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OO0111He MoJ0KeHus

JIMYHOCTB - 3TO YeJIOBEK, HOCUTE/Ib HHAUBUAYAJIbHBIX OHOJOTMYECKUX U MCUXUYECKUX
CBOWCTB, COMAIbHBIN U IOPUIHMYECKUN CTATYC KOTOPOI0 3aperucCTpUpPoOBaH B JIOKYMEHTAX.
NaenTudukanys JUYHOCTH - YCTAHOBJICHHE TOXKIECCTBA HEM3BECTHOI0 YeJI0BEKA ¢

Pa3bICKUBaeMbIM.

B HacTosilIee BpeMsl — BpeMsl BOCHHBIX A1eiICTBUH, TEPPOPUCTHYECCKUX AKTOB,
MPUPOIHBIX KATAKJIU3MOB U TEXHOTCHHBIX KATACTPO(, CONPOBOKAAIOLIUXCH
BO3HMKHOBEHHUEM MACCOBBIX KEPTB, Ba)KHEHIIMM HANPaBJIeHHEM B U3Y4YCHUHU YeI0BeKa
SIBJISIETCS €ro uaeHTH(PUKALMS.

Ha nanHoM 3Tamne pa3sBuTHs HAYKH 00 HICHTU(PUKANUKN BMeCTE C
COBCPUICHCTBOBAHUEM OPraHU3aAlMHU M TEXHOJOTHH MPOLECcCa OTOXKASCTBICHUS OHUM U3
BaKHEHNIINX BOINPOCOB SIBJISIETCS Pa3pad0TKa HOBbIX NPOTrPeCCMBHBIX METOA0B, ¢ IOMOIIbIO
KOTOPBIX pPe3yJbTaThl 0TOKAeCTBJIeHUs CTaAaHOBATCH 100 % TOUHBIMHU.

AKTYaJIbHOCTb IAHHOU NMPO0JIeMbl 00yCJI0BJIEHA U TeM, 4T0 B Poccuu mo nanabivm MBJ{
€KerolHO PeruCTPUPYIOTCH AECATKH ThICHY TPYNOB HEU3BECTHBIX JIUI. YCTAHOBJICHUE
JIMYHOCTH MOTHOIINX B 3HAYUTEJIbHOM Mepe 3aTPYIHEHO0 U3-32 M3MEHEHUN UX BHEIIHEr o
BU/IA MO AeCTBHEM Pa3JIMYHbIX MoBpexaarmux ¢pakropos. [1oaTtomy pazpadorka HOBbIX
U YCOBEPUICHCTBOBAHHUE YK€ UMCIOIIUXCH METOA0B UACHTU(PUKAIUU ABJIACTCS
Ype3BbIYAMHO BAKHOU CTPATErn4ecKoi 3aga4yeu.
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Oo01mMe moJ1oKeHus
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O01ue moJ1oKeHus

Hcnonb30BaHue JOCTHKEHUNA MOJIEKYJISIPHON NEeHETUKH IMPUBEJIO K
3HAYUTEJIHbHOMY NOBBIIICHUIO YPOBHA UICHTU(PUKANUOHHBIX BO3MOKHOCTEI.
Pacummgposka JITHK B 1953 roay crajia mnoBoOpoTHbBIM COObITHEM B HCTOPUHU
YeJI0BEYECTBA, KOITIA YYEHbIE MOJTYYNJIH CHJIbHOE OPYAUe 1/ YCTAHOBJICHUSA
POACTBA U HACHTU(PUKALMM YeJI0BEKA 10 cJiedaM OHOJI0THYeCKOro
NPOUCXOKICHUS.

C 1toro Bpemenu JHK-auarHocTuka npo4yHo yKpemnujia CBoOM Mo3ulliu B
MEIUIUHCKON U Cye0OHOI NPAaKTHKE U OTKPBIBAET Mepe/l YeJI0BEKOM HOBbIE U
MEePCNEeKTUBHbIC BO3MOKHOCTH. Tak, NPy MACHTU(PUKAIMH KEPTB B3PbIBA B
MockoBckoM MeTpomnosiutTeHe 6 ¢pespassa 2004 roga v iyHaMu, IPOU301LEAICTO
B Tailuianje B 1ekadpe TOro ke roaa, HEHTPAJbHOE MECTO B CHCTEMe IKCIEPTHBIX
AedCTBUH M0 MACHTH(PUKAIMH 00JIbIIOT0 KOJUYECTBA MOTMOINUX 3aHAIA
MOJICKYJISIPHO-TEeHEeTHYECKHEe MEeTOAbI MCCJIeI0BAHMSA, 00ecTIeYuBIINe
BbINOJIHCHHE BHICOKOI0KA3ATEIbHON IKCIEPTU3BI.




HUcTopus Bormpoca

B 1985 r. B nroibckoM HoMepe skypHaia «Nature»

NMOABIWIACH CTAaTh npo@eccopa JlecTtepckoro ynusepcurera

B AHriinu A. Ixedpdpuca « MaaguBuayaiabHo-cnienupuiHbIe

«orneyarku najasuen» JJTHK dyenoBeka». B n1ekadpe Toro xe

roga A. l:xxkedpdpuc u I1. I'nin u3 AjiiepMacTOHCKOIO
IKCIEPTHO-KPUMHUHATUCTHYICCKOro nuenrpa MB/{

BenKkoGpHTAHNH ONMYGIMKOBAH elle OTHY CTaThIo mog - 2P Anex Axepppuc, 1985

Ha3BaHueM «CyneO0HO-IKCIePTHOE UCII0JIb30BAHUE Y
«oTneyaTkoB najabsues» JTHK. R4
B 3THX K/JII0YEeBbIX padoTax BrepBbie ObliIa *8‘

NMPOAEMOHCTPUPOBAHA BO3MOKHOCTb UCI0JIb30BAHUS
anajmu3za xpomocomHou JIHK 4denoBeka ajs cyaeoHo-
IKCIEPTHON UACHTUPUKAIMM JIUIHOCTH.

Tak poauiiacb reHOMHasl «IAKTHJIOCKOIIUA» - METO/I,
KOTOPbIN NPU3HAH OHUM M3 CAMBIX BbIIAIOIIUXCH
aocTuKeHu XX cTosieTusi B 00J1aCTH CYIeOHBIX HAYK.




Uctopus Bonpoca

B Hameil crpaHe ucciieI0BaHus M0 TEHOMHOM TAKTHJIOCKONMH ObLIM HAYATHI B
1987 r. B UHcTHTYTE MOJIeKYJIsApHOIi Ouosiorum um. B.A. Jureasrapara AH CCCP, B
Jaboparopum akagemuka [.I1. I'eopruesa. 3necs B rpynmne, pyKkoBoAuMOu TOKTOPOM
ouosiornyeckux HayK A.Il. PbICKOBBIM, OBbLJI MOJYUY€H HeJbli P NPUOPUTETHBIX
pe3yJbTAaTOB U Pa3padoTaH NepBbIi 0TeYeCTBEHHbIA METOA MYJIbTHIOKYCHOIO
Ttunuposanus JJHK.

B nexaope 1988 r. Ha 0a3e UHcTHTYTA MOJIeKyasipHOM Onosioruu U bropo [iaBHo#
CyleOHO-MeauIUHCKOM IKcnepTu3sl Munsapasa Poccun UBanosbiMm I1JI. 06112
NMPOBeAeHA MepBasi B HALLIEH CTPaHe MOJICKYJISIPHO-TEHeTHYeCKasi HAeHTU(PUKAIMOHHASA
JIKCIEPTHU3a, MO3BOJUBLIAS H300JIMYUTH 0C000 ONIACHOIO YOUIy-MaHbsAKA. Toraa xe
ObLi1a opranusoBaHa nepsasi B CCCP skcnepTHasi 1a00paTopusi MOJIEKYJISIPHO-
reHeTu4ecKou uaeHTuuranuu (HbiHe OTaes MOJIEKYJISPHO-TEHETUYECKUX HAYYHbIX H
JKCIEPTHBIX UCCIAeA0BAHUN POCCHICKOr0O HEHTPa Cyl1e0HO-MeAMIIUHCKON IKCIIEPTHU3bI
Munszapasa Poccun), KoTopasi 0CBOMJIA METOAbI AHAJINU3a OMOJIOTHYECKHUX CJIeI0B KAK
00bEKTOB Cyn1eOHO-MeIMIIUHCKOMN IKCIMEPTHU3bI ¢ HCIOJb30BAHNEM TEXHOJIOT U
MOJICKYJISIPHO-TEHeTHYECKOM HHAMBUAYAJIU3AINU YelioBeKka. Ee ycnemHas 1essTeJibHOCTh
MOATBEPAUIA HEOOXOAUMOCTh AKTHBHOI0 BHEIPEHMUSI MOJICKYJISIPHO-TEHETHYECKUX
METOH0B B MPAKTUKY CyAleOHO-MeIMIIUHCKOM cayxk0bl Poccumn.




I'eHoTMIIMpPOBaAHUE KAK BU/ CyAeOHO-MEAUIIUHCKON IKCIEPTU3bI

MoJieKyJISIpHO-TeHETUYECKMI HACHTU(PUKANUOHHBIA AHAJIU3, TPAAUIMOHHO
HA3bIBAEMbIH FT€HOMHOM (FreHEeTHYECKOM) «IAKTUJIOCKONNEN» UJIN FeHOTUIIMPOBAHUEM
(DNA profiling, DNA fingerprinting, DNA typing), HanpaBJ/ieH Ha BbIsIBJICHHE
UHAMBHUAYAJIbHBIX 0COOCHHOCTEH INeHeTHYECKOM KOHCTUTYIIMH KOHKPETHOI0 YeJI0BeKA.
ITOT MOAXO0] HEe MMeeT AHAJIOI0B CPeId UCIOJIb30BABIIUXCH PaHee METOI0B CyIe0HO-
IKCIEPTHON MACHTU(PUKALMH JTUYHOCTH.

I'eHOMHAas MJIK reHeTUYEeCKAas JaAKTHJIOCKOIMUSA - TEXHOJIOTHS YCTAHOBJICHMUS JIUYHOCTH,
OCHOBaHHAasl HA aHaJu3e KiIeToYHOU JIHK - yHuBepcaibHOro HOCHTEIS HACAEACTBEHHOMN
UH(popMaLMH.

Kaxaplii 4ye10BeK, Kak M JII000M )KUBOM OPraHU3M, UMeeT CBOM XapaKTepUCTUYECKHH
(¢enoTun (TO ecTh HA0OP BHEUIHUX U BHYTPEHHUX MPU3HAKOB U CBOWCTB), OTJIMYAK U
€ro OT APyrux eMy moa00HbIX OPraHu3MoB. OTiIM4Us 00yCI0BJIEHbl YHUKAJIbHOCTHIO
JINOOr0 MHIUBUIYAJIBLHOI0 F€HOTHUIIA - BCEr0 HA00OPA IeHOB JJAHHOI0 OPraHu3Ma.
I'eHeTHYECKMIT K€ MATEPUAJL, 3aKJIIOUYEHHBIH B PA3HBIX KJIETKAX U TKAHAX OHOI0
UHIAUBUIYYMA, B HOPME OJMHAKOB.




FeHOTI/IHI/IpOBaHI/Ie Kak BH/I C}’I[QﬁHO-MeI[I/IIII/IHCKOﬁ IKCIICPTU3bI

B ocHOBE MOJIEKYJISIPHO-TEHETHYECKOr0 MeTOAA UIeHTU(PUKATUA
JIMYHOCTH U YCTAHOBJICHUSI KPOBHOTI'0 POACTBA JIEHKAT CJeayIoIue
OCHOBOIIOJIATAIOIIHAE MPUHIIMIIbI:

1) npUHIUN HHANBUAYAJIbHON N€eHETUYECKON YHHKAJIbHOCTH JIIO00T0
OpPraHu3Ma;

2) NIPUHIIMII TeHETHYECKON UAEHTUYIHOCTH a0COJIOTHO BCEX €ro KJIETOK H
TKaHeM;

3) NpUHIIMIT HEM3MEHHOCTH WHAUBHAYAJTU3UPYIOINUX MPU3HAKOB B TeJe

yeJI0BeKa B TeueHHe BCed ero ;KHu3HHu.

K 4nciy 00beKTOB reHeTH4eCKOr0 aHAJIN3a OTHOCATCH TKAHU U

OHoJIOrnYecKue ;KUIKOCTH.




buosiornyeckuii MarepuaJ 1Jas HAeHTUPUKANUA JTUYHOCTH
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I'eHOTHIIMpPOBAHHUE KAK BU/ CYA1€OHO-MEAUIIMHCKON IKCIIEPTU3bI

KiiroueBoi CMbICJI AaHAJIM3A - BbIABJICHUE UHANBUAYAJIbHbIX FT€HETHYECKUX
Pa3JINYMi WM FTeHETHYECKOI0 CX0ACTBA OMOJIOTHYEeCKUX 00bEKTOB U, KAK CJIEACTBHE,
YCTAHOBJICHHE X OTJIUYMS WJIH TOXKIAECCTBA JU00 UX TeHETUYECKOI0 POACTBA.

Ha pannux 3ranax pa3surus Metoaa tunuposanus AHK niamn renernveckoit
UICHTU(PUKANMMN KOHEYHBIH 3TAIll BCEH CJI0KHOU MHOTOCTAAMINHON Mpoueaypbl
CBOIAUJICH K aHAJIM3Y crieuu(puiecKux rpagpuuecKux u300pakeHu, «OTINEeYaTKOB
NajbLeB)» HACIEACTBEHHOI0 MarepuaJia yejaoBeka. Ilpu 3tom ocHOBOM 1Jist
IKCIIEPTHOIO0 3aKJIIYCHHS Yalle BCero CJIY:KUI0 0TOOpakeHue HHAUBUAYAJIbHBIX
xapakrepuctuk IHK B Buae rpadpuueckoro oopasa, a uMeHHO: cienupuueckoro
Ha0opa JIMHUI.
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«I'enomubI# oTTHCK» THK 4yesioBeka




I'eHOTHIIHPOBAHUE KAK B/ CyI1eOHO-MeIUIIMHCKON IKCIIEPTU3bI

MoJieKyJIsIpHO-TeHETUYECKNH UACHTH(PUKANUOHHBIA AHAJIU3 M03BOJISIET
uccjenosarb ocoodnie yuactku AHK, crporo cnenupuynbie 1151 KaKI0ro HHAMBUAYYMA,
U MOJYYUTh TAKAM 00Pa30M YHUKAJIbHBIA F€HETUYECKUN «IACTOPT» WU
«YAOCTOBEpPEHHUE JUYHOCTID> YeJI0BeKa, KOTOPOe HeJIb3sl HM CKPbITh, HU U3MEHUTh, HU
noaaeaarb. UHauBuayau3upywuue nNpusHaKku, onpeaeasemsoie Ha yposHe THK,
XaPaKTePU3yHTCH MOUYTH A0COJHTHOH YCTOMYUBOCTHIO, TO €CTh COXPAHAKTCH B
OpPraHu3Me 4e/I0BeKa HEM3MEHHbIMH BCHO €r0 'KM3Hb U HEU3MEHHBIMHU 0TOOPAKAIOTCH B
ero ouosiornyeckux cuaeaax. [loaromy naeHTupuKaMOHHAA 3HAYUMOCTH TeHETHYECKUX
NPU3HAKOB YPEe3BbIYANHO BHICOKA.

Tunuposanue IHK cTaso HaubOosiee 10Kka3aTeJJbHLIM METOA0M aHAJIU3A
OMO0JIOTMYECKOr0 MaTepuaJsia NpU MPOU3BOACTBE CYIeOHO-MeTUIMHCKON
UICHTH(PUKANMOHHON IKCIEPTU3bl. ITU TEXHOJOTUM MPOYHO BOILLIN B apCeHAaJ
JKCIEPTHOM AeATEeJbHOCTH CyAeOHO-MEeIMIIMHCKUX CIYKO0 00JIbIINHCTBA Pa3BUTHIX CTPAH
Mupa. OnbIT BHEAPEHUS MOJIEKYJISPHO-TEHETUYECKHUX METOA0B B MIPAKTHKY PadoThI
NMPABOOXPAHUTEJIbHBIX OPraHOB YOeAUTEJbHO CBUACTEJIbCTBYET O TOM, YTO
3¢ PeKTUBHOCTH PACCICA0BAHUA MHOTUX THAKKHUX NMPECTYIJICHUN NMPOTUB JIUYHOCTH
MOKeT OBITh CYIIEeCTBEHHO MOBbIIIECHA.




I'eHoTMIIMpPOBAHUE KAK BUJ Cy1e0HO-MeIUIIUHCKON IKCIEPTU3bI

IIpuMeHUTENBHO K 3a1a4aM CyT1eOHO-MeAUIUHCKON IKCIEPTU3bI TeHeTHYECKHe
MeTOAbI 0C00eHHO 3 (PeKTUBHBI B ABYX CJIYyYaAX: HACHTHPUKALMH JUYHOCTH H
YCTAHOBJICHUS OMOJIOTHYE€CKOr0 POACTBA.

B nepBy1o ouepenb, peub uaeT 00 MAeHTH(HUKANUU JUIYHOCTHU MPH PACCIeI0BAHUMT
YOUICTB, THKKHX TeJECHbIX OBPEKICHUN, N3HACUIOBAHUN U APYIrUX MPeCTYyIJICHUH,
TPeOYIOUHUX CyAeOHO-MeIMIIMHCKOI0 UCCJIeI0OBAHNS BEIIECTBEHHBIX J0KA3ATEJbCTB, a
TaKKe IPHU OMO3HAHUU PACYJICHCHHBbIX WM CWIBLHO Pa3pylLIeHHBIX TPYIIOB, HALIpUMEP,
B CJIy4asiX MACCOBBIX MPUPOJAHBIX U TEXHOTCHHBIX KATACTPO(} ¥ BOCHHBIX KOH(JINKTOB.

I'eHOMHAS «TAKTHJIOCKONUA», B OTIHYME OT TPAAUIMOHHOU
KPUMHHAJIUCTHYECKON JaKTUJIOCKOIUHU, MMO3BOJIAET He TOJIbKO OTHO3HAYHO
YCTAHABJIMBATH JUYHOCTh, HO M OIPE/Ie/IATH KPOBHOE POJACTBO JIMIl. JTO JeJIaeT ee
HE3aMEHHMMbIM JKCIEPTHBIM METOAO0M B CJIOKHBIX CJAY4YasiX MOAMEHbI, yTepH,
MOXMIICHUA JeTel, onpeae/ieHUs POACTBA MAJIOJETHAX WU MOTePABIIMX NAMATH JIUILI,
BbIAABJICHUS (PAKTOB KPOBOCMEILIICHUS.

Metoa Takxke BecbMa 3(PPEeKTUBHO UCIOJIb3YETCH U B PELICHUU IPAKIAHCKHUX 1€
- YCTAHOBJICHUM OTLHOBCTBA MJIU MAaTePUHCTBA. BO3MOKHO Ja’Ke MpeHaATAJIbLHOE
HCCJIeIOBAHNE, NTO3BOJISIONIECe YCTAHABIMBATH OTHOBCTBO B Mpouecce 0epeMeHHOCTH, TO
eCTh /10 POKIeHUsI peOeHKa.




Hay4HbIe¢ 0CHOBBI MOJICKYJISIPHO-TEHETUYECKOU

I/IIleHTI/I(l)I/IKaHI/II/I JIJUIHOCTH

B kpuMUHAJIHUCTHKE NMPAKTHYECKUE WICHTH(PUKAIMOHHBIE UCCJIEI0OBAHNS
NMPEANOJIAraloT BbISIBJICHHE U PErMCTPANNIO TAKUX MPU3HAKOB M CBOMCTB 00bEKTA,
KOTOPbI€ MOKHO CYMTATh HHAMBUAYAJbHbIMU. B cyneOHO-0Mo10rnyeckoi
UICHTU(PUKANMOHHON IKCIIEPTHU3€E B POJIM HHANBUAYAJbHBIX IPU3HAKOB Y€JI0BEKA
TPAAMIIHOHHO BBICTYNAJM OMOXMMHUYECKHe MapKkepbl. K HUM OTHOCATCH HEKOTOpPBIE
AHTUTCHHbIC XaPAKTEPUCTUKN KPOBH U TKAHEH OPraHM3Ma, a Tak:ke u30()opMbl psiga
(epmeHTOB, ONpenesiseMble PU U3YYCHUH CJIEI0OB HA BelleCTBEHHBIX JI0KA3aTeJIbCTBAX,
BbIJICJICHUM UM TKAHEH TeJia Yesi0oBeKa.

NuaauBuayaan3upyroniue BO3MOKHOCTH MAPKEPHBIX CHCTEM 3aBHCAT OT UX
MOJUMOP(HOCTH, OT CTENEHH UX BapuadeJIbHOCTH U KOJIM4YeCTBA BAPUAHTOB B
nonyjaauun. Yem 3Tv BeJIMYUHBI 00J1bIIIE, TEM BbilIe CIENN(PUIHOCTH MapKepa, a
3HAYMT, €ro CIIOCOOHOCTD BbIAEJSITh KOHKPETHBIN 00bEKT CPeu APYruX, Aaxe CXOIAHbIX
10 MHBIM NPU3HAKAM.

Y Bcex U3BECTHBIX OMOXMMHYECKUX MAPKEPOB HHAMBHUAYAJIUZMPYOIINA MOTEHIUAJ
OKa3bIBACTCH HEAOCTATOYHO BBICOK JJISl MIO3UTUBHOM MACHTU(PUKAINU, OTOXKACCTBICHUSA
00beKTOB. Tak, KiIaccHYecKHue CePoIOrHYeCKue MapKephl - JPUTPOUUTAPHBIC AHTUTECHbI
cuctemMbl ABO - BCcTpeyarTces y Kasa0ro TPETbero UM 4eTBepTroro MHANBUAYyyMa,
BEPOATHOCTH UX CJYYAHMHOI0 COBIIAICHUSA Y PA3HBIX JIIOAEH JOCTATOYHO BEJIUKA.




HayuyHbIe 0CHOBbI MOJIEKYJISIPHO-T€HEeTHYECKOH

HaeHTUGUKAIUU JTUIYHOCTH

Takum o0pa3om, OMoXuMHUYEeCKHE MAPKeEPbI ABJISIOTCHA rpynnocnennpuiecKuMu
U IIOTOMY OTOKIECTBJICHUE €CJIU U BO3MOKHO, TO ¢ MCIOJIb30BAHUEM MHOTMX Pa3HbIX
CUCTEM, KAaXK/Aasl U3 KOTOPBIX, B3ATAasA U30JIMPOBAHHO, HMEET JIMIIb OTHOCUTEJIbHOE
3HAYEeHHE. JTO 03HAYAET, YTO CYHIECTBYIOIINE METOAUKH KJIACCHIECKOTO
OMOXHMMHUYECKOr0 1 MMMYHOJIOTHYECKOI0 AHAJIN3a, HA KOTOPbIX B 3HAYUTEJIbHOH
Mepe OCHOBAHO MOJIyYeHHe IKCIIEPTHBIX OLIEHOK MPH CY1e0HO0-0M0JI0THYeCKOI
UIeHTU(PUKALIMH JJUYHOCTH, CIIOCOOHBI JIMIIb UCKJIIYUTH € T0CTATOYHOH CTENECHbIO
JTOCTOBEPHOCTH NMPUHANJIEKHOCTD HCCJIEAYEeMOro OMOJOrHY€eCKOro MarepmuaJia
KOHKpeTHOMY Jiuny. Ilo3uTnBHAA ke naeHTuPUKANMS MOYTH BCEra HOCUT
YCJIOBHbIMA XapaKTep U OrPAHMYMBACTCH KOHCTATALIMEH TOJbKO I'PYIIIOBOM
NMPUHAJIEKHOCTH OHOJIOTHYECKUX 00bEKTOB.

IIporpecc MoJIeKyJISIPHO-0MOJIOTHYECKON HAYKH OTKPbLJI HOBbIE IIYTH PellleHM s
poodsIeMbl Cy1eOHO-MeIUIIUHCKON MICHTH(PUKAUN JIUYHOCTH, 00eCIiednB
BO3MOKHOCTb BbISIBJICHUSI HHANBUAYAJIUZHPYIOIINX JUYHOCTH MPU3HAKOB HA YPOBHE
He eHOTHIIA, a TeHeTHYeCKoM MaTpuubl - KieTtouHoun JIHK.




Hay4yHbI€ 0CHOBBI MOJIEKYJISIPHO-T€eHETHYECKOM

UICHTUPUKANMU JUIHOCTHU

MoJieky/JsipHO-TeHEeTUYECKIEe MaPKEePHbIe CUCTEMbI OCHOBAHBI HA CYLIECTBOBAHUM
pasanunid B cTpykrype AHK (reHoB) y pasHbIiX MHIUBUYYMOB.

T'omoJsiorn4HbBIE T€HBbI, TO €CTh T€, YTO ONpPeaeJaII0T (OPMHUPOBAHUE OHOIO U TOIO
’Ke MPU3HAKA, HATIpuMep, (popMY HOCA WJIM UBET IJ1a3, Y Pa3HbIX JIKJAEed MOTYyT
HAXOAUTHCH B PA3HBIX aJUICJbHBIX COCTOSIHUAX. Ha MoJieKyJIsIpHOM YpPOBHE ajljie/IbHbIE
BAPUAHTHI OJTHOTO M TOIO K€ TeHA OTJINYAKTCH HEOOJIbIIUMHU U3MEHEHUSIMU B CTPYKTYype
ux JJHK, B mocienoBarejibHOCTH HYKJIEOTH/0B B MOJUHYKJICOTHAHOMU Henu. Bo3MoxkHbI
3aMEHA eAMHUYHBIX HYKJICOTHU/I0B, TAK HA3bIBA€Mbl¢ TOYKOBbIC 3aMEHbI, HJIU
JIOKAJIbHbIE MePEeCTPOMKHU, UMEHYeMbIe JeJIelUAMHA U HHCEPUHUSIMU - COOTBETCTBEHHO
yrpara Ju0o 100aBJjieHHE HEOOIbIIINX YYACTKOB IEIH.

CT0J1b He3HAYUTEJIbHBIC PA3JIUYNSA B KOHEYHOM UTOIre U ONPeIeJII0T TO, YeM
Pa3HbIe JIOIU OTJIMYAKTCA JAPYT OT APYyra: YHUKAJIbHOE COUYETAHUE AJLJIeJIbHbIX
BAPUAHTOB BCEX IEHOB 00ecnmeYuBaeT 0MOJIOrNYeCKY HHAUBUAYATIBHOCTH KAaXKI0I0

Y€JI0BEKA.




HayuyHbIe 0CHOBbI MOJIEKYJISIPHO-TeHEeTHYECKOH

naeHTUGUKAIMY JTUIHOCTH

BoisiBiieHMe 3TUX Pa3jiiduil KaK MHIUBUAYAJTU3UPYIOIIAX XaPAKTEPUCTUK TpedyeT
CIEeNHUAJIBHBIX METOHA0B M MOAX0/0B, IO3BOJAKIIAX PAa00TATh HEMOCPEACTBEHHO C
moJjiekyJaamu JIHK u onpenessit B HUX Hauuue AU depeHmupyromux MPpU3HAKOB.

I'eHom 4Yesi0OBeKa COMEPKUT AECATKH ThICHAY F€HOB U COCTOUT M3 0oJiee yem 3 MUIp/I.
HYKJICOTHAHBIX Map, mpu 31oM MoJieKyJabl JITHK 1r00bIX ABYX Jir0eil (He pOACTBEHHUKOB)
OTJIMYAKTCH B CPEAHEM TOJbKO OJHUM HYKJICOTHAOM U3 KAKIBIX TPexcoT-yeTbipexcor. Ho
AaKe TAKUEe OTJIMYHS, KAaK IPABUJIO0, HOCAT XapaKTep CJAYYalHbIX OTKJIOHEHUN 0T HEKOM
AOMUHUPYHOIIEH HOPMBI. TeopeTHYeCKH 3TO 03HAYACT, YTO €CJIM Y COTHHU YeJI0BEK
npoanaauzupoBarb pparment AHK namnoit 300-400 HyK/1€0TH/I0B 1JIS OTHOIO U TOTO %Ke
CPeIHeCTATUCTUYECKOI0 I'eHa, TO AeBAHOCTO JeBATH Y€J0BEK BIIOJIHE MOTYT 0Ka3aThCS
HEOTJIMYUMBIMHU JAPYT OT Apyra.

IIpakTHyeckoe 3HAYECHHE JJIA HeJIeH NTeHeTHYeCKOM HHAMBUAYAIU3ANUN JTUIHOCTH
HMEIOT He JII00bIe I'eHbl, a TOJbKO TaAKHe, Y KOTOPHIX MHOI'0 AJJICJbHBIX (POpM:
MYJbTHAJLICJIbHBIE THIIepBapuade/ibHbIe I'eHbl (TunepBapuade/ibHble TeHETHYeCKUe
JOKYCHI). UHAMBUAYATM3UPYIOIIUMHE XaPAKTEPUCTUKAMHU CJIY’KAT MHOTOYHMCICHHbIE
CTPYKTYPHbI€ BAPUAHTBI TAKUX JIOKYCOB, KOTOPbIE B Pa3HbIX COYETAHUAX NPUCYTCTBYIOT B
JAHK pa3HbIX MHIUBHIYYMOB.




TexHoMOrMM MOJIEKYJIAPHO-TEHETUYECKON WHIUBUIYATU3AUN

B cy1e0HO-3KCIePTHOM NMPAKTHKE 0230BbIMU MOJIEKYJISIPHO-TEHeTHYEeCKUMHU
TEXHOJIOTUSIMU NPU3HAHDI:

e aHaJau3 nojJumMopduszmMa (BapuadeJbHOCTH) JJIUHbI PECTPUKIIMOHHBIX
¢pparmenToB JIHK;

*  aHAJM3 NOJMMOP(U3Ma JIUHBI aMILIMPUUUPOBaHHBIX (pparmenToB JHK;

*  aHAJMU3 NOJMMOP(H3MA HYKJICOTHIHBIX MOCJIeI0BATEIbHOCTEN (CAUT-
nossumopgpusma) THK.




AHaJM3 NoJUMOpPGU3Ma JTJIUHbI

pecTpuKUMOHHBIX (pparmenToB /IHK

Bouabias yacts Bapuanui B moaiuMuykjaeoruanon uenu resomuou JJHK Bbi3Bana
TOYCYHBIMU HYKJICOTHAHBIMHA 3AMEHAMHU U HEKOTOPbIMU APYTrUMHU BAPHAHTAMU
pPeopraHu3aly HYKJICOTUIHBIX MOCAeI0BATEIbHOCTEH - HHBEPCUAMM, AeJIeUAMHA U
uHcepuusamu. B pesyabrare B Mmosiekyaax JIHK mosiBisiroTcst HOBbIe WM YTPAYUBAKTCH
CyLIeCTBOBABIIKE PaHee YYACTKH BO3AeHCTBHS (CAMThI) 0COOBIX hepMEHTOB -
PECTPUKIUOHHBIX JHIOHYKJIea3 (PeCTPUKTA3), B KOTOPbIX OHM PACHICILIAIOT
nosimaykJeoTuanbie Henu JAHK. IT1o, B cBOIO 04epennb, 00yca0BIUBAECT H3MEHEHHUE
JJIMHBI MOJYYAKIIUXCH pecTPUKUUOHHBIX ¢pparmenToB IHK.

Nurepecyromue pparmentsl JHK M0kHO BU3yaau3upoBaTh IMyTeM MOJICKYJISIPHOM
rudpuan3anmu ¢ COOTBETCTBYHIIUM 30HA0M; TaAHHbIN METOI XOPOIIO U3BECTEH B
MOJIEKYJISIPHOMA OMOJIOTHU HYKJIEHHOBBIX KHCJIOT KAK OJIOT-THOPUAN3ANMOHHBIA AHAJIU3.
C ero noMomib10 MOJIMMOP(PHbIE YYACTKH F'€eHOMA O0HAPYKMBAKTCHA B BU/Ie UMEKOIIUAX
Pa3Hy0 AJMHY roMooru4Hbix pparmentos JHK, koTopbie o0pa3yrorcst mocie
ruapoJausa reaomHon /IHK pecrpukrazamu. I1oT PeHOMEH MOTYyYHI HA3BAHUE
noumMop¢usma 1JIMHbI pecTpuKIMOHHBIX pparmenToB (IIJIP®D) THK.




AHAJIU3 NOJTUMOPhu3Ma JIUHBI
pecTpuKIMOHHBIX (pparmenToB JJHK
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AHaJu3 nojauMoppuzMa 1JIMHbI

pecTpuKIMOHHBIX ¢pparmMenTos JIHK

NuauBuayaabHbIA MOJIMMOP(PU3M JJIUHBI PECTPUKIUOHHBIX (ParMeHTOB CO31aeT
NMPeANOChIIKHY LI pelIeHU 32124, CBA3AHHBIX ¢ UHAMBUAYAJIM3AlUeH OPraHu3iMa u
YCTAHOBJICHHEM €ro OMoJIOTHYeCKUX POACTBEHHBIX CBS3€eH ¢ APYrUMHU HHAMBUAYYMAMU.
OaHako 00JIBIIMHCTBO MOJUMOP(PHBIX TCHOMHBIX JIOKYCOB - MOTEHIMAJIbHBIX
reHeTHYECKUX MAPKEPOB - HMeeT TOJbKO IBA BADUAHTA: IUKHUA TUII/MYyTallUsl, TO €CTh
SIBJIAIOTCHA TUMOP(PHBIMYA MU TUAIeIbHBIMU. LleHHOCTH TMMOP(HBIX MapKepoB
HEBEJINKA, IOTOMY YTO Y MHOTHX JIKOAEH MOMKET 0KA3aThCHA OJMH M TOT K€ BAPUAHT TAKOI'0
resa. [loaTtomy nHAUBHUAYATM3HPYIOLIEE 3HAYCHUE UMEKT TOJIbKO r'urnepBapuade/ibHbIe
noJuMOp(pHbIe PparMeHThlI.

IHockoabKy runepBapuadebHbie JIOKYChl MYJIbTHAJLICIbHBI, TO HH(POPMATUBHOCTD
MAPKEPHBIX CUCTEM HA MX OCHOBE HAMHOI0 BbIlIE, YeM HH(POPMATUBHOCTH CUCTEM,
0a3upyHIIMXCH HA eAMHUYHBIX HYKJICOTHAHbIX 3aMeHaX. TeopeTuuyecKkn MOKHO
NMPeANnoJiararb, YT0 BbICOKASl JIOKAJIbHAS FeHeTHYECKAs BapuadeIbHOCTh BbI3BAHA HE
CTOJIbKO TOYCYHBIMH HYKJICOTHAHBIMY MYTAIUAMHU UJIM MUKPOAEJCIUIMU/MHCEPIUIMH,
CKOJIBKO IPYTUMH MEXaHU3MAMHU, IPUBOASIIMMHU K 00jiee CyIIeCTBEHHON PeOPraHu3anuu
TeHOMHBIX MOCJIeI0BATEJIbHOCTEI: TPAHCIO3UNUAMMU, HEPABHBIMY MJIU HE3AKOHHBIMU
PEeKOMOMHALMAMU, MPOCKAJIb3bIBAHUEM PEIIMKATHBHOIO KOMILIeKca U T.1. Kak
0Ka3aJ10Ch, TAKHE JIOKYCHI JOCTATOYHO IIMPOKO PACIPOCTPAHEHbI B TEHOME YeJI0BeKa.




AHAJIU3 MOJUMOPu3Ma TJIUHbI
pecTpuKIMOHHBIX (pparmenToB JJHK

HauboJsiee npumedareabHbl U3 HUX «MuHucaressimTusie» JIHK - oTHOCHTEIBHO
koporkue (10-60 HyKJI€OTHAHBIX NapP), PACCeTHHbIE 110 T€HOMY, IOBTOPSIONIIHECH
HYKJICOTH/IHBbIE I10CJIe10BATEIbHOCTH, UMEIOLIHE TAHAEMHYI0O OPraHU3ALHUI0 U
AEMOHCTPHUPYIOLIHE PA3HYI0 CTeNeHb BHYTPUIPYIIIIOBOM roMOJI0ruu. Unc/i0 TaHAEMHBIX
IOBTOPOB B MUHMCATE/UIUTHBIX 0JI0KAX (M CJIe0BATEJIbHO, JJIUHA CAMHUX 0JIOKOB)
BapbHpYeT B HIMPOKHUX Mpeaesiax - 0T TPeX-4eThbipex A0 HECKOJIbKUX ThICAY; TAKHe
0JIOKM NMPEACTABJISAIOT Pa3Hble ajlJieJIbHbIe BADHAHTHI MYJIbTHAJJIEJIbHBIX TeHETHYECKUX
JIOKYCOB.

B 1987 r. . Hakamypa npenjio:kuji Ha3bIBATh TAKOI0 POa reHeTUYeCKue
3JIEMEHThI JIOKYCAMU C BAPbUPYIOIUMCS YUCJI0OM TAaHAEMHBIX IOBTOPOB UJIM IPOCTO
TaHAEMHbIMH IOBTOPAMHU C IIEPEMEHHbIM YHCJIOM 3BeHbEB (00IIEeNPUHATAS AHIVINICKASA
aoopesuarypa VNTR - Variable Number Tandem Repeat).

Bapuanuu yncia nosropsomuxcs d1eMeHToB B VNTR-0/10kax kak pa3 u
00yC/I0BJIMBAIOT CTPYKTYPHBIN NOIUMOP(HU3M ITHX JIOKYCOB, IPOABJIAIOLIUICA B (popme
IIP®D. /Tes10 B TOM, 4TO JJIUHA COOTBETCTBYIOLUIUX PECTPUKIUOHHBIX ()PArMEHTOB, €CJIN
OTCYTCTBYKT YYAaCTKH PaclleNn/JieH!sI BHYyTPH CAMHUX MOBTOPOB (M3-32 MX JJOCTATOYHO
MPOCTOI0 HYKJIECOTHAHOIO COCTABA), 3ABUCHUT OT YHUCJIA MOBTOPHIOLIUXCH €JUHMILIL.




AHaJIU3 MOJUMOpGU3MA JIUHBI
pecTrpuKIMOHHBIX (pparmeHToB JJHK

IMocaexoBareasnocTu JJHK ¢
BAPbUPYHOIIUMCH YUCJIOM TAHIEMHbIX
‘ ‘ IMOBTOPOB:

B —+ e BBEPXY - BAPHAHTHI TAKHUX JIOKYCOB A, b, B
u I' pazinyarTesi mo AJuHe HA OTUH
‘ ‘ MOBTOPAIOIIMICA CErMEHT, CANThI
| I I it — PeCTPUKIHMHU OTMeYeHbI CTPeJIKaAMu;

BHU3Y - CXeMATH4YeCKasi KAPTHHA 0J10T-
] P ruOpuAN3alu ¢ MOJIEKYJISPHBIM 30HA0M,
. m rOMOJIOTUYHBIM TAHAEMHOMY IOBTOPY,
HEKOTOPBIX IreTEPO3UIOTHBIX MO JAHHOMY
—— J Jokycy J1HK.




AHaJIM3 NOJIUMOPPU3MA JTJTUHBI

pecTpukUUOHHBIX (pparmenToB JIHK

Hau0os1ee 3Ha4MMO€e CBOMCTBO MUHHUCATEJIMTOB - UX CYIIECTBOBAHUE B BHJIE
CeMEHCTB, TUCIIEPrUPOBAHHBIX 110 FeHOMY. Bce JIOKYChI Kama0ro ceMeucTBa COAepPxKAT
HA0OPbI TAHAEMHBIX OJUTOHYKJICOTHAHBIX MOCJIe10BATEIbHOCTEN, 00beIUHACMbIX
OJHMM HYKJIEOTHJIHBbIM «MOTHBOM), HJIM KOP-TOCJI€I0BATEIbHOCTHIO.

Takum o0pazomM, IOMHUMO MYJIbTHAJLJIEJIbHOCTH, TO €CTh MOJUMOpP(Pu3ma,
00yCJIOBJIEHHOTO epeMEHHBIM YU CJIOM MOBTOPSIOIINXCHA 3JIEMEHTOB B CAMHUX JIOKYCAX,
MHUHHUCATEJUIMTHbIE MAPKEPbI XapAKTEPU3YIOTCH elle U «CUCTEeMHBIM
MOJIMMOP(U3MOM - BO3MOKHOCTHIO OJIHOBPEMEHHOI0 BHISIBJIEHUSA AJIJIEJIbHBIX
BAPUAHTOB CPa3y HECKOJIbKHUX (YACTO reHeTHYECKH He CHEeNJIEHHBIX MeK1y CO00M)
JIOKYCOB, MPEJCTABJIAIOIIUX OJHO CEMEUCTBO.

B pe3yabrare HH(POPMATHUBHOCTH TAKUX THIEPHOJIUMOPPHBIX MYJIbTHIOKYCHBIX
CHCTEM OKAa3bIBAETCH NMpeaeJbHO BLICOKOW M T0CTATOYHOM JIJIA 10KA3aTeJIbHOMI

HHAUBUAYAJIU3AIHNHA Y€10BCKA.




AHaJIU3 MOJUMOphu3Ma TJIUHDI

pecTpukUUOHHBIX (pparmenTos JIHK

B HacTosilee BpeMsi HEU3BECTHO 001ee YHUCJI0 CeMEelCTB runepBapruade bHbIX
JIOKYCOB B I'€HOME 4€JI0BEKA, HO, I0-BUAMMOMY, OHO JOCTATOYHO BEJIUKO; KAKI0€ U3 HUX
MOTEHIUAJBLHO MPeEACTABJIAET C000i MYJIbTHJIOKYCHYI0 TMIIEPBAPHA0CIbHYI0 CUCTEMY C
O0YeHb BHICOKUM UHAMBUAYAJIUZMPYOIIUM IMOTCHIIUATIOM.

Jns peanuzanuu noreHuua a myjastaaieabHbIX [IIP®-mapkepoB B cepeauHe
1980-x romoB ObL11 pa3padoTaH KOMILJIEKC THOPUAM3AIMOHHBIX METOAMK € HCI0JIb30BAHHEM
JTHK-30H10B, 103BOJS0OIIUX 3P (PEeKTUBHO BHISBJIATH HHAMBUAYAJIbHO-CIeU(PUIHBIEC
Ha00pBI aJUTCJIbHBIX BADUAHTOB I'HIlepBapuade/IbHbIX JIOKYCOB B T€HOME YeJI0BeKA.

MosekyasipHblii 3001 cienu@uyeH Ju00 K HHAUBUAYAJIbHOMY JOKYCY (MOHOJIOKYCHAS
CHCTEMA), JIM00 K eJIOMY CEMENCTBY TAKHX JOKYCOB (MYJbTHJIOKYCHASI CHCTEMA).

s BuisiBJIeHUA Y4acTKOB reHoMHo# JIHK, roMo10ru4HbIX 30HAY, MCIOJIb3YHOTCA
paauoaBTOrpapus, HepaAMOAKTUBHbIC METOAbI IeTEKIUU, TAKHE KaK (PyopecueHTHaA
BHU3yaJu3alus, XpOMOIreHHbIe HMMMYHOXUMHUYECKHE PEaKIMH U T.II.

Ha xoHeuHOM 3Tane padoTsl (pOPMUPYETCH OLEHOYHBIN rpapuiyecKkuii o0pas:
MOIEPEYHO UCYCPUYCHHAS YePeAYINUMUCS MOJOCAMU J0POKKA.




AHaJju3 nojaumMoppusmMa JJIUHbI

pecTpuKHuOHHBIX (pparmMenTos JIHK
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Pesyabrarbl HAeHTUPUKANMOHHON IKCIEPTU3BI,
MOJIyYeHHbIE ¢ IOMOIIbI MEYEHHOI'0 JUTOKCUTeHHHOM
mMoJiekyasipaoro 3ouaa (CAC) U. Dnnuena (criesa):
«OTnevyarku», XapaKkTepu3youe npenaparbl reHOMHOU
JHK, xoTopbie ObLIM MOJY4Y€HBbI U3 CI€0B KPOBHU HA OJ€xK/Ie
nojao3peBaemMoro B youicrse (1) u u3 suM@pouuToB KPOBH
norudmero (2), iAEHTUYHBI U B TO K¢ BPeMs OTJIHYAIOTCH OT
oOpa3na KpoBH caMoro noaospenaemMoro (3).

I'eHOMHBIE «OTIIEYATKH» YeThIPEeX HEPOACTBEHHbIX
HHAMBHUAYYMOB, MOJIy4YeHHbIE C HCIIOJb30BaHueM 30HAa M13
B KauyecTBe rHOPUIU3ANUOHHON MPOOBbI AJIS AHAJIM3A
PECTPUKTA3HOIO ruapou3ara cymmapHoi reaomuon JJHK
yesoBeka: I KaxkI0ro HHAMBUAYYMa XapaKTepeH CBOM,
MPUCYILIUI TOJBKO eMy HA00P OTJIMYAKINUXCS M0 JJIUHE
MUHHUCATEJUIMTHBIX ()PArMeHTOB, KOTOPbI NPHU
JIEKTPO(POpPeTHUECKOM aHAJIN3€E BbISIBJISIETCH KaK
HHAMBUAYAJIBHO- crienupuYHAS HeperyJasipHas «JIeCTHUIIA
U3 NMOIEPEYHBIX M0JI0C, 00JIbIIASl YACTh KOTOPbIX Y He
POIACTBEHHUKOB He COBIaAaeT. Y OJU3KHUX POACTBEHHUKOB
YHMCJIO0 COBIAICHUI MOJI0C MOKET ObITh CYIIIeCTBEHHO 0O0JIbIIIE.




AHaau3 nojauMopdusMa JJIuHbI

amMIuiM(puuupoBanubix pparmMenTos JIHK

MeTtoa 3H3MMATHYECKOU aMILTM(PUKALMY TUIepBapuade bHbIX T€HETUYECKUX
JIOKYCOB € IOMOIIbIO MoJiuMepa3Hoi nennou peakuuu (IILP) mo3BoJssieT npeoxosiers
BCE OrPaHMYCHUS MOJICKYJIAPHO-TEHETUYECKUX METOA0B MCCICA0BAHUS, KOTOPbIE ObLIH
CBSI3aHbI C HEAOCTATOYHBIM JIJIA aHau3a KoauvectsoM JHK.

I[P naer BO3MOKHOCTH BBIACJUTH U PA3MHOKHUTH JIO0YH0 HEOOXOAUMYIO /I
aHasu3a nociaenosaresibHOCTH IHK B Kos1M4uecTBe, NpeBbINIAKOIIEM HCXOIHOE B
AEeCATKH M J1aKe COTHU MUJIJIMOHOB pa3. Takasi BLICOKAs CTENEHb HANIPABJIEHHOIO
o0oraieHus1 TeOpeTHYECKH MO3BOJIAET padoTarh ¢ eAMHUYHbIMHA MoJiekyJdamu JHK,
CJICIOBATEIbHO, OTKPbIBACTCH BO3MOKHOCTH MOJICKYJIAPHO-TEHETUYECKOI0
TUNUPOBAHUS aKe B CJIy4ae McYe3arlne MaJblX KOJIMYeCTB J0CTYIIHOIO A
IKCIEPTU3HI OHOJIOTMYECKOro MaTrepuaJia. JlecTBUTeabHO, eue B 1986 1. Ixedpppuc
IKCIEPUMEHTAIBHO J0Ka3aJ1, 4T0 ¢ moMoubi0 I[P peajqbHOI CTAHOBUTCA 3aa4a
TeHOMHOM UACHTU(PUKAIUU HA YPOBHE HECKOJbKUX WJIH Taxe OMHOM KieTku. Kpome
Ttoro, IIIIP Becbma 3¢ pexTrBHA IpU aHAIM3E CUJIBbHO pa3pymieHHbIX JHK,
MOABEPIrIIMXCH BLICOKOU CTENECHM Jerpajaluu.




AHaJIU3 MOJUMOphu3Ma TJIUHbI

amiiapuuupoBanubix pparmenTos JHK

I'mnepBapuatenbubie JOKychl VNTR-THIA cogepikaT pa3jiudHOe YHUCJI0
MOBTOPAIOIUMXCH dJIEMEHTAPHBIX 3BeHbeB. Ilpn ammuinpukanuu ¢ npanmMepamu,
PACII0JIOKEHHBIMH 110 KPAasiM TAKOI0 JIOKyca, oopasywrcs ¢pparmentsl JHK
Pa3JIMYHOU NJIMHbI, IPUYEM JJIHHA (pparMeHTa OyaeT NPONOPUUOHAIBHA YUCTTY
IOBTOPOB.

Takum o0pa3omM, B JaHHOM AHAJIUTHYECKOM cHCcTEMe JIID00M UMHAUBHUAYAJIbHbIN
oopasen /IHK 4yesioBeka xapakrepu3yercsi HAJIMYUEM ABYX aMILIM(PUIIMPOBAHHBIX
(pparmeHTOB pa3HON MJIU OJMHAKOBOHU JJIMHBbI (COOTBETCTBEHHO, F€TEPO3UTOTHOE U
TOMO3UIOTHOE COCTOSIHUE), OCKOJIbKY KAXKAasA U3 ABYX F'OMOJIOTUHYHBIX XPOMOCOM
HeCeT CBOM BAPUAHT Ir'HIePpBaAPHUAOEIbHOIO JIOKYCA, KOTOPHIA MOXKET OTJINYATHCHA OT
APYTUX YHUCJIOM COAEPKAIMXCHA B HEM TAHAEMHBIX MOBTOPOB. JTOT (heHOMEH IMOJTYIHJI

Ha3BaHMe nojumMopdusma 1iuHbl aMnpuuupoBaHubix pparmentos (IIJJAP) JHK.




AHaJIM3 NOJIUMOPGU3MA JTJTUHBI

amiiapuuupoBanubix ¢pparmenros JHK

Moaekyspabie konuu amivinguuupyemoro jgoxkyca JJHK HakanimBarwres B
PeaKUUOHHON CMECH, BCJIEICTBHE Yero KOJUYECTBEHHO OKA3bIBAKTCH A0CTYIIHBIMU JIJIA
CPAaBHUTEJHLHOIO aHAJH3a. J/lajiee moJTy4eHHbIe aMIVIN(PUKAIMOHHBIE MMPOAYKThI
(ppaKUHOHMPYIOT € MOMOIIBIO YIEKTPO(ope3a B rejie arapo3bl MM MOJHAKPUIAMU/A,
¢pparmentsl JHK, ammuinpuunupoBanHbie B X01€ peaKlMU, BbISIBJIAIOT, HCIO0JIb3YyH
pPa3JIMYHbIC METOAbI IeTCKI[MH.

Co0cTBeHHO naeHTU(PUKAMOHHBIN aHaau3 [TIJIAD xpomocomuou JTHK B nesmom
AHAJIOTHYeH MOHOJIOKYCHOMY aHau3y II/IP®D: moumopdHbie o AanHe GparMeHTshl,
IPEeACTABJIAKINNE Pa3HbIe ajlJIeJIbHbIe BADUAHTHI THNEepBapuadeIbHbIX JIOKYCOB,
BBICTYNAKOT B Ka4yeCTBe MHANBUAYAJIM3UPYHOIINX JUIYHOCTH NPU3HAKOB. OHH
PEruCTPUPYIOTCH B BUAEe HHAUBUAYAJIbHO-ClIeM(PUIHOr0 HA0OpPa U3 ABYX IMOJUMOP(PHBIX
(pparmMeHTOB (IBeE MOJIOCHI HA dIeKTPodoperpaMme), XapaKTepHU3yOIIUXCS
omnpee/IeCHHbIM PACIOJIOKEHUEM HA IOPOKKe rejisi. JTOT TAK HA3bIBaeMbId
amiuiapuxkanuoHubiii npoguas IHK u aBaserca MHIUBUIYATUM3UPYIOLIEH TeHOMHOU

XaPaKTEePUCTUKON YeJI0BEKA, KOTOPOMY NMpUHALJIE:KUT aHausupyemas JTHK.




AHaJIH3 MOJIUMOPGU3MA NJIMHBI

aMmiinpuuupoBanubix pparmenTos JHK

duekTpodoperpaMmma
(oxkpammBaHue
cepedOpom)
aMILIN(UIIUPOBAHHBIX
¢pparmenToB IHK -
ajutesen
XPOMOCOMHOTO0 JIOKYCA
ApoB-3'VNTR (2p24-
p23) BocbMHU
HEPOACTBEHHbIX
WHAMBHUIYYMOB.




AHAJIU3 MOJUMOpGU3MA JIUHBI
aMIIM(puupoBaHHbIX (pparmMenToB JHK

Yaie BCero mojochbl Ha IeKTpodoperpaMMe BU3YAJTU3UPYIOT € MOMOIIHIO
KpacuTeJs 3TUAUYMOPOMHU/IA B YIbTPA(PUOJIETOBOM U3JIYUYEHUHN UJIU IYyTEM
OKPALIMBAHUA HUTPATOM cepeodpa.

B nocaennee BpeMsi Bce 00Jiee aAKTUBHO BHEAPAETCH Perucrpanus
amiuinpuuupoBanubix pparmenToB JJTHK ¢ ucnosib3oBanuem 0oJiee 4yBCTBUTEIbHbBIX
METOI0B JAeTeKIMU, HAIIPUMEP, C MOMOIIbIO (MIYyOPECUHEHTHbIX METOK, BO30Yy:KIaeMbIX
JazepHbIM u3jaydeHueM. Ilogo0HbIe MeTOABI TPEOYIOT CHICHUAJIBLHOIO ANNAPATHOIO
o0ecrneyeHUus1 1 OTHOCUTEILHO IOPOTH, HO OHU AHAJIU3MPYIOT KAPTHHY
3J1eKTPOOpeTHIECKOro pa3esieHus: ¢ 04eHb BbICOKOH TOYHOCTHIO B PeKUMe peajibHOro
BpEMEHHU.

Kpome T0oro, 0TKpbIBaeTCs BO3MOKHOCTH Pa3pad0TKU MYJIbTUHILICKCHBIX
AMILTH(PUKAIUOHHBIX CUCTEM, KOTOPbIE MO3BOJSAT OJHOBPEMEHHO aHAJIU3UPOBATH
IITA®D cpa3y HeCKOJIbKHUX JOKYCOB (MX MOkKeT ObITH 0oJibIIe AecsaTka). Co3naBaeMbIn
y2Ke CyMMOI JIOKYCOB aMILIM(puKaunoHHbId npopuib THK oka3piBaeTcs Ype3BbIYANHO
MOJUMOP(HBIM, Belb OH SABJISETCH KOMOMHAIMEH HECKOJbKUX HE3aBUCUMBIX
MOJUMOP(QHBIX JIEMEHTOB, YTO M 00YCJIOBJIMBACT €r0 04¢Hb BHICOKYI0 HHAMBUAYAJIbHYIO
CHeUU(PUIYHOCTD.




AHaJau3 noJaumMopdusMa JJIMHbI

amiapuuupoBanubix pparmenTos JHK
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TunupoBanue xpomocomuou JIHK mecrun
HEPOACTBECHHBIX HHIAUBHU/IOB C IOMOIIBIO
MYJAbTUIIJIEKCHON aMILIM(PUKAUOHHON CUCTEMbI
PowerPlex2.1 System (Promega Corp., CIIIA)

JTa cucTeMa M03B0JIsieT OJHOBPEMEHHO
aHaausuposarthb [1/IAD neBaTH XpOMOCOMHBIX
Jokycos: Penta E, D18S51, D21SI1, THOI,
D3S1358, FGA, TPOX, D8S1179 u vWA
(KOMIIIOTEPHBIH MHTEPNPETAIMOHHBIN 00pa3
TPEeXUBETHOM KAPTUHBI, IOJIy4eHHOW HA
annapatHo-nporpaMmmMHoM komiuiexkce Hitachi
FMBIO II Fluorescence Imaging System): M -
KOMOMHMPOBAHHBIN aJLIeJIbHbIN CTAHJAAPT
(mpencrasiieHbI BCe a/LIeJIbHbIE BADUAHTHI
aHAJU3MPYeMbIX JIOKYCOB). CyMMapHbIH
amiuinpurkanuoHHbiii npopumwias AHK nis
KaK10r0 MHAUBUIYYMA CO31aeTCH KOMOMHALUEH
AEeBATH MAP IM0JI0C, KOTOPbIEe Y He POACTBEHHUKOB
BeAYT ce0sl KaK He3aBUCHMMbIe MOJUMOP(PHBIE
3JIEMEHTbI, YTO 00YCJI0OBJIUBAET O4€Hb BHICOKYIO




AHAJU3 noJauMoppu3Ma HyKJI€OTHTHBIX

nocjenosarejbHocrer JJHK

CymecTBeHHas 4aCTh BApUALMN B MOJUHYKJIEOTHAHBIX Hensax reaomuon JJTHK
00yCJIOBJICHA TOYCYHBIMHU HYKJIECOTHAHBIMHA 3AMEHAMM: 04Y€Hb MHOTHE JIOKYChI, B TOM
YHUCJIe U BLICOKOMOJIUMMOP(HBbIC, UMEIOT BAPUAHTHI (AJ1JIeJIh), KOTOpbIEe HA
MOJICKYJISIPHOM YPOBHE OJIUHAKOBBI 110 IJINHE, HO B TOM UJIM MHOU CTEIeHU
Pa3JIM4al0TCA MOCIAEA0BATEIbHOCTHI0 HYKJICOTHI0B. JTO TAK HA3bIBAEMbIH CANT-
nojuMopdu3m (0T aHII. Site - y4acTOK), KOTOPbIA YCJIA0BHO MOKHO 0003HAYUTD [IITAD -
MoJIMMOP(PU3M MOCJIeA0BATEIbHOCTH aMmIuIMpuupoBaHHbIX pparmenToB /IHK.
IonsiTHO, yT0 amMmnMpukanus Jokycos JIHK, odsagaommx cBOMCTBOM CaMT-
nosuMoppu3ma, npuBeaeT K 00pa30BaAHUI0 HEPAZJIUYMMBbIX 110 JJIHHE (PparMeHTOB.
JAnddepennupoBars Takue GparMeHThI C MOMOIIBI) 00BIYHBIX METO/I0B JIeKTpo(ope3a
HEBO3MOKHO, I03TOMY B HHAUBUAYaAdu3Upyroux cucremax IHITAD-tuna
HCIOJIb3YIOTCSH MHbIE IPUHIUNBI AU} (PepeHIuaAnun a/IeJIbHbIX BADUAHTOB.

Haubosiee pagukajJbHbIA NYTh - CEKBEHUPOBAHNE AMILIM(PUIMPOBAHHBIX
¢pparmenToB THK, To ecTh onpene/ieHue NEPBUYHOM CTPYKTYPbI MOJUHYKJICOTUIHOU
nenu. TeopeTn4ecKu 3TO caMbIid TOYHBIH U 10KA3aTeJbHbIA METOl AaHAJIM3A
UHIAUBUAYAJIbHbBIX T€HETHYECKUX BaAPpUALMI, IOCKOJIbKY 110 CBOEH CYTH CEKBCHUPOBAHUE
O03HA4YaeT pacIu(PpoBKY reHETHYECKOI0 K02, KOTOPbIA B NPUHLMIIE YHUKAJCH A
KaK/10I0 OpraHusMma.




AHaJIU3 oJauMoppu3Ma HyKJICOTHTHBIX

nocjaenosarejabHocTer JIHK

B HacTosilee BpemMs eAMHCTBEHHOU MOJIEKYJISIPHO-T€HETHYECKOMN
WHIUBUAYAJIU3UPYIOIIEH CUCTEMON, OCHOBAHHON HA CEKBCHUPOBAHUU CAUT-
noauMop¢ubIX amminpuuupoBadubix pparmenros JHK, siBasirorcs mosmmmopdHbie
Jokychbl MuToxoHaApuajgbHoi JJHK (mTtIHK).

MuTtoxonapuansnas JIHK yesoBexka npeacraBiisier co00H KOJbUEBYI MOJIEKYJLY,
KoTopasi umeet pasmep 16 569 nap nykieornnos. Illpeanonaraercs, yro mr/IHK
IBOJILHUOHUPOBAJIA U3 XPOMOCOMBI CBOOOTHOKUBYILIEH OaKTePUHU, 3HAYUTEJIbHAS YaCTh
F¢HOB UCXOJHOH 0AKTEPUAJIBLHOM XPOMOCOMbBI ObLJIA YTPAUeHA WJIU MePeMeCcTHIIACh B
SAPO.

Ceituac MmT/IHK 4esioBeka HacuuThIBaeT Beero 37 renoB. OHa xapakrepusyercs
PAIOM YHUKAJbHBIX OMOJOTHYECKHUX CBOMCTB: OBICTPHIM TEMIIOM MYTHPOBAHUS U, KAK
CJIEICTBHE, BBICOKUM YPOBHEM M3MEHUYMBOCTH, 00JIbIIUM YHCJIOM KONUHA B KAKIOH
KJIeTKe, MATEPUHCKHUM XapaKTepOM HACJICJOBAHUA U OTCYTCTBHEM PEKOMOMHALMM. JTH
CBOWCTBA, CTABIINE NPUYUHON IMPOKOIro ucnojib3oBanus MTIHK B nonyis{uoOHHbIX U
IBOJIOIMOHHBIX UCCJIETOBAHUAX, 1€JIAI0T €€ BLICOKOUH(POPMATUBHBIM, 2 B HEKOTOPBIX
CJIy4asiX eIJMHCTBEHHO MPUMEHUMBIM HHCTPYMEHTOM U B CyA1eOHO-MeAUIIUHCKOMN
MPaKTHKE.




AHaJIU3 noJauMoppusMa HyKJIEOTHTHbIX

nociaegopareabHocted /|HK

tRNAPT©

Phe
tRNA tRNAThr

[ Transfer RNA genes

Complex | NADH
dehydrogenase genes

tRNALeuv

[0 Complex IIl Coenzyme Q-

tRNA'e L
cytochrome c reductase genes

tRNAGY
tRNAMet

[] Complex IV Cytochrome ¢
oxidase genes

tRNATP

tRNAAla (] ATP synthase genes
tRNAASP [ Noncoding DNA
tRNACYs

tRNATY"



AHaJIN3 noJauMoppu3Ma HyKJI€OTHTHBIX

nocjaenosarejbHocTer JJTHK

Moxno ucnoub3osarb MT/ITHK Kak reHeTuuyecKMd MapKep MaTePUHCKON JIMHUH
HACJIeIOBAHNS, 1 0COOCHHO YCIIEIIHO MPH YCTAHOBJEHUHU POACTBA B TeX CIAYy4YasX,
KOI/1a TeHeTHYEeCKAas AMCTAHIUSA, Pa3deJsoluas POACTBEHHUKOB, 00/1bI1Ie, YeM OHO
MOKOJIeHHE. 3/1eCh ayTOCOMHBbIE MAPKePbI He 1aK0T J0KA3aTeJIbHOI0 pe3yJibrara,
MOCKOJIbKY MPAKTUYE€CKH HEBO3MOKHO NPOAHAIU3ZMPOBATH 0YEHb 00JIbIIOE
KOJIMYECTBO BAPDMAHTOB UX HACJICAOBAHUSA B PsAAy nokojgeHuil. Hykieoruanas xe
nocjenoBareJbHOCTh MTAHK naeHTHYHA y BCeX pOACTBEHHUKOB, CBA3AHHbBIX
MATEePUHCKOM JIMHUEN POACTBA (32 HCKJIIOYEHHUEM PEeIKUX MYTANMOHHBIX COOBITHH).

ITo 3TOM NpUYMHE JJI51 YCTAHOBJICHUS NPUHAICHKHOCTH UHANBUIA K
KOHKPETHOH I'eHEeTUYECKOM JIUHUM, a CJIe0BATEJIbHO, 1JI ero KOCBEHHOM!
HICHTH(PUKALNH, MOKHO MCIOJIb30BATH CPpaBHUTEIbHBINA aHaau3 MT/IHK 110061X
POACTBEHHMKOB MHIUBHIA M0 MATEPUHCKOM JIUHNM (cecTpa, 0adKka, asas,

IJIEMSAHHUK H T.1.).




AHaJu3 moauMoppuzMa HYKJICOTHIHBIX

nocjaeaopareabHocrer JIHK
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AHaJu3 noJauMopdu3Ma HyKJI€OTHTHBIX

nociaeaopareabHocren JIHK

Anaau3 MmT/IHK BO3MOXKeH, eciin AJIs IKCIIEPTHOI0 UCCACI0BAHUSA A0CTYIHBI
KpaHe MaJjible KoJiu4YecTBa Ouosorunyeckoro marepuana uian AHK, conepxamasca B
oOpa3sue, CUIbHO aAerpaauposana u xpomocomuas /IHK He moxker ObITH
aMILIM UM POBAHA.

MutoxonapuanbHas JJHK MHOroKpaTHo HCIOJIb30BAJIACH AJISl AHAJIM3Aa KOCTHbBIX
OCTAHKOB, BO3PACT KOTOPbIX HCUHUCIHACTCH JeCATKAMH, COTHAMM U Jaxe JeCATKAMU
ThICAY JeT. Takue pe3yjbrarbl HEJOCTHKUMBI I MHIUBUAYAJIUZUPYIOIIMX CUCTEM,
OCHOBAHHBIX HA aHAJIU3€¢ OMHOKONMMIHBIX reHoB xpomocomuou JIHK.

Boicoxkuii ypoBeHb nsMeHuYuBocTH MT/IHK o0ecnieunBaeT IIMPOKHNA CIIEKTP
WHANBUIYAJIUUPYIOLIAX XAPAKTEPUCTHK, 4 3HAYUT, 1 BBICOKMI JUCKPUMUHUPY IO
MOTEHLNAJ JaHHOT0 METOoAA.

Hockoabky MT/IHK He moaBep:xeHa pekOMOMHALIMM, OHA 10JIKHA
paccMaTpUBaTLC KAK ¢AUHBIN JOKYC. KoJinuecTBO BADHMAHTOB MOCJIe10BATEIbHOCTH
KOHTPOJIbHOIr0 pernona MmT/IHK cyimecTBeHHO npeBbIIaeT KOJIMYECTBO aJlIeJIeH
JI0O0r0, 1aKe caMOro moJauMop¢pHOro XxpomocoMmHoro mapkepa. lloaumoppusm mrtIHK
CTO0JIb BBICOK, YTO MHOIA OJUH JHIIb €r0 AHAJU3 MOKET 00eCIeYuTh J0CTATOYHO
Ha/Ie)KHOE MOATBEPKIACHUE POACTBA.




AHaJau3 noaumMoppuzMa HyKJICOTHIHBIX

nociaenosarejabHocTrer JITHK

Bapuanuu B nosiunykjaeoTuaHbIX nenax MTIHK o0yciioBi1eHbI B 0CHOBHOM
TOYCYHBIMHU HYKJICOTHAHBIMHA 3AMEHAMH - THAITHYHBIN MOJUMOPPU3M
nociaenosaresibHoCTH JJHK. IIpy Tunuposanuu mt/IHK B cyne0HO-IKCIIEpTHBIX
UICHTU(PUKANMOHHBIX UCCACIOBAHUAX UCIOJIb3YTCH AHAJIU3 MOJUMOPPU3Ma IJIMHbI
PECTPUKIHUOHHBIX U aMILTH(PUUIHPOoBaHHBIX (pparmeHToB (IIIPD, II[IAD), anaau3
nouMop(du3zmMa HyKJIeOTHAHBIX nocjaenoarejbHocTen (INIMMAP, SSO, rudbpuan3anuoHHbIE
MHUKPOMATPHIIbI) U aHAJIU3 KOH(PpopManuoHHOro nojaumopgpusma (SSCP, DGGE).

CJaenyer oTMETHTH, NMPAKTHYECKOE 3HAYCHUE UMeeT TOJIbKO HHANBUAYAJTU3UPY LA
cucrema [IITA®-Tuna, B 0CHOBE KOTOPOU JICKHUT

CEKBEHHPOBaHHE aMILTH(PUIIHPOBAHHBIX AATATTACAGGCGAACATAC|T|TACTAAAGT
¢pparmenToB THK, CHHTEe3UPOBAHHBIX HA

matpuie MmTIHK. Takoii anammus, Jif J\ M ‘."" i j ", '. ) M
npeaycMaTpUBAIOIIMil IpsiMoe A A :
CCeKBCHMPOBAHUE AMILIU(PUIUPOBAHHOIO RABATIACABRCGARER IS

MPOAYKTA, 1aeT NOJHYI0 MH(pOpMALIUIO O
NEPBUYHON CTPYKTYpPeE UCCIIeTyeMOro
¢pparmenra.

AATATTACAGGCGAACATACTTACTAAAGTGTG
AATATTACAGGCGAACATACCTACTAAAGTGTG




OojiacTu npuMeHeHus: pujioreorpadus

Tepmun «puinoreorpadgus» (phylogeography) 0b111 BBeieH ABaiicom u
coaBropamu B 1987 . B Hauase usdyuenust Mt/IHK cioxkabie 1 rpomMo3akue ppassbl U
TEPMHHBbI UCIOJIb30BAJTHUCH /Il 00bSICHEHUS 0YC€Hb MPOCTOr0 HAOIIOIEHUS: KJIaCTePhbl
HA BHYTPUBHIOBBIX JIePeBbiAX (IOCTPOCHHBIX MO CXOACTBY HYKJICOTHIHOIO COCTABA
OTAEJbHBIX MT I'€HOB) J0BOJIbHO YACTO IEMOHCTPUPYIT YETKYI0 reorpaguyeckyro
OpPHMEHTALMIO.

Takum o0pa3zom, pusoreorpadus 00beaMHSIET FeHHbIE TeHeAT0T ur
(puroreHernyeckue aepeBbs) U NPOCTPAHCTBEHHbIE NATTEPHBI.

dusnoreorpadus U3y4aeT MPOCTPAHCTBEHHOE pacnpe/ie/ieHiue reHeaJJ0rn4eCKuX
rpyni. Pazjanynabie B3aUMOOTHOILICHUS MEXKAy reHeaJlorued reHoB u reorpaduen
CTAJIM 0003HAYAThCH KaK puiioreorpagpuuecKui marTrepH.

JanHble 10 BHYTPUBHA0BOM M3MeHYuBOCTH MT/IHK moaBeprarwrcsa anaausy ¢
ABYX MO3ULIUIA:

a) reHeaJIOrHYeCKUX B3aUMOOTHOIeHNI Mexay Mosiekyjaamu Mt/ IHK;

0) reorpaguueckoro pacnpenejgeHusi (pPUIOreHeTH4eCKUX rpyIil.

B3siTble BMecCTe 3TH 1Ba 3JIEMEHTA COCTABJISIIOT, 10 ONpe/ieJIecHHI0 ABaiica,
BHYTPUBHI0BYIO puiioreorpaduio.

Takue xe uccjieJ0BaHUS NMPOBOAATCS MO Y-XpoMocoMme.




Oobs1acTu npuMeHeHus: (pusioreorpadus

CymectByer 0k0/10 20 ocHOBHBIX THIIOB MT/IHK, koTOpBIe Ha3pIBaKOTCH ramjiorpynnbsl. OHu
BO3HMKJIM B IPOLecce IBOJIOLMH YeJI0BeKA B pPe3y/IbTaTe HAKOIJICHUS] U3MEHEHU — MyTallUi — NIPHU
nepeaaue MT/IHK mo HaciaencrBy. ['anuiorpynnsl 1esiTcs Ha MOATPYIIbI, KOTOPbIE AEJATCH HA MO/-
noarpynnbi. Umest npeacraBiaenne o ckopoctu HakomiaeHuss myrauuu B MT/IHK M0kHO ¢ BBICOKOU
TOYHOCTBHIO YCTAHOBUTH BPeMsl MIPOMCXO0KICHUS KOHKPETHOM Iranjiorpynibl, a C)ABHUBAsl CTCNCHb
POACTBA ramJIOrpyIi Mexay co00uM — reorpapuyeckoe MecTo MpPOUCX0KIACHUS.

Pa3Hble 3 THHYECKHE IPYIIbI PA3JIHYAITCH KAK 110 HAJIUYMIO Y UX NpeacTaBuTes e
onpeaeaeHnbix ramorpynn MTIHK, Tak ¥ 110 COOTHOIIEHNIO PA3JIMYHBIX IAMJIOTPYNI BHYTPH 3THUX
rpynin. AHAJIU3 HA ITHUYECKOe NMPOoUCcXoKIAeHue nactT uHgopmauuio o ramorpynne MmtIHK u o Tom, k
KAKOM 3THUYECKOW rpyIie NPUHAICKUAT YeJ0BEK 110 MATEPUHCKOU JIMHUM.

B otsimuue or MmTITHK, Y xpomocoma nepenaercs ToJbKO 10 MYKCKOM JIMHUH - OT OTHA K ChIHY.
I'eHnbl, HAXOASIIIMECS HA ITOM XPOMOCOME, OTBEYAKOT 32 ()OPMHUPOBAHUA MYKCKOI'0 1M0JIa Y pedéHka,
MOJITOMY 3Ta XPOMOCOMA NMPUCYTCTBYET TOJAbKO Yy My:KUMH. U3MeHeHuss B Y XpoMocoMe MPOUCXOAAT
HCKJIIOUYHMTEIbHO 32 c4eT HaKoIIeHus: myTanui. CymecTByeT 0K0J10 30 OCHOBHBIX ramjiorpyni no Y
XpoOMOCOMe, KOTOPbIe MOAPAa3AeJAI0TCH HA NOATPYNNbI U MOA-NOATPYIIIbI.

Pa3Hble HAPOABI M ITHUYECKHE TPYNIIbI OTJUYAKTCS APYTr OT APYra mno ramjorpynmnam Y
XPOMOCOMBI, 2 TaK:Ke 10 COOTHOIIECHHUIO IAIVIOTPYIII CPeIu NMpeAcTaBUTe/Ied 3TUX HAPOAOB U
ITHUYECKUX Irpymni. Pe3yjbTrarsl T€CTa HA ITHHYECKOE IIPOUCXO0KICHUE M0 Y XPOMOCOMe JaayT
HH(pOPMALMIO 0 FAIJIOIPYIIIE YeJI0BEKA, HA OCHOBAHUU KOTOPOM MOKHO JIETKO CIeJIATh 3aKJIIYeHUEe K
KaKO# 3THHUYECKOM IpPyIIe NPUHANIEKUT OH U ero MpeaK Mo MYKCKON JUHUU.
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Oo0s1acTu npuMeHenusi: gpusioreorpadus

MTDNA Haplogroups
of the World

MA
crcor SO < i o Bude@udvBcldzBoOcBeE
B Egmf...gm OcOn B BwBADOxEYHrEs
B CHist. A S Br Ow@Os OvOerOsE T B Ok [J other

Speciic Iribes or locations are shown at ke Unlabelled pies are for general population in the area

::::“ ST: Sou“hpsuw Afncan, Amencan, and especially Polyresian areas are very large. The data in this chart is supposed
- TU Teks 10 fepeesant the sduation Defore the recent ELropean expanson Deginning about 1500 AD

Japanese UZ Uzbers AOSOUIIS I Mesin A Sompwhon .

Kets YA Yahuts



Oo0uiacTu npuMeHeHus: pujioreorpadus

Y Haplogroups
of the World

AA  Australian IB Iberia NW Norwegian
Aborigines IC Iceland PE Persian (Iran)
AL Altaians IJ  Irian Jaya PG Papua New Guinea
AM  Amerinds Highlands Highlands
AP Apache (N-D) IN  Indo-European PH Philippines
BF BurkinaFaso [T ltaly PY Pygmy OaA [Os Ec [Ob [Jexesv[] E3v[]F
BO Borneo JP Japan RU Russia 7
BU Buryats KG Kyrgyzstan SA Saami D G . H _ I D J . K . L M
CN Cameroon KT Kazan Tatar SC Scotland
CW Chippeway (N-D) KY Koryaks SL Selkups . N . o D P D Q . RxR1 D R1 a. R1 bl:l Other
CY Cheyenne KZ Kazakhstan SF  South Africa
DR Drayidian MA Mideast Arabs SN Sudan The data in this map is supposed to represent the situation before the recent European expansion
ES Eskimos MC Morocco SU  Sumatra beginning about 1500 AD. In some cases such as some Native American tribes and the Maori this
ET Ethiopia M Maqn B leet. can be done reliably because STR typing was done. In other cases, especially in America, it is
EV  Evenks ) ML Mali TU Turkish guesswork. The “Other” sectors in America indicate this. Native American groups are labeled by
FP  French Polynesia MO Mongols UG Uygurs language group as Amerind, Na-Dene (N-D), and Eskimo. F, K, L, and P are in some cases
GE Georgia-Armenia MY Malaysia UZ  Uzbek “catchall” groups because some researchers did not use enough markers for a full haplotype

GM Germany NB New Britain WS Western Samoa
Han Chinese Nenets Yakuts

determination.
Copyright © 2005 J. D. McDonald




OobgacTu npuMeHeHus: pusoreorpadus
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O0J1acTH IPUMEHECHUS: KOHTPOJIb JICYCHUSA

OaHuM U3 Ba)KHBIX IPUMEHEHUN METOAA UCCJIeT0OBAHUA NOJUMOP(PHBIX JIOKYCOB
JAHK saBasieTcs 0TC/Ie)KUBAHUE NIPUKUBICHUA CTBOJIOBBIX KPOBETBOPHBIX
KJIETOK JIOHOPA y 00JIbHOIO (PEeUMIIMEHTA) MPH TPAHCIUIAHTAIIMHA KOCTHOTO MO3ra.

SABJIeHHE COCYIIECTBOBAHNUS B OPraHU3Me PEeIMIIHEHTA COOCTBEHHBIX KPOBETBOPHBIX
KJIETOK M KPOBETBOPHBIX KJIETOK JOHOPA HOCUT Ha3biBaercs xumepusm. Ilepen
TPAHCIUIAHTAIMEH Y PEHUINIMEHTA U JOHOPA npoBoauTcs ucciaenosanue 10-12 sokycon
JAHK u onpeaeasirorcst Takue JOKYChI, 110 KOTOPpbIM IHK pennnuenTa u 1oHopa
pa3jinvaeTcs, TaK Ha3blBaeMble «MeTKu». [1ocjie TpaHCIUIAHTAIIMY 10 TAKUM I'¢HOMHbIM
METKAM MOKHO OTCJIeAUTh NMPUKUBJICHUE KOCTHOIO MO3ra IOHOPA, IPH MOJTHOM
YCIEHTHOM NMPHKUBJIEHAN KOCTHOIO MO3ra y PeHMIIUEHTA UCYE3aI0T €ro COOCTBEHHbIE
xapakrepHbie Mapkepbl JIHK u ocTaroTes T0JIbKO XapaKkTepHbie MApPKepPbI T0HOPA.

HccaenoBanue xuMepu3Ma MPOBOAUTCH B TEYECHHE S JIeT MOCJIe TPAHCIIAHTAIMH.
IHosiBJieHME Y pEHIUNIMEHTA Yepe3 KAKON-TO NPOMEKYTOK BPEMEHHU ero cO0CTBEHHbIX
mapkepoB IHK cBuaeTe/ibCTBYeT 0 BOSBHUKHOBCHUM peluauBa 3a001eBanusa. Takum
MOJIEKYJISIPHO-TEHETUYECKUM METOA0M PelUJIuB MOKHO BLISBUTH HA PAaHHEN CTAIUU, YTO
MO3BOJIMT NPUHATH CBOCBPEMEHHbIE BpaueOHbIe MepPbl VI NPeI0TBPALLICHUS PAa3BUTHSA
00J1e3HM.




O0/1a¢TH NPUMEHCHHUA: KOHTPOJIb JICYEeHU S

Koamn4vecTBeHHBIN
aHAJIU3 XMMepUu3Ma
¢ nomombio STR-
¢pparmenToB JIHK,
BbINOJIHEHHBIH HA
reHeTH4eCKOM
a”Hasau3arope ABI
310: A — maumeHT
10 TPAHCIJIAHTAIIUM;
b — nounop;
B — nmamueHT mocJjie
EREITS 3 TPaHCIJIAHTAIIN A
HMeeT TOJIbKO
ﬁ ﬁ A JTOHOPCKHUI THII;

- 8 8 8

I' — nmanueHT mocJie

A

!!!;J‘.ITS? :!33&-;8 ﬂ-ﬂilt ﬁ TPaHCIUIAaHTAlUH .

CMELIAHHBIA XMMEPHU3M ¢
L s L —— CORCPIKAHUEM TIOHOPCKUX
- _ g b KJ1eToK 50 %
CBHIETEJbCTBYET O
peunauBe 3a001€BaHMS.

g 8

e ] FHI



OoJacTu IpMMEHEeHUs: CyAeOHO-MeIUIIMHCKAS IKCIepTH3a

HUcnonb30BaHne MeTOA TeHOTUIIOCKONUN MOKET MO3BOJIUTH PEelIMTh MHOTHE
NMpo0JieMbl, BOSHUKAIOIIME MPH PACKPBITHH U paccjie0BaHuu npecrymiaeHun. I1o
TAHHBIM JIA00PATOPUU T€HOTHUIOCKONMUU JKCIMEPTHO-KPUMHUHAJIMCTHYECKOIO IEHTPA
MB/I Poccun ¢ ero noMoub0 BO3MOKHO CJIeAYrolIee:

1. YcranaBauBaTh NPOUCX0KIEHHE KPOBH, CIIEPMBbI U HEKOTOPBIX APYIUX 00bEKTOB
0T KOHKPETHOI0 JINIIA.

2. O0beAMHATD NPECTYIJIEHUS, €CJIM UX COBEPIINJIO OTHO U TO Ke JIMI0 U OCTABHJIO
cJieibl OMO0JIOTMYeCKOro NMPOMCXOKIACHHS, HATIPUMEP CIlepMy.

3. Onpenensitb, He HACTYNUJIA JIM 0€ePEMEHHOCTDb OT JIMIA, I003PeBaeMOI0 B
COBepPIICHUH N3HACHJIOBAHUS.

4. YcTaHABJIUBATh KOHKPETHBIX YYACTHUKOB COOBITUN B CJIy4asiX 00HApPY:KeHUA
CMEIIAHHBIX CJIeA0B OMOJOTHYeCKOr0 MPOUCXOKACHUs (IKCIEPT NMPH HEOOXOAMMOCTH
MOKET CKa3aTh, YTO JJaHHOE€ KOHKPEeTHOe NMATHO KPOBH 00Pa30BaHO KPOBbI0O HECKOJIbKHUX
JIMI M YKA3aTh KAKUX KOHKPETHO).

5. Onpenensitb, OTHOCATCH JIA YACTH TPYNA, 00HAPYKEHHbIC OTYJICHEHHBIMH, K
O/THOMY MJIA Pa3HbIM TeJIaM.

6. YcranaBiamBarb, MOTYT JIM KOHKPETHbIE MYKYMHA M )KEHIMUHA ObITh POAUTEIAMU
pedeHKa.




Oo0JacTu IpUMEHEHHUs: CyAeOHO-MeIMIIMHCKAS IKCIIePTH3a

IIo pe3yabraram ucciaegoBanus «orne4arkos» AHK Bo3MoKHBI cieayronue
BAPUAHTHI BLIBOJOB IKCIIEPTA:

1. IIpoucxoxaeHne UCCIAEIOBAHHOIO 00bEKTA 0T KOHKPETHOI0 JIMIA HCKJII0YAeTCH.

2. YcraHoBiieHa uaeHTHYHOCTH MoJiekyJ JHK B ucciaenyemom o0bexkTe u odpasue,
B3ATOM OT Jiuua A. CienoBaresibHO, HCCIEI0BAHHBIA 00beKT X MPOU30IIIE] OT JHuIa A.

IIpu ycTaHoB/IeHUM poauTeiel pedeHKAa BO3MOKHbI HECKOJIbKO BAPUAHTOB 0TBETA:

1. UckiaroyaeTcs MpoOMCXOoKIeHUE Ppe0eHKA OT OJHOT0 U3 MPeAnoIaraeMbIX
poauTeiei.

2. Uckirouaercss NPOUCX0KICHHE Pe0eHKA 0T 000UX MPEANnoIaraeMbIX poAUTe IeH.

3. BuoJIOTHYeCKUMHU POAUTEIAMHU PeOCHKA ABJIAITCH KOHKPETHbIC MYKYMHA U

AKCHIIIUHA.




O0J1acTH NPUMEHEHUSA: YCTAHOBJIEHUE POACTBA

JJist moATBep KAEHUS OTLHOBCTBA (MATEPUHCTBA, POACTBA) HEO00OXOAMMO
uccjaenoanue kKak MuHUMyM 10-15 HezaBucumbix JJokycoB JTHK, ¢
BO3pacTaHueM Yucia ucciaenyemsoix JokycoB JIHK yBernunBaercs
BEPOSITHOCTH MOATBEPKIACHUA OTHOBCTBA. MaKkCMMAaJIbHASl BEPOATHOCTD
MOATBEPKACHUS OTHOBCTBA cocTaBisieT 99, 99 %.

JIJIA HCKJIIOYEeHHUS OTHOBCTBA I0CTATOYHO NMPOBECTH HcciaenoBanme 4-6
JokycoB THK, BepossiTHOCTH HCK/IIOUYeHus cocTaBiseTr 100 %.




Oo0J1acTH IPUMEHECHUS: YCTAHOBJIEHUE POACTBA

HacaenoBanue ajlieIbHBIX BADHAHTOB KAaKA0I0 MOJIMMOP(PHOIO JIOKYyCa
NPOMCXOAUT IO AAEPHOMY THILY, TO €CTh IPUMEPHO MOJIOBHHA BCeX MapPKEPHBIX
3JIEMEHTOB, COCTABJIAIOLIUX JOKAJIbHbIA T€eHOMHBIN NPOPUIIb KAKIOI0 YeJI0BEKA,
BeeT HAYaJI0 OT ero oTua, a Apyras nojoBUHa - 0T Mmarepu. Takoi xapakrep
HaCJIeI0BAHUS 00YCJI0BJICH ayTOCOMHOM JIOKAJIHM3alMel runepsapuade/ibHbIX JOKYCOB:
KAXKIAbIA AJVICIbHBIA BAPUAHT HACJIEAYETCH KaK MPOCTO MEH/IeJIeBCKMUI
KOAOMHMHAHTHBIN MMPU3HAK.

NaeHTH(pUKAMOHHBIA TECT, HAMIPABJICHHBIA HA pa3pellieHue CJy4aeB
O0CIIAPUBAEMOI0 OTHOBCTBA, MPEANOJIAraeT CPABHUTEIbHBIA AHAJIU3 F€HOMHBIX
npoduiien pedbeHka, Marepu 4 npeanojgaraemMoro orua. Ipu arom cuavaJjia
PErucTPUPYIOT T€ MOJOCHI B TCHOMHOM OTIIEYATKE Pe0CHKA, MO3UIUN KOTOPbIX
COBIIA/IAKOT C MATEPUHCKUMHM IOJIOCAMHU, 2 OCTABIINECH 0JIOCHI Y pe0eHKa
COMOCTABJAIOT ¢ FTEHOMHBIM NpoduiieM My:k4uHbI. Eciin ncciienyemoe Tpuo
NpeACTABJIseT CO00 HCTUHHYI0 OMOJOTHYECKYI0 CeMbI0, BCE€ HEMATEPUHCKHUE MOJI0ChI
pedeHKa 00HAPYKATCH B TCHOMHOM npodusie orua. B npoTuBHOM xKe ciaydae 4acTh
I10JIOC B JIOKAJbHbIX FT€HOMHBIX NPOPUISAX PEOCHKA 0KAXKETCH «JIMIIHUMI», TO €CTh He
HalJIeT COOTBETCTBHMS B FTEHOMHBIX NPOPUIIAX 3aIBJICHHBIX POAUTEICH.




O0J1acTH TIpMMEHECHUS: YCTAHOBJICHUE POACTBA

1 2 3 M M 1 2 3

duiekTpodoperpamma (oOKpamnBaHue cepeopom) amimiupuuuposanubix pparmentos THK -
ajuiesied xpoMocoMHOro VNTR-iokyca DIS80 (1p36-p3S) Tpex uHAMBHUAYYMOB:

a - ICTUHHAs ceMeliHasl rpyIIa - MaTh, pe0eHok u orel (1, 2 1 3, COOTBETCTBEHHO);
0 - J10KkHAsl ceMeHHas IPyINIa - MaTh, Pe0EHOK M JIZKEOTel; CTPEJIKON 0TMEUYeH OTHOBCKUM aJlJIe/Ib
pedenka, koropblii orcyrcTByeT B JIHK HepoacTBeHHOro Mmyk4uuHbl; M - crangapr
MoJIeKyJISPHBIX Macc Alul-ruaposmsar JHK miasmuasl pBR322, npuBenens! pasMepsl B mapax
HYKJICOTHI0B



Oo0J1acTH NIPpYMMEHECHUS: YCTAHOBJCHUE POACTBA

Koraa reneruuyeckasi 1MCTAHIMS, PA31eJSI0OMIAA POACTBEHHUKOB 10 BEPTHKAJIHU
(«poauTeU-AeTH», «1e1/0a0Ka-BHYK» W « A1/ TeTKA-IJIEMSIHHUK)), IPeBbIIIAET OIHO
MOKOJICHUE, WIH aHAJIU3HPYIOTCSH FOPU30HTAJIbHBIE CXeMbI POACTBA («OpaT-cecTpay),
BepupUKAUSA POACTBEHHBIX CBSI3€H C MOMOIIbLI0 AHAJIU3A OHOM JIUIIbL XPOMOCOMHOM
JTHK oxa3biBaeTcsi npodieMaTH4HOM.

Kpowme Toro, ecjiu 11 IKCNEPTU3bI HEAOCTYNHbI HIeHTH(UUMPYIOLIHEe 00bEeKThI,
KOTOPbIE MO3BOJWIH ObI IPSAMO YCTAHOBUTH HHAUBUAYAJIU3UPYIOLIME PU3HAKHA
norudmux Ha yposae ux xpomocomuoi IHK, ocraercs T0/1bK0 BO3MOKHOCTH KOCBEHHOM
UACHTU(PUKALNH IyTeM UCIOJIb30BAHUS B KauyecTBe HICHTHPUUUPYOIINX 00bEKTOB
OMoJIOrn4ecKuX 00pa3oB, MOJYYEHHBIX OT POACTBEHHUKOB MOTHOIINX.

B 3Tux ciaydasx TunupoBanue MUTOXOHApUaabHOU JIHK no3BoJisier BHIABJIATH
POACTBEHHBIE CBA3H € MOMOIUBLIO He OJIM3KOPOACTBEHHBIX, 4 TAK CKA3aTh, TPACCUPYIOLIMX
POIOCJIOBHBIX MAPKEPOB.

OxHuM 13 nepBbIX U HaubOJIee IPKUX MPUMEPOB UCII0JIb30BAHUA
mMuToxoHaApuaabHoi /IHK B 3kcnepTHOM HcC/IeI0BAHUN CTAJIA HACHTUPUKAUS
OCTAHKOB 4JICHOB POCCUIICKOH UMIIEPATOPCKOM CeMbH.




O0J1acTH HPUMEHEHHUS: YCTAHOBJIEHHME POJACTBA
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uneH MocyaapCTBEHHOW KOMUGEUN
Mo MCCNeaoBaHnio OCTaHKOB

Ml e

s g

IV,
. . § < / i Aaplle ' D
Nmneparpuna Asekcanapa ®enoposHa 0bljia BHYYKOH KOpPoJieBbl Bukropun. OT Heé oHa
yHacjenosasia ¢csoro MT/IHK. Iloromkn npunueccsl Bukropuu I'eccen-/lapmuiraackoii, poaHou
cecTpbl MMIIEPATPULIbI AJIEKCAHAPBI, U UX TEéTH NPUHLEcchl bearpucel, npexocraBuin 00pasubl
nast anaau3a. Bee ocooennocTu MT/IHK 1 1o iMHUU cecTphI, U 10 JJUMHUM TETH MOJHOCTHIO

COBIIAJIM C BbISIBJICHHBIMH Y MATEPH U IeTell eKATEPUHOYPICKUX OCTAHKOB.

PoacrBeHHbIE CBA3U OBLIN MCCJIE0OBAHBI M 110 MYKCKOM JJUHUU. [IJ151 ITOr0 MpoBe/Iv aHAJIU3
Y-XpoMoOCOMBI, KOTOPasi HACJIEXYeTCsl OT OTHA K CHIHY U onpeaeaseT My:KCKOM 1moJi. MaJIbuuK u3
BTOPOI0 3aX0pOHeHus (AJIeKceil) COOTBETCTBOBAJ OoTHY ceMbH U3 nepBoro (Hukouaro II). Ux
POACTBO € JiuHHEeH POMaHOBBIX YCTAHOBWJIM MPH CPABHEHUH € IOTOMKAMH 10 MYKCKOM JIUHUU
Huxonas I, npagena Hukomasn I1.

-

fpptieom



Oo0uacTu IpUMEHEHHUsI: CYIeOHO-MeIMIMHCKAS IKCIIePTH3a

Mosieky/JIipHO-TeHETHYECKUI METO/ TaK:Ke IPUMEHSETCs NMPH YCTAHOBJICHUU
NMPUHAJICKHOCTH KPOBH, CIIEPMbI OTHOMY M TOMY Ke JIMILY, YacTed TPyIna OJHOMY
YeJ10BeKY.

Ba:xxHO 0TMETUTB, YTO OCHOBHOI NMP00JIeMOH MPH MOJIEKYJIAPHO-T€HETHY€CKOM
HCCJICOBAHUM CYUTACTCH OTCYTCTBUE B 00JIbIIMHCTBE cay4yaes o0pasuos IHK
POACTBEHHMKOB YMEPILEro Wiy MpPonaBiiero 6e3 BeCTu, T0 €CTh OTCYTCTBHE MaTepuaa
JJISl IPOBEICHUA UCCJICA0OBAHUS.

B 1aHHBIX c1y4asix, reHeTH4eCKMM METOAO0M MOKHO YCTAHOBUTD TOJbKO JHIIb

PAaCOBYI0O M MMOJOBYI0 IPHHANJICKHOCTD JIMIIA.




ObJgacru NpUMeHEeHHUsI: CyAeOHO-MeAUIIMHCKANA IKCIIePTH3a
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O0JacTy NIpUMMEHEeHUsS: CyIeOHO-MeAMIMHCKAS IKCIePTH3a
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OoJacTu NpMMEHEeHHUs: CyAeOHO-MeAUMIMHCKAS IKCIePTH3a

C TeueHHEeM BpeMEHH MOJICKYJIAPHO-TEHETHYECKAasl IKCIIEPTHU3a CTAHOBUTCHA BCe DoJiee
pacnpocTpaHeHHbIM M BCEe MeHee JOPOrdM MeTOA0M KPUMHUHAJIUCTUKU. [Tpu 3TOM
3} (PeKTUBHOCTH ee KpailHe BbICOKA.

C 1990-x rogos B CIIIA, I'epmanun, BesiukoOpUTaHUH JeHCTBYIOT 32aKOHbI 0 TCHOMHOM
peructpauuu. CoriacHO 3 TUM HOPMATHUBHBIM aKTAM MCCJIEAYeTCH U 3AaHOCUTCH B 0a3y
JAHHBIX OMOJOTHYECKUUA MAaTEePHUAJI, OCTABJCHHbIN HA MeCTe MPEeCTYIVICHUS He
YCTAHOBJICHHBIMHM JIULAMH. B 3Ty ke 023y 3aHOCUTCSI TEHHBIU «IIACIIOPT JIIOEH,
OTOBIBAKIIUX HAKA3aHMeE 32 0C000 THKKHe npecTynjieHus. Takas 0a3a oka3ajiacb BeCcbMa
3¢ PeKTUBHBIM CPEACTBOM PACKPLITHS NMPECTYIVICHU, B KOTOPbIX HET HU MOA03peBaeMbIX,
HU CBUJIETEJIEH, TAK KAK B 00JILIIOM KOJUYECTBE CJIYy4YaeB HEONMO3HAHHbIN IeHeTUYeCKUi
MaTepHaJl PAHO WIH MO3HO HAXOAWJI MOCPEACTBOM 0a3bl CBOEr0 XO3MHA WM MOKA3bIBAJI
CBSI3b C IPYTMMHM COBEPUICHHBIMHY NpeCcTyIIeHusIMU. Takoil 3akoH npuHAaT B 2009 roxy u B
Poccun, o1HaKo pUHAHCUPOBAHUE €r0 HAYAJIOCH JIUIIb HEIABHO, U TOBOPUTH O CEPbE3HOM
3¢ PexTe NJ8 HAIIEH CTPAHBI MOKA NMPEKIeBPEMEHHO.

IKCIEePTHLIN HACHTH(PUKANMOHHBIA AHAJIN3 MPOI0JIKAET CBOE PA3BUTHE YKe HE
TOJBKO KaK 00/1aCTh MOJICKYJISIPHO-TEHETHYECKHUX UCCJICAOBAHUIN, HO M KAK 3JIEMEHT
KOMILICKCHOT0 KPUMUHAJIUCTUYECCKOI0 3HAHUS, HANIPABJICHHOI0 HA pacciel0BaHle U
PacKpbITHE NMPEeCTYNJICHUM.




bJiarogapro 3a
BHUMaHue!




