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METOAbI UCCJIEJOBAHUA ITIOJIUMOP®U3MA 'EHOB 1
POJIb P®JIN B U3YUYEHUU TEHETUUECKUX BAPUALIMIA
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AHHOTANUA: B  Oawunoii  pabome  paccmompeHvl  Memoodbl  UCCNE00B8AHUS
noaumopgusma eenos u poav memooa Restriction Fragment Length Polymorphism e
usyuenuu ceHemudeckux eapuayut. Ilonumopguzm 2enoe  Aensemcs  OCHOBOU
2eHeMuUYecK020 pasHoobpasus 'y ueloeeka u Opy2ux Op2aHu3Mos, YmMo umeem
¢dynoamenmanvhoe  3HaueHue O MEOUYUHDLL, 2eHeMuKu, OUOMexHolo2UU U
a6onoyuonHoU buonocuu. Ocoboe HUMAHUE YOeNeHO UCMOPUU CO30AHUA U NPUHYUNY
pabomsl memooa RFLP, eco npumeneruio 015 8bi5671eHUsI NOAUMOPDUIMOB, NOCMPOEHUS
2eHemuUYyecKUx  Kapm,  U3Y4eHuss  HACIeOCMEeHHbX  3abonesanuil U  aAHAIU3d
buopasnoobpasus. Taxowce onucamnvl cospemeHHble Memoobl aHANU3Ad NOJUMOPPUIMOS,
exniouas I[P, cexeenuposanue JJHK u eubpuouzayuonnsie JJHK-uunvi, ¢ yxazanuem ux
npeumywecms u  ocpanuyeHuu. OmmeueHo, 4MO HeCMOMpPs HA  pazeumue
8bICOKONPOU3B00UMENbHBIX MexHono2ull, memoo RFLP coxpansem axmyanbHOCmb KaK
HAOENCHBIN UHCIMPYMEHM (QYHOAMEHMAIbHbIX UCCIe008aHUN U 8epugurayuy OAHHbIX.
Paboma oemoncmpupyem ucmopuueckyro u npaxmuyeckyro 3Hadumocms memooa RFLP
8 U3YYeHUU 2eHeMUYeCKUX 8apuayuii u 6UOpaszHooopa3us.

KuroueBblie cioBa: noaumopgusm eenos, RFLP, pecmpukyuonusie pepmenmoi, JTHK,
eenemuyeckue eapuayuu, I[P, cexeenuposanue, MuKpouyunsi, HnONYIAYUOHHAS
eeHemuxa, buopazHooopaszue.

[TonmumopdusM TeHOB MpeAcTaBiseT coOOW HaMMuMe IBYX WU Oojee BapUaHTOB
ajuleJied OJHOrO M TOrO JK€ T€Ha B IIONYJSIUMU U SBJISETCA KIIOYEBOM OCHOBOH
FEHEeTHYECKOr0 pa3HOOOpa3usi y 4YeloBeKa U JPYTUX OpraHu3MoB. V3ydeHue
HOTUMOP(PU3MOB KMMeeT (PyHAAMEHTAIbHOE 3HAYeHHE B MEAMILMHE, TCHETHKE,
OMOTEXHOJOTUM W  HBOJIOIUOHHOM OHMOJOrMHM, TaKk Kak IO3BOJISIET BBIABIATH
TEeHETHYECKYIO MIPeAPaco0KEHHOCTh K 3a00JIeBaHUSM, MIPOrHO3UPOBATH
3(pPEKTUBHOCTh TEpamluH, H3y4yaTh MOMYJSIUOHHBIE pa3IMYusl W aHATU3UPOBATH
aJJalITUBHBIE MEXAHU3MbI OPraHU3MOB [2].

Meton RFLP (Restriction Fragment Length Polymorphism) 6s11 pazpaboran B Hauase
1980-x TOOOB Kak NEPBBIM MOJEKYJSPHBII MHCTPYMEHT JUIsl aHalIW3a TI€HETHUYECKHX
Bapuanuii Ha ypoHe /IHK. OcHoBononoxuukamu metona cuutatores Asnek Jxeddpuc
(Alec Jeffreys) m ero xomiern, kotopsle B 1984 |romy mnpoaeMOHCTPUPOBAIU
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BO3MOXXHOCTh HCIOJB30BAHUS pPa3IMuuil B PECTPUKLUMOHHBIX CalTax i
UACHTU(PUKAINNA WHIUBUIYATbHBIX T€HETHYECKUX MApKEpOB U MOCTPOCHHS
reHeTuueckux kapt. POJIII cran peBONONMOHHBIM METOAOM, MO3BOJUBIINM BIIEPBBIE
BBISIBJISITh MOJIUMOP(U3MBI B T€HAX YEJIOBEKA U )KMBOTHBIX, @ TAKXKE HCIIOJIB30BaTh UX B
cyneOHOI reHeTUKe W MCCIEeOBaHUH HaclleJICTBEHHBIX 3aboneBanuil. Pa3BuTtne metona
[P cBsizano ¢ padoramu Kapu Manuc u Ksna bappu (Kary Mullis, 1983), xoTopbie
IPEeJIOKMUIN croco0 aMIUIMpuKanuu KOHKpeTHbIX (parmentoB JIHK, uro cnenano
BO3MOXXHBIM OBICTPOE M TOYHOE F€HOTUIIUPOBAHUE OTIENIbHBIX JIOKYcOB. B koHie 1990-x
151 Havale 2000-x roJ10B IMPOKOE pacnpocTpaHeHue MOy YHITH
BBICOKOTIPOM3BOAUTENbHBIE ~ MeTOAbl  cekBeHupoBaHusi  (NGS),  mo3BonuBiINEe
OJIHOBPEMEHHO  aHaJU3UPOBATh THICSYM TOJUMOP(GU3MOB U  BBISBISTH paHee
HEW3BECTHbIE BapuaHThl. [ mbpuanzannonusie Metoasl U JJHK-uumer (microarrays) Obu1u
pazpaboranel B 1990-x romax W aKTUBHO WCIIOJIB30BAIUCH B TIOMYJISIIIUOHHBIX U
ACCOLIMATHUBHBIX HCCJIEJAOBAHUAX, OOecreurnBasi BO3MOYKHOCTh IMapaljieIbHOIO aHalIHu3a
Thicsiy SNP [4].

Mertonpr I[P mo3BOJSIOT BBISIBISITH OJHOHYKJICOTHUIHBIE ToiduMopdusmer (SNP),
MUKPOUH/IETBIUHU U CTPYKTYpHbIE Bapuanuu. Amnenb-cnenuduueckas [P (AS-PCR) u
[IIIP B peasbHOM BpPEMEHH OTJIMYAIOTCA BBHICOKOM YYBCTBUTEIBHOCTHIO, OBICTPOTOMN
MPOBEJICHUSI SKCIEPUMEHTa U BO3MOXKHOCTBHIO PabOThl C MUHUMAJbHBIM KOJIUYECTBOM
JIHK. OrpanndyeHusiMu SIBJISIOTCS HEOOXOIUMOCTh 3HAHMSI MOCJIEI0BAaTENbHOCTHU JIOKYCa
U TPYAHOCTH TPU aHaIN3e OOJBIINX WM MHOTOJIOKYCHBIX (pparmenToB JJHK.

CexBEeHHpPOBAHNE JHK, BKJIFOYAs KJIACCUYECKOE (Sanger) u
BbICOKOMpon3BoauTenbHOe Next-Generation Sequencing, NGS mo3BoJISIET BBISBISTH
JTr00bIe U3MEHEHMS MOCIIEI0BATENbHOCTH, BKiItodass SNP, BcTaBku, A€l 1 HHBEPCHUH.
OTu MeTollbl 00eCreYMBAaOT BBICOKYIO TOYHOCTh M BO3MOXHOCTH aHajgn3a MHOXKECTBA
JIOKYCOB OJIHOBPEMEHHO, BKJIIOYasl peKUe U paHee HEU3BeCTHble BapuaHTbl. OCHOBHbIE
OTPaHWYCHHUS CBSI3aHBI C BBICOKOW CTOMMOCTBIO, CIIOKHOCTBIO 0OOpabOTKH OONBIINUX
JAHHBIX M HEOOXOAMMOCTBIO CIELHMATU3UPOBAHHOTO O0OPY/IOBAaHUS M MPOrPaMMHOIO
obecrieuenus. ['mbpuaumzanmonnsie metoibl, Takue kak JIHK-uummbr (microarrays),
NO3BOJISIIOT MapajulesIbHO HccienoBaTh Thiciuyd SNP, 4TO MIMpPOKO HCMOIB3yEeTCS B
MOMYJIAIIMOHHBIX U TeHOM-accolmaTuBHbIX uccienoBanusx (GWAS). Ouu yaoOHBI 11t
aHanmu3a OoNbIIMX BBIOOPOK M BBISIBICHUS ACCOIMALMN MEXIY TE€HETHUYECKUMHU
Mapkepamu ¥ (EeHOTUIIAMH, OJJHAKO OTpaHUuYeHbl (PUKCHPOBAHHBIM HAOOPOM MapKepoB U
MMEIOT HU3KYH0 YyBCTBUTEIBHOCTb K pEIKUM BapuaHTaMm [ 1,2].

Meton RFLP ocHoBan Ha paznuuusx jummHbl pparmentoB JJHK nocne pacmernnenus
pecTpukMoHHbIMU (GepMmeHTamu. [lonumopdu3Mbl, co3AaroIMe WM YHUUYTOXKAIOIIKE
CailThl y3HaBaHUS (EPMEHTOB, MPUBOJAAT K MOSBICHUIO (PPAarMEHTOB Pa3IMYHON JITUHBI,
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BBISIBIIIEMBIX METOJIOM 3JIeKTpodope3a U THOpUIU3aIUU C MEUEHBIM 30H]IOM.

Oranbl Meroaa BKJIFOYAIOT BBIJICIICHUE JHK, pacuienieHue
PECTPUKIIMOHHBIMU (DepMeHTaMu, paszfelieHne (PparMeHTOB METOJIOM 3IeKTpodopesa,
TUOPUIU3AIUIO C PAJUOAKTUBHBIMHU WM (DITyOPECHEHTHBIMU 30HJAMU M aHAIU3 JJTUHBI
dbparmeHToB A onpeaesieHus noauMmopdusma. [Ipeumymecrsa POJII 3akmrogarorces B
BBICOKOM TOYHOCTH HWJCHTU(PUKALMK HW3BECTHBIX MOJIUMOP(U3MOB, BO3MOXKHOCTH
aHanmu3za kpynseix (¢parmentoB JHK wu nHagexHoctu pesynpTaToB. OCHOBHBIE
OTpaHUYCHHUs TPYAOEMKOCTh, HEOOXOAMMOCTh MAapKUPOBKM U 3aBHCHUMOCTH OT
M3BECTHBIX CAUTOB PECTPUKIUH.

P®JIIT ceirpan KIOYEBYIO poidb B (PYHIAaMEHTAIHPHOW MOJCKYISPHOM TEHETHKE,
MO3BOJIUB BIIEPBbIE HICHTU(MUIIMPOBATh TEHETHUUYECKHE MAapKEpPbl, MOCTPOUTH KapThl
reHOMa YeJIOBeKa U JKMBOTHBIX, U3YYUTh MOMYJAIMOHHOE pa3HooOpa3ue U
ABOJIIOLIMOHHBIE MpOLECChl. MeToa aKTHUBHO HCIOJIb30BAJICA B  HUCCIEIOBAHUU
HACJICJACTBEHHBIX 3a00JI€BaHUM, TAKWX KaK MYKOBUCLHI03 M CEPHOBUIHOKICTOYHAS
aHEMUs, B MOMYJSLHOHHBIX M CPAaBHUTEIBHBIX HMCCIEAOBAHUIX PA3JIMYHBIX BHUIOB, a
TaKkKe JUIsl aHajau3a pPOMOCIOBHBIX U BBIBICHUS TE€HETUYECKUX CBS3EU MEXIY
WHIMBUIYYMaMHU WUJTU TIOpoJamMu [2].

Metoxn POJIIT okazasicsi HE3aMEHUMBIM HHCTPYMEHTOM B U3yYECHHH OMOpa3zHOOOpasus
[1,3]. OH no3BoJISIET aHATU3UPOBATH T'€HETUUECKYIO CTPYKTYpPY MOMYJISIIIUN pacTeHUN U
JKUBOTHBIX, BBISIBISITh YPOBHH TI'€HETUYECKOM  HM3MEHYMBOCTH M  OIICHHUBATH
pacnpenelieHue ajljieJield B €CTECTBEHHBIX U yIpaBiisieMbIX dkocucteMax. POJIIT aktuBHO
NPUMEHSIETCSI 11l OIICHKH TE€HETUYECKOTO Pa3HOoO0pa3usi PelIKUX U OXpPaHSEMbIX BHIIOB,
BBISIBIICHHUSI ~ AJaliTUBHBIX  MOJUMOP(PU3MOB, BIUSIOIMIMX HA BBDKUBAEMOCTh U
NPUCTIOCOOTIEHHOCTh K CpeJie, aHajln3a FeHEeTHYEeCKOW CTPYKTYPHI MOIMYJISIHMA, BKIIOYas
ouoreorpaduueckre pa3inuus, BbISIBICHNS MUTPAIIMOHHBIX U UCTOPUKO-IBOJIOIIMOHHBIX
MPOLECCOB, BIMSIONIUX HA pPACHPEICICHUE T€HETUYECKUX Bapualluid, MOHUTOPHHIA
MOMYJISAIUI B IporpaMMax coxXpaHeHus OnopasHooOpasus. biarogaps cBoell TOYHOCTH U
BO3MOXKHOCTH aHanu3a KpymnHbiX ¢parmentoB [IHK, POJII mo3BosseT BBISBISATH Kak
HEUTpanbHble, TaK ¥ (YHKIMOHAIBHO 3HAYMMBIE TOJUMOP(HU3MBI, UTO MAETAET €ro
IIEHHBIM WHCTPYMEHTOM [UIsl (PyHIaMEHTANbHBIX HCCIEAOBaHUN OMoOpazHooOpasus u
DKOJIOTHUHU.

Kaxnpiii Meton wuccieqoBaHus TOTUMOP(PHU3MOB WMEET CBOM NPEUMYIIECTBA U
orpannuenusa. P®JIII  obecneynBaeT  BBICOKYH  TOYHOCTh IS WU3BECTHBIX
noIMMop(U3MOB M TIOAXOAUT i aHanu3a kpynHbeix (parmentoB JIHK, Ho orpannuen
no macmrabupyemoctu u ckopoctu. [P otnmuaercst 6bICTPOTON, YyBCTBUTEIBHOCTHIO
u yao0ctBoMm paboTel ¢ MambiMu oObéMamu JIHK, ognako menee sddexTuBHA 15
MHOTrOJOKycHOro  a"amu3a. NGS-texHomoruun — 00€CIEeYMBAIOT  MaKCHMAaJbHYIO
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MH(POPMATUBHOCTH,  MO3BOJISIE  OJHOBPEMEHHO  MCCJIEAOBAaTh  THICSYU
noJMMOp(HU3MOB, BKIIIOYAs pPEIKHE M pPAaHEe HEU3BECTHbIE BapHAHTHI, HO
TpeOyIOT 3HAUUTEIBHBIX PECYpCOB M  OMbITa JUIsI HMHTEpPIpETAllMd  JIaHHBIX.
['uOpuau3aliMoHHbIE  YHUIOBBIE TEXHOJOTMM  YAOOHBI Il  MOMYJISUUOHHBIX U
ACCOIIMATHUBHBIX MCCIEOBAHMM, HO OTrpaHUYeHBl (PUKCUpOBaHHBIM Habopom SNP [2].

Metoasl wuccneoBaHus MONMUMOpP(PHU3MAa T'E€HOB OXBATHIBAIOT IIMPOKHHN CIIEKTP
TeXHOJIOTMM OT Kiaccuyeckoro POJIII 1o coBpeMEHHBIX BBICOKOIPOU3BOAUTEIBHBIX
noaxonoB. Meron P®OJIII wucTtopuuecku ChIrpal KIOYEBYHO pOJIb B Pa3BUTHUHU
MOJICKYJISIPHOW TE€HETHKH, 3aJI0KMB OCHOBBI [IJIsl BBISIBIICHHUS MapKepoB 3a00JIeBaHUU,
MOCTPOCHUSI TEHETUYECKUX KapT, aHAJIM3a POJOCIOBHBIX M U3YUYEHHUs OHMOpa3zHOoOOpa3usi.
Cerognst POJIIT ocTaércs IeHHBIM MHCTPYMEHTOM JUTsl BepU(DUKAIIMN JTAHHBIX, aHAJIU3a
KOHCEPBATHBHBIX PETHOHOB TIeHOMA, (yHIAAMEHTAIBHBIX H  00pa3oBaTEIbHBIX
uccienoBanuii. Beibop MeTosa 3aBUCHT OT LieNiel McclieJoBaHus, TpeOyeMoil TOYHOCTH,
Maciitada aHainu3a U JO0CTYIHOTO o0opyaoBaHus. HecMoTpst Ha pa3BUTHE COBPEMEHHBIX
texHosjoruii, PDOJIII coxpaHser cBO€ 3HaueHUE KaK HAIEXKHBIM, MHPOPMATUBHBIN U
UCTOPUYECKH (PYHIAMEHTANBHBIA METOJ W3Y4YEHHS TEHETHYECKHX BapHaluid U
ouopazHoobpasus [2,4].
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