIe mnonumopdusmel (SNP), s
aHaJaM3a acCOLMALMM, CLEIUICHUS U KapTUPOBAHUS T'€HOB, B KAUECTBE MapKEpPOB
HaCJIEICTBEHHBIX 3a00sieBaHUM. 3HAUYUTEIBHBIN nOJIUMOPPU3M
MUKPOCATEIJIUTOB 00ECIeYnBaeT BO3MOXKHOCTH C BBICOKOH BEPOSTHOCTHIO
UACHTU(PUIIUPOBATH JIMYHOCTh U BBISIBUTH OMOJIOTMYECKOE poJCTBO. Boicokue
TEMIIbl MYTHPOBaHUS B 3THX JIOKYCaX MPUBOJAT K HAKOIUIEHUIO TOMYJIALIMOHHO-
cnenupUYecKUX MyTaluid, YTO TO3BOJISIET MPOBOJAUTH JI€TAJbHBIM aHAIHU3

HOMYJISIIUOHHON CTPYKTYPHI.

1.1.CBoiicTBa MUKPOCATE/UIUTHBIX JIOKYCOB.

CBolicTBa MHKPOCATEIUIUTHBIX JIOKYCOB, IO3BOJISIONIMNE UM OBITh yJOOHBIMU

MapKepaMH B UCCIICIOBAHUSIX:
1. JlaHHBIN TUT JIOKYCOB B OY€HH OOJIBIIIOM KOJIMYECTBE PACCESH 1O TEHOMY;

2. OTH JOKYChl B OCHOBHOM JIOKQJIM30BaHbl B HEKOJAUPYIOIIMX PETMOHAX TeHOMa
M, CJCIOBATEIbHO, JOJDKHBI OBITh CEJICKTUBHO HEHWTpadbHBL. ITO oOIIee
MNpPAaBWJIO, BHUAUMO, MMEET M HCKIIOYEHHUS B CJIy4a€ TECHOrO CIEIUICHHS C
aJalTUBHO 3HAYUMBIMM TeHaMU. XOTS TOYHBbIE (YHKIUM MHUKPOCATEIUIMTOB
HEU3BECTHBI, PAJ (PAKTOB TOBOPUT O TOM, YTO OHHU MOTYT CIYXKHUTh

KOOUPYIOIIUMHA WUJIN PCTYJIATOPHBIMHU 3JICMCHTAMM.

3. Jlns 3TUX JIOKYCOB XapakTepHa OblcTpas 3BoJtouus. CKOpOCTh CIOHTAHHOTO

MyTHPOBaHUsS MHKPOCATEIMTHBIX JIOKYCOB coOcTaBisieT okono 102 - 10* ma
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JOKYC 3a MOKOJIEHHE, YTO ropa3fo OoJbLIE, YEM Yy AJUIO3MMHBIX I€HOB( OKOJIO
10°- 10°. TlosToMy, eciam OUBEPreHIMs II0 AlNIO3MMHBIM T€HaM OOYCJIOBJIEHA
TOJIBKO JApeipoM, TO 1O MHUKPOCATEJUIUTHBIM JIOKycaM M Jpeildom, u
MyTalusiMU. ['€TepO3UroTHOCTh MO MHUKpOCATEITIUTaM BCTPEYAETCS pa3HbIN

ypOBEHB NoIMMOp(Pu3Ma, XOTs, KaK MPABUJIO TAKXKE BBIIIE AJJIO3UMHOTO.

4. MuKpocaTenIuThl o0naaroT MEHEIEBCKUM KOJIOMUHAHTHBIM

HaCJICAOBAaHHUECM.

5. MI/IKPOCB,TCJ]J'II/ITBI OIWHAKOBBI Yy OM3KUX BUAOB, YTO IIO3BOJISACT

HCIIOJIB30BaTh OAHU M TC XKC HpaﬁMepBI " CXOOHBIC ITPOTOKOJIBI aHAJIN34A.

6. I[JUI aHalJIn3a MUKPOCATCIIJINTOB Tp€6y€TCH OYCHb MAJIOC KOJIMYCCTBO KPOBH
WJIM KaKou-1n00 TKaHU opraHmuima, 1mo3TOMY BO3MOKHO IMPUKU3HCHHOC B34ATHC

00pa31oB (y psIO, HAIPUMED, MPUTOIHBI TAK)KE BHICOXINAS YEITYs, OTOJIUTHI).

7. Bo3amoxeH aBTOMaTI/I3I/Ip0BaHHBII>'I dHAJIN3 MUKPOCATCIIJIUTOB.



2. MHKpOCﬂTeJIJII/ITHbIe aJUICJIN U UX OIIPEACJICHUEC B TCHOMC

YeJI10BCKaA.

MukpocaTennuTel OyKBaJIbHO PAaCChIIaHbl MO T€HOMY YEJOBEKa: YUCIO HX
JNOCTUTAET HECKOJBKUX JECATKOB ThIcAY. B KadecTBe mpumepa Ha puc. 1
MIPEACTABICHO PACHpPEACICHUE OXapaKTEPU30BAHHBIX MHUKPOCATEJUIMTHBIX
JIOKYCOB IO XpOMOCOM€ 15 uyenoBeka; U3 HEro BUIHO, YTO MUKPOCATEIIIUTHI
BCTPEYAIOTCSI BO BCEX CETMEHTax XpoMocoMmbl. K HacTosiemy BpeMEHU Y

YCJIOBCKA UCCIICAOBAHO OKOJIO ACCATKA ThICAY MUKPOCATCIINIMTHBIX JIOKYCOB.

40+

20+

KonwyecTao onucanmbix STR

10

120
MeHeTvueckan kapra (8 Moprasnnax)

Puc. L. Pacnpcqc;ncuuc OMHCAHHBIX MHKpOCATCl-
JIHTHBRIX JIOKYCOB B XpPOMOCOMC 15 (N0 JaHHLIM

Marshfield La).
[eHeTHyeckas Kapra nocTpoeHa no cpeaueii gacrore
pekoMOHHALMY Y ODOMX M0I08.
B 3aBucumocTH OT AJIWMHBI MOBTOPAa MHUKPOCATEIIUTHI KIACCU(MUIMPYIOT Ha

JOKYCbI € MOHO-, 1H-, TpH-, TCTpa-, IICHTA-, KW TI'CKCAHYKJIICOTHIHBIMHU

[IOBTOpPaMH.

Hampumep, c-ipoTOOHKOTEH BUpYyca capKOMBI KOMIKHU fes/fps, mokanmn30BaHHBIN
B Xpomocome 15 denmoBeka, coaep uT TeTpanykineoTuanbie moBTopel ATTT B
OJHOM H3 HHTPOHOB 3TOro reHa. OHM W ONPENENSIIOT MHUKPOCATEJUIUTH I

nokyc, obo3znauaembiii kak FES/FPS (puc. 2). MukpocaTemiuTHbIE JOKYCHI
8



BBICOKOMOMUMOP(GHBI — T. €. JUIA KaXJO0ro U3 HUX HMEETCS MHOTO ajulelieil.
Hanpumep, B nonynsuusx oOHapyxeHo 10 aecstka amiened nokyca FES/FPS
(c 4ucioM TMOBTOPOB OT 7 A0 15) W HEpeAKu JOKYChl ¢ ropasio OOJbIIUM

gyucioM ayenei (puc. 3).

Xpomocoma 15

‘H bEEE NI N || I

/”’/\

len fes/fps : 5‘—D— —E]—D— --------- —E}—S'

al wul w4 a5 u5 236 16 n18 319
4701 ggatagcagtic-attt-attt-attt-attt-attt-attt-attt-attt-attt-attt-attt-agagatgtagtcte 4770

Puc. 2. Mukpocarennuthslii nokyc FES/FPS.

Jlokyc FES/FPS, cocrosumii U3 cepuu TeTpaHyKIeoTHAHbIX moBTopoB ATTT, coaepkutcs B MHTPOHE C-MPOTOOHKOreHa
Jes/fps. Ha pucyHke aHa HYKJIEOTHHAs MOCIEA0BATENBHOCTE Meskay nosuuusmu 4701 u 4770, rae pacnosararorcst OBTOPBI
ATTT (nonHas juiHa resa fes/fps npesbiuaet 12 Toic. nap HykneotnnoB). launsiii FES/FPS-annens umeer 11 noBTopos.

TETPaHyKNEeoTUAHLIE NOBTOPLI

[wHyKNeoTHAHLIE NOSTOPbI
20

Aorm noxycon
- N
o L=
Jonsa nokycon
e &
'
'

4 g 72 16 20 24 28 R

4 8 12 18 20 24 28 2 Yucno annenen & nokyce
Yneno annenehn B nokyce

Puc. 3. Uucno anneneil B ayTOCOMHBIX MHKpOCa-

TOUHYKNEOTUAHbIE NOBTOPSI TEJUIHTHLIX JIOKYCaXx C AH-, TPH- H TeTpaHyKiIeo-

30 THAHLIMH TTIOBTOpPaMH, 00HAPYXKEHHBIX B BhIOOpKe

Oonee uem | TeIC. HHAUBHAOB M3 52 ITHHUECKHX

TPy OCHOBHBEIX pernonoB mupa (Zhivotovsky et
10 al., 2003).

Bll,lll(). HTO NOJABIAIOUICE HHCIO JJIOKYCOB HMCIOT Su

[ons noxycon
~
o

0 i o Gonee anneneit. JIOkyCel ¢ AMHYKACOTHAHLIMI IOBTOPE-
4 8 12 16 20 24 28 32 = " 2o x
MH B cpeaHem Gonee sapualeibHbl, 4eM JIOKyCal ¢ Gonee
Hucno annanefi & noxjce JUTHHHBIMH MOTHBAMM.

2.1. BbisiBJIeHHMEe MUKPOCATEJUIMTHBIX ()pAarMeHTOB

MukpocaTennuTHbie (GParMeHThl BBIABISIIOT METOJOM MOJIMMEPA3HOW IETTHOU
peakiuu (I1LIP), obecrieunBarOIUM MHOTOKPATHOE YBEIWYEHHUE YHUCTIA KOMHUM
(ammmudukanuio) manHoro (gparmenra JIHK. Ammnuduxamus gocturaercs B
xoqe nukianyeckoro (30—40 uukiaoB) KoMmIuieMeHTapHoro goctpavBanus JIHK-

MaTpullbl C MOMOUIbI0 TepMocTabmibHOU Taq-momumepassl. [{uKIMYHOCTD
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o0ecreynBaeTcss MpOrpaMMHUPYEMBIMU TepMOCTaTaMu (aMIUIM(pUKATOpaMH) C
aBTOMAaTHYECKOM CMeHOM TtemmepaTyp pexuMmoB ruaBnenus JIHK wu ee
perumkanuu. Cunrte3 panHoro ¢parmenta JIHK wnunuupyerca JIHK-
3aTpaBKaMu B BUJE Mapbl NpaiMepOB — CHUHTETUYECKHUX OJIMTOHYKJIEOTHUIOB,
KOMILJIEMEHTapHBIX HYKJICOTUIHBIM MOCIEAOBATEbHOCTIM Ha TPaHMIAX
uccienyeMoro pparmenra. [1ockosibKy MUKpOCATEIUIMTHBIE aJUIENIM KOPOTKHE U
BMecTe ¢ mpaiimepamMu 00b1yHO He mpeBbimaioT 200-300 m.H., TO Aake CUIBHO
JerpaupOBaHHbBIN OHOJIOTHYECKU MaTepuan MOXKET coJiepKaTh
NOJIHOpAa3MEPHbIE MHTAKTHBIE Komuu wuccieayemoro ¢parmenta JIHK,

obecrieunBas BBICOKYHIO BCPOATHOCTDb UX yCHGHJHOﬁ aMHJII/I(I)I/IKaHI/II/I.

Nmenno mo sroit npuuune I[P neGonpmux yuyactkoB [IHK, B TOM wymcne
MUKPOCATEJIUTOB, OKa3aJicd OCOOCHHO BaXKHBIM I CYIACOHO-MEIUIIMHCKUX
UCCJIEIOBAaHUNA W IS aHalW3a JIPEBHUX KOCTHBIX OCTAaTKOB (IpaBaa, Oosee
YCHEIIHBIM B 3TUX CIIy4yasX IOKa sBIseTcs aHanu3 MUTOXoHApuanbHOoM JIHK
(mTIHK) u3-3a BbIicOKOM KonuitHOCTH Mosiekyn MT/IHK B Muroxonapusx). s
UCCIIElyeMOTr0  MHKPOCATEJUIMTHOTO  JIOKyca MOAOMpAaloT Takylo mapy
npaMepoB, YTOOBl KOMIUIEMEHTApHBIE UM KOHIIEBbIE ((IaHKUPYIOIIHE)
yuactku JIHK Obuti BeICOKOCTICIIM(DHYHBI — OTCYTCTBOBAIM B JIPYTUX ydacTKax
reHoMa 4eJloBeKa WJIM JAPYIHMX OPraHUu3MOB, CIOCOOHBIX — «3aCOPUTHY
uccaenyemyro JIHK, — m oOecneunBanu HaaeKHOCTh aMmimudukanuu. J{is
ATOr0 OHM JAOJAKHBI ObITh JOoCTaTOUYHOW JUHBI (20-30 1m.H.), X 3'-KOHIBI HE
JIOJKHBI OBITH KOMIUIEMEHTAPHBIMU JIPYT APYTY U HE NOJDKHBI conepxarh C/G-
TpakToB. Kpome TOro, OHHM JOMKHBI OBITH COATAHCHPOBAHHBIMH  TI0
COAEPKAHUIO HYKJIECOTHUIAOB JJIsI paBeHCTBa Temmneparyp miasieHus JHK. B
Ka4yeCTBE MpHUMeEpa Ha puc. 4 OKa3aHa OJHA U3 UCIIOJIb3yEMBIX Map MpaiMepoB
st mokyca FES/FPS. beum paspabotanbl 3¢ (heKTHBHBIE METOIbI aHAIINA3a
MHKPOCATEIIIIUTOB c VCIIOJIb30BAHUEM MparMepPOB, MEUEHHBIX
(bIyOpeCUEHTHBIMU KPACUTENSIMU, C TMOCHEAYIOIIeH JeTeKued MpOoyKTOB

peaKiuy ¢ MOMOIIbIO0 aBTOMaTH4YeCKUX cekBeHaTopoB JIHK.
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[4621] 5'... TTGGCCTGGAGCAGCT GGAAGATGGAGTGGCTGTTA ATTCATGTAGGGAAGGCTGTGGGA
AGAAGAGGTTTAGGAGACAAGGATAGCAGTTCATTTATTTATTTATTTATTTATTTATTT
ATTTATTTATTTATTTAGAGATGTAGTCTC ATTCTTTCGCCAGGCTGGAG TGCAGTGGCG ...3' [4800]

Puc. 4. ®parment JTHK, conepxammit ATTT-noBropsl nokyca FES/FPS u (hnaHKupyrolme y4acTKH.
Ha pucynke nokasan ¢parment mesxay nozuumsmu 4621 u 4800 c-nporoonkorena fes/fps (cm. puc. 1). 11 Terpanykieorn-
HbIX NOBTOPOB ATTT BhIeneHs! s kupHbIM WPHPTOM. YHaCTKH 171 OHOH W3 HCMONB3YEMBIX Nap MpaiMepoB MOUEPKHYTHL.

VYuacrok JHK ¢ omnpeneneHHOl TE€HOMHOM JIOKaIM3alUMen, CcoaepxKamuii
KOPOTKHUE TaHAEMHBIE TOBTOPHI, HA3bIBAIOT MHUKPOCATEUIUTHBIM JIOKYCOM
(mam mukpocatesiuToM), yacto STRiokycom (umum mpocto STR — ot
anrauiickoro Short Tandem Repeats), nim sxe SSR — Simple Sequence Repeats.
Asteab STR-mokyca — 53TO OKaliMIIEHHBIM J@aHHOW NApol IpalMepoB
dparment JIHK, comepxamiuii onpenesieHHOE YUCIIO UCCIETYEMbIX MOBTOPOB.
[TockonbKy BBIOOp MpaitMEepPOB BO MHOTOM IPOU3BOJIEH, TO TEPMHUHBI «JIOKYC» U
«aJJIeliby) 37€Ch UMEIOT YHUCTO CHUMBOJIMYECKHI XapakTep, yKas3biBas JIMIIbL Ha
TO, 4YTO 3TOT JOKyc conxepxkut ydactok [JHK c¢ wuccnegyempimu moBTopamu.
Mo>xHO BbIOpaTh MHYIO Tapy MpaiiMepoB, OKaWMIISIONIYIO ATOT ke (parMeHt
JHK c¢ mnoBtopamu, — u »10 Oymer ToT xe STRiokyc, eciaum 1emnbio
UCCJIEOBAHUs SIBJISIETCS BBISBIICHHE YHWCJIA WIM HYKIEOTHIHOTO COAECPKAHUS
T€X K€ caMbIX MOBTOPOB B AaHHOM yuacTtke JJHK. IIpu 3ToM cooTBETCTBYIOIIME
aJuIeliv, BBISBIISIEMbIE PA3HBIMU NIapaMu MPaiMEPOB, OTINYAIOTCS APYT OT Apyra
Ha OJHO U TO € YUCIO HYKICOTHUJIOB, OMNPEAEIIIEMOE TOJbKO pPA3IUYHEM B
MOJIOKEHUH KOHIIEBBIX YYacTKOB amIutupunupyeMbix ¢parmentor JHK.
He3aBucumo oT TOro, OnpeaessioT JIh pa3Hble Napbl NpaiMepoB OONbIINE WIH
MeHbiue amrumduimpoBannbie  ¢parmentsl  JJHK, BaxkHo, uToOBI 53TH
(dbparMeHThI cofiepKail BECh yUACTOK C UCCIENYEMBIMH MTOBTOPAMHU, KOTOPBIC U
SBJISIFOTCS OCHOBHOM XAapAaKTEPUCTUKOM MHUKPOCATEIUIMTHOrO JiIoKyca. IloaTomy
dbopMya oKyca OOBIYHO YKa3bIBACT HA CTPYKTYpPY IMMOBTOPOB M WUX YHCIO. Tak,
dopmyna STR-nmokyca FES/ FPS 3ammceiBaetcs kak [ATTT]n, rme n — gucio
MOBTOPOB; aJie]ib B 3TOM JIOKyce (IIpUBEECHHBINA Ha pHC. 2), 0003HaYaeTCA Kak

[ATTT]11 — B HeM conmeprkutcs 11 moBropoB ATTT.
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3. IlpumMeHeHUEe MUKPOCATEJIMTHOTO aHAJIN3A.

JlaHHBIN METOJ aHATM3a UMEET IIMPOKOE MPUMEHEHUE B pa3uuHbIX chepax. OH
HCTIOJIB3YIOTCA B PA3JIMYHBIX T€HETUYECKHUX HCCIEN0BaHUAX. MIMeeT mmpokoe
NIPUMEHEHHUE pu OLICHKE TEHETUYECKOT O
pa3zHo00pa3ust CENbCKOX03IUCTBEHHBIX BUJIOB PACTEHUM U JKUBOTHBIX, B

Cy1eOHO-MEIUIIMHCKON SKCIIEPTHU3E, a TAKKE B MEAUIIMHE.
3.1. IlpumeHeHHe B CyAeOHO-MeTUIIMHCKON IKCIIEpTH3e.

B 0c000 BaxxHBIX CiIydyasx — HapuMmep, B CyJAeOHO-MEIUIIMHCKON IKCIIEPTU3E —
reHoTunupoBanue (T. €. BbisiBeHue aiened STR-nmokyca y uccinegyeMmbix
WHJIMBUJIOB) MPOBOJIAT 1O IBYM WJIM JlaXKe TPEM mapam mpaimMepos. [lenarot 31o
MOTOMY, 4YTO HE MCKIIOYEeHa MyTalus B paiioHe mpaiimepa (iuGo HOBas,
BO3HUKINAS] Yy JAaHHOTO WHIWBUIA, JIMOO BO3HMKINAS paHbIIE W JIOCTHUTIIAS
ONpENIECICHHOW YacTOThl B MOMYJIALIMHU), ACCOUMHUPOBAHHAS C OIPEIEICHHBIM
ajieseM, Mpu ATOM aMIUTH(UKAILKS 3TOTO ajllesisi HEBO3MOXKHA — OH BEJIET ceOs
KaK HEOOHAapyKMBAEMbI «HYJb-aJUIeNb». YKa3aHHEM Ha MPUCYTCTBHE TaKOU
MyTallMu Y UHJIUBUAA SBIISIETCS €70 TOMO3UTOTHOCTD MO IAHHOMY ayTOCOMHOMY
MUKPOCATEIUIMTHOMY JIOKYCY, KOTOpasi OKa3bIBAETCS B TAKOM CJydae JIOXKHOIA,
MOCKOJIBKY  «HyNb-aJUleNb»  He  amiumduiupyercs. Kak — mpasuio,
MHUKPOCATEITUTHI BEICOKOTIOIUMOP(HBI U TIOTOMY MOAABIISIONIEe OOJIBIIMHCTBO
JIOJIeH TEeTepO3UTOTHHI TI0 HUM; JIUIIh HEOOJBIIONW MPOLEHT WHIUBUIIOB —
pealibHbIE TOMO3WUTOTBHI, UMEIOIIME HJICHTUYHBIE 10 HYKJICOTHIHOMY COCTaBY
ajyie’a B 000MX TOMOJIOTUYHBIX MUKPOCATEIUIUTHBIX JOKycaX. Mcmonbp3oBanue
JOPYroy mapsl pauMepoB, HE BKIFOYAKOIMIEN 3Ty MYTalLMIO, TO3BOJISIET IPOBECTH
[IIIP w onpenenuTs pealbHBIA TE€HOTUII HWHAWBUIA MO JTaHHOMY
MHKPOCATEIUIMTHOMY  JOKyCy. KOHEYHO,  MHKPOCATEJUIMTHBIE  JIOKYCBI
rarylOUIHBIX TKaHEW M OPraHOB WJIM T€MU3UTOTHOW YacTH TeHoMma (Hampumep,
Y -XpOMOCOMBI) HE MOKA3bIBAIOT T€TEPO3UTOTHOTO T€HOTHUNA, XOTS HYJbaJIeIN

MOI'yT BCTPCUYATHCA W II0 HUM, B 9TOM CJIy4acC OHH JICTKO O6H3py>I(I/IBaIOTC$I 1o

12


https://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BB%D1%8C%D1%81%D0%BA%D0%BE%D0%B5_%D1%85%D0%BE%D0%B7%D1%8F%D0%B9%D1%81%D1%82%D0%B2%D0%BE
https://ru.wikipedia.org/wiki/%D0%9A%D1%83%D0%BB%D1%8C%D1%82%D1%83%D1%80%D0%BD%D1%8B%D0%B5_%D1%80%D0%B0%D1%81%D1%82%D0%B5%D0%BD%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%94%D0%BE%D0%BC%D0%B0%D1%88%D0%BD%D0%B8%D0%B5_%D0%B6%D0%B8%D0%B2%D0%BE%D1%82%D0%BD%D1%8B%D0%B5

OTCYTCTBUIO TpoAykTa amiuudukanuu. Pa3paOotanel Tak Ha3bIBacMbIe
MYJIBTUIUIEKCHBIE  pEAaKLUU, IIO3BOJIAIONIME IPOBOAUTH OJHOBPEMEHHYIO
aMIUIMpuKanuio U (parMeHTHBIA aHaJIM3 [0 HECKOJIBKUM JIOKycaM; OHHU
paznuuuMbl Ha (QoperpaMme OKpAacKOM U TMOJOXKEHUEeM, oOecreurBaeMbIMU
(1yopecleHTHBIMU MpaiiMepaMy U HENEpEeKpbIBaIOIICCs Bapualue pazmMepoB

ajulesied pa3HbIX JJOKYCOB.

3.2. IlpumeHeHMe MeTUIIUHE.

MukpocateuThl PeKO BCTPEYAIOTCS] BHYTPU T€HOB, HO €CJIM BCE-TaKU ATO
IPOUCXOJUT, TO B pe3ysbTaTe Yaille BCero Bo3HUKaeT 3aboneBanue. Hanpumep,
xopess ['eHTMHITOHA, BBI3BIBAIOIIAS TOPAKEHUE IIEHTPAJbHOW HEPBHOM
cucrembl. [lopaxxeHue o0OycimoBIEeHO JIUCPYHKIIMEH OelKka TEHTUHITHHA
BCJICJICTBUE YBEJIUYCHHS B HEM IMOJUTIIFOTAMUHOBOM 30HBL. OJTO CBS3aHO C
pOCTOM KOMUHUHOCTHU TpUIUIETHBIX TOBTOPOB CAG 1o 40 -100 B reHe, KOTOpbIH
B HopMme umeeT Menee 30 moBTOpoB. [Ipyroe 3abosieBaHue — QparuabHbIMI
XcuHapoM — oOycnoBieHo Bo3pactanueM uucia CGGHOBTOPOB: OT HOPMBI,

MeHee 50, 10 MHOTHX COTEH KOMUi y OOJBHBIX

VYBenuueHne - yucia  MOBTOPSIOIIMUXCS — DJIEMEHTOB  MHMKPOCATEIUIUTOB,
JIOKAJIM30BaHHBIX B DK30HAX, B HETPAHCIUPYEMBIX WA PETYJIATOPHBIX YUYACTKOB
T€HOB, MOXET OBbITh MPUYMHON Pa3BUTHs HEKOTOPHIX 3a00JIEBAHUI Yy YETIOBEKA.

K uucny takmx 3aboneBaHuil OTHOCATCA: 00JE3Hb XAHTHHITOHA, COMHAIBHO-

oyiusbapHas amuorpoduss KeHHenu, cuuHoIlepeOe/UIIpHas aTaKCHs, CUHIPOM

JOMKOU X-XpOMOCOMBI, atakcus Ppuypeiixa, MHOTOHHYECKass quctpodus 1-ro

U 2-TO THUIIOB.
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https://ru.wikipedia.org/wiki/%D0%AD%D0%BA%D0%B7%D0%BE%D0%BD
https://ru.wikipedia.org/wiki/%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%A5%D0%B0%D0%BD%D1%82%D0%B8%D0%BD%D0%B3%D1%82%D0%BE%D0%BD%D0%B0
https://ru.wikipedia.org/w/index.php?title=%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%9A%D0%B5%D0%BD%D0%BD%D0%B5%D0%B4%D0%B8&action=edit&redlink=1
https://ru.wikipedia.org/w/index.php?title=%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%9A%D0%B5%D0%BD%D0%BD%D0%B5%D0%B4%D0%B8&action=edit&redlink=1
https://ru.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B8%D0%BD%D0%BE%D1%86%D0%B5%D1%80%D0%B5%D0%B1%D0%B5%D0%BB%D0%BB%D1%8F%D1%80%D0%BD%D0%B0%D1%8F_%D0%B0%D1%82%D0%B0%D0%BA%D1%81%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%9C%D0%B0%D1%80%D1%82%D0%B8%D0%BD%D0%B0_%E2%80%94_%D0%91%D0%B5%D0%BB%D0%BB
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%9C%D0%B0%D1%80%D1%82%D0%B8%D0%BD%D0%B0_%E2%80%94_%D0%91%D0%B5%D0%BB%D0%BB
https://ru.wikipedia.org/wiki/%D0%90%D1%82%D0%B0%D0%BA%D1%81%D0%B8%D1%8F_%D0%A4%D1%80%D0%B8%D0%B4%D1%80%D0%B5%D0%B9%D1%85%D0%B0

4, Hpﬂana OTCYTCTBUHA eIMHOM HOMCECHRJIATYPbI

MHUKPOCATC/IVIMTHBIX JIOKYCOB.

HomeHknaTypa MHKpPOCATEINIMTHBIX JIOKYCOB HE MMEET €JUHOr0 CTaHIapTa.
HazBanue STRiokyca MoxeT OBITh CBSI3aHO C TEM T'€HOM, B KOTOPOM OH
Haxonutcs (Hanmpumep, FES/FPS), a Moxer oTpaxkaTh XpOMOCOMHYIO
JIOKaJIM3aIuio 1 omnpeieseHHbd Homep (Hampumep, D11S1986 B xpomocome 11
u DYS392 B Y-xpomocome). Jlaxke 0603HaU€HNE TOBTOPA MOXKET OBITh Pa3HbIM:
UMETh PpA3JIUYHbIE BAPHAHTHI NEPECTAHOBOK WJIM YyKa3blBaTh HAa pa3HbIC
xoMIuieMeHTapuble nenu JJHK. Hanpumep, Ha puc. 3 BUAHO, 4TO, OCKOIBKY
Y4acTOK C TETPaHYKJICOTUAHBIMU TMOBTOPAMHM OKAMMIIEH HYKIEOTHIAMH A,
noBTopbI B JJokyce FES/FPS moryT 6biTh 0603HaueHb! He Tosibko Kak ATTT, HO
u xak TTTA, a wucxoad u3 HYKICOTHIHONW TMOCIEAOBATEIHHOCTU

KOMIUIEMeHTapHO# 1enu — enie U kak AAAT unu TAAA.
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5. C0:KHOCTBH CTPYKTYPbI MUKPOCATC/IJIMTHBIX JIOKYCOB.

CTpyKkTypa MHUKpPOCATEIUIUTHBIX ajulelied MOXET ObITh Pa3HOl CII0XKHOCTU U
MMETh Bapuallud KaK MO Y4YacTKy C IMOBTOpaMHU, TaK U BO (PIaHKUPYIOIIHUX
nocienoBatenbHOCTAX. Hanpumep, Bce anmnenu nokyca FES/FPS uMeroT Toinbko
TaK Ha3bIBAEMbIE COBEPIICHHBIE, WU MPOCTHIE TMOBTOPBI: HUX PETYISPHOCTD
HUYEM HE TnpepbiBaeTcsi. B TO ke BpeMs B 3TOM KOHKPETHOM JIOKYCE
BCTPEYAIOTCSl BapualW{, KOTOPbIE OTJIMYAKOTCA OT CTaHAAPTHBIX aJlIeNen
3aMeHOM Hykjeotuna A Ha Hykineotua C B ogHOM U3 moO3UIUA  S'-
bIaHKUpYIOIIETO palioHAa U BBISBISIIOTCS MPSAMBIM CEKBEHUPOBAHUEM WJIU
pectpukimoHHbiM  aHanu3zoM. Jlokye HUMTHOI (mepBbiii MHTpOH TreHa
TUPO3UHT UJIPOKCUIIa3bl) UMEET OOJBIIMHCTBO ajuieNiel C MPOCTHIMU MOBTOPAMU
[AATG]n, HO HEKOTOpPBIE €TO aJUICNIM UMEIOT 0O0JIee CIOKHYIO CTPYKTYPY, Kak,
Hanpumep, [AATGsATG [AATG]; umn [AATG]6ATG[AATG]s. Dtu amnenu
COZIepKaT MEXK1y OCHOBHBIMHU TE€TPAHYKJIEOTUIHBIMU MOBTOPAMH TPUHYKIIEOTH]T
ATG, BuaAMMO, MyTEM JI€JIELIMY BO3HUKILIEH U3 OCHOBHOTO MOBTOpa. Bapuanuu B
CTPYKTYpE TOBTOPOB B 3TOM JIOKYCE MOTYT 00pa3oBaThCi U 3a CUET 3aMEHHBI,
BCTpAaMBaHUSl WIM BBINAJCHUS OTIAEIBHOIO HYKIEOTHIA, HAPUMEpP, B ajUielie
[AATG] [AACT][AATG]sATG[AATG]s yuactok ATG o6pasoBaics u3
noBropa AATG BcnenactBue norepu Hykieotuaa A. Hakonen, BcTpeuaroTcs
CJIOXHBIC aJIJICJIH, COCTABIIEHHBIE U3 IBYX U 0oJiee TUIIOB MOBTOpOB. Hampumep,
onuH u3 amnenei nokyca VWF, wucrnoms3yemMoro B CyneOHO-TEHETHUYECKHX
UCCIICIOBAHMSX, HMMEET MMOJ00HyI0 clokHyIo cTpykTypy: [TCTA][TCTG]4
[TCTA]sTCCA[TCTA]s;. Takue clnoXHBIE JIOKYCHl HEpPEAKO pPa3OHMBAIOT Ha
YacTH, COOTBETCTBYIOUIME CBOMM TIpyHnmaM IIOBTOPOB, KOTOpPBIE 3aTEM
AHAJIM3UPYIOT PA3JIeIbBHO C HCHOJIb30BAHHEM KaK OKaWMIISIOIIMX, TaK U

BHYTPEHHHUX IpaiiMepoB (puc. 5)
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5'..CCAACTCTCATCTGTATTATCTATG TGTGTGTCTGTCTGTCTGTCTGTCTGTCTAT
CTATCTATCTATCTATCTATCTATCTATCTATCTATCTATCTATCATTATACCTACTTCTGTA
TCCAACTCTCATCTGTATTATCTATG TATCTGTCTGTCTGTCTAT CTATCTATCTAT
CTATCTATCTATCTATCTATCTATCTATCCCTCCCTCTATCAATCTATCTATTTATCTA
GCAGTCCATCATCTATCTATGACATTCTTCTGCTACTCAGGGATAATTGTGTTCCTCA
AGTAACACTTGGCAATGTCTGGAAACAATTTTGGCAGTTGCACTGGGATGGGTGTTC
TCGCATCTGGTGGGTGGAGATAAGA..3'

Puc. 5. Ctpykrypa noxyca DYS3891/11.
Jlis ananusa AByX 4acreil 3T0ro JI0Kyca, B Kax/I10M H3 KOTOPLIX Hab/1101aeTea BapHade/IbHOE YHCII0 HOBTOPOB, HCIOIbL3Y-
FOT KaK BHEIIHHME, TAK M BHYTPEHHHIT npaiimeps!.

OOblyHO JJIMHA ajuiensi, BBIPAKEHHAsT B YMCIE HYKICOTHAHBIX map (0e3
OINpENENICHUs] YHUClla IOBTOPOB), NOCTaTOYHA MAJIi CPAaBHUTEIBHOIO aHAIU3aA.
OpHako Uid HBOJIIOLMOHHBIX OLIEHOK M JaTHUPOBOK HEPENKO HEeoO0XoauMma
uHbopMaIKs O pa3Mepe ajuielis, BbIpaKeHHass UMEHHO B 4HMCJe MOBTOpoB. B
TaKOM CJly4yae HEOOXOAMMO 3HATh MOJHYI0 HYKJICOTHIHYIO MTOCIE€I0BATEIbHOCTD
aJjieNs ONPEAENIEHHOTO ASTAJIOHHOIo o0pa3la WM MCIOJb30BaTh B KaKIOU
CepUM TEHOTUIIMPOBAHUS OOPa3lOB TaK Ha3bIBa€MbIC JIAJEPHl — (PPArMEHTHI
JHK ajteneil ¢ WM3BECTHBIM YMCJIOM IOBTOPOB. JTO IO3BOJIIET PAcCCUMUTATh

pasMEp aJICiisl B TCpMHUHAX YK CJIda IIOBTOPOB.
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3AKNOYEHUE
O3HaKOMHWIINCH C MUKPOCATEIUIMTHBIM aHAJIA30M.

BbisiBunm, 49TO SABASETCS MHKPOCATEIUIMTHBIMH — JIOKYCHI  SIBIISTFOTCS
ocoopiMu Mapkepamu JIHK, obGmanarommmu 0Oojiee TOHKOW CTPYKTYpoOM, MO
CPaBHEHHIO C aJUIO3MMHBIMH. MUKPOCATEINTUTHBIMU JIOKYCHl WM  aJuIeIH
001alaloT CIIOKHOM CTPYKTYpO#, HE MMEIOT HOMEHKIATYyphl. JlaHHBIA MeTOq
aHallM3a UMEeT IMUPOKOe MPUMEHEHNE B Pa3UYHbIX chepax. Ero nmpumeHsoT B
CEJIbCKOM XO3STUCTBE, DBOJIOIMOHHON U TOMYJSIUOHHONW TeHETHKE, a TaKKe B

Cy1eOHO-MEIUIIMHCKON IKCIIEPTU3E U METUIIHE.
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