Tov 30 1996 Bbin. 2

YK 575.1:577.1
AHAJIM3 TTOJIMMOP®U3MA JIBYX I'MTIEPBAPUABEJIbHbIX PAUOHOB
FEHOMA YEJIOBEKA B PYCCKOH 1TOIIYJSIUMU MOCKBbBI C [IOMOLIBIO
MMOJIMMEPA3HOM LHENHON PEAKUHUHN

o 1996 1. U.A. EOPEMOB, A.A. YHCTSHSKOB, B.B. HOCHKOB

Tocvdapcmaennviii nayanbiii uenmp Pocculickod Pedepayuu «TocHHH cenemuxa», Mockea, 113545

Ha ocuose MeTona noauMmcpasuoin nennon peakuun (ITLP) nposeien anatus
a:171e1bHOFO NoauMopdu3aMa JBvX ruliepsaprabetpibix 10kycos (D1S111 n RBI1-
VNTR) cpeit 120 HepOICTBCHHBIX NMPCICTABHTCICH PYCCKOiT HAMHA, MTPOXUBAI0-
nmx B Mockse. O6Hapyxeno 14 asaencit aokyca D1S111 pasvepoy ot 381 70
862 m.u. 1 9 aricneit Jokyca RB1-VNTR aaunnoit or 1200 zo 1650 1m.u. Oupe-
JceHa HYKICOTHANA NTOCICI0BATE IbIOCTh OJHOTO H3 &/11CTeH 10K YCa DiS11t,
YTO IO3BO.IMI0 KI4CCH(HIIMPOBATD ATICIM [10 YHCTY COICPXKAUUXCHS B HHX
TAHJEMHBIX 110BTOPOB. [TOKA3aHO COOTBCTCTBHE IKCIICPHMEHTATTbHBIX 3HAUCHHH
YaCTOT BCTPCUACMOCTH TCHOTHIIOB PABHOBCCHOMY pacnpegerienuio Xapau-Baiin-
fcpra B BCCIEA0BaNHOM BROOPKE A1 000HX JTOKYcoB. ITPOBCIEH CPaBHHTCIbUBIA
ara’IMs pacipeieIenus arielbibx 4yactor jokyca RBI-VNTR B pycckodt u
AMCPHKAHCKUX TIOUYAAIHSX. [TPCA0KEIO HCIO.1b30BAT AAHKHBIC T0OIMMOPDIIbIE
JOKVCH TIPH MAEHTUDHKATIMY JTHYHOCTH M OLIPEIeICHIM CIIOPHOIO OTLOBCTBA.

K110uegble ¢A06¢; NOIHMMEPAZHAR HETHAS PCAKUMs, a-L1eIbibUl MomnopdHay, Mutnicare-
aut p33.6, RBI-VNTR, pycckas nony.asimsi.

K1acc noauMopdHbiX JOKYCOB, M3BECTHBIX KAK TAHAEMHBIE MOBTOPBI C U3MCHSIIOIIMM-
o wicioM Konuit (variable number of tandem repeats, VNTR), xapakrepuaycrcs
BLICOKOH CTENCHBIO MHAMBHAYAIBHOIO MOJUMOPDU3IMA B TEHOMC YCIOBEKA [1], uTO
00V CI0BIMBACT WX [IMPOKOC MCTOAL30BAHUE B KAUCCTBE TCHETHUCCKMX MApKEpPOB NpH
KAPTHPOBAHHM MEHOMA, MACHTH(MHKALIMN JIMUBOCTH M [IDH OMPCAEIEHIHH POICTBA MCKAY
HHIMBHYYMAMH.

Beasep u coast. {2] ofHapyXnau BHYTPM MHTPOHA 1 reHa MHOT;7001HA 4E/I0BEKA
[0C.1EI0BATEABHOCTD, COCTOSILYIO M3 UETHIPEX TAHACMHBIX MOBTOPOB AIMHON 1o 33 m.H.
33-u1¢HHBI NOBTOPSIOMIMKIICA CMEHT BBIJACAHIH U3 TEHOMA, KJIOHMPOBAJIH M MCIO/1b-
30BA1M B KAyeCTBE 30Haa s rubpuansaumu ¢ rexomuod OHK ueiaoseka [3i1. B
pC3VIBTATE MOKA3A M HAJMYKE B TCHOME LIEAOTO CEMEHCTBA HOBTOPOB, HYKJICOTHIHAA
MOCICI0BATEABHOCTh KOTOPHIX Obl1a YACTHMUHO KOMIJIEMEHTAPHA MOCIEA0BATCABHOCTH
aauHoro 30H4a [3, 4]. K ux yMcay NpHHAIIEXKUT B MHHUCATE/LINT p33.6, pacnoaoxeu-
et B sokyce DIS111 (xpomocoMuast Jjokanusauus lcen-q24) u COCTOSILUMH M3
TAHICMHO TOBTOPSIOWUXCS OCAEOBATEABHOCTEH €O CpefHEH AIMHON 37 n.a. [3].
JIxeddpuc u coast. [3] nokasaau BBICOKHi YyPOBEHB nosuMopduama 3Toro J10kyca: 8
aricTelt GbLT0 OGHAPYXKEHO mpH TuOpuausanuonHoM aHaaude obpasuos JHK 14
HCPOICTBEHHbIX DPUTAHLEB.

TinepBapuabeabnnit jgokyc RBI-VNTR pacnojoxed BHYTPY MHTPOHA 16 rena
petitHobaacTompr (RB1), SBIISIOIETrOCs TEHOM-CYIIPCCCOPOM, BOBJCUCHHBIM B ITPOLCCC
00pa3oBaHMA 3;T0KAYECTBCHHBIX OMYXO0JCH a3 y acteit. ['eH, cBS3aHHBLIN € IpeApacno-
JOKCHHOCTBIO K PETMHOOIACTOME, PACHOJIOXEH Ha XpOMOCOME 13q14 u umeeT BAKHY
o010 200 T.m.H. [5-7]. Xopwtemke u coasT. {8] mokasaim OTUCTIMBYIO KOPPCIALANIO
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MEXKAY COMATHUCCKOH MOTCPEH TCTCPO3HIOTHOCTH B TCHC RBI1 u piCKOM Da3sBUTHA
peTHHOO1ACTOMBL. Y POBCHD noauMopdH3Ma, BHISBICHHOTO 114 RBI-VNTR, nosso.sser
CunTaTh €ro MHGMOPMATHBHBIM MADKEPOM B HMCCICAOBAHMAX CUEIICHHOCTH TCHOB C
3aB0CBAHUAMH, @ TAKXE 19 MIACHTH(hHKAUHN JHUHOCTH [7.91.

HuHBpl TAHACMHBIX TIOBTOPOB RB1-VNTR, kax u DISI111, 3asucar OoT HaIMuud
BHYTPECHHUX HYKJCOTHIHBIX BCTABOK H aercumit. Iapd u coast. [9] mpu anamisc
as1eapHoro noanmopduama sokyca RBI-YNTR ncnob3osaiu CpeaHyi pa3Mep noBTO-
psioncitcss eauHubl 8 50 m.H. HenocTogHCTBO AJHHB TAHICMHOIO MOBTOPA IMOKA3aHO
a1a muorux VNTR, nanpumep, ais COL2A1 u ApoB 3’ VNTR [10, 11].

cnonb30Banue noanMepasHoit menHoit peakimuu (IHP) {12} B oTAMuME OT aHAIU3a
nosuMopdu3Ma AaMH PCCTPHKTAZHBIX tdparmentos (RFLP-anaams) [13] npn u3yueHun
BapHabCAbHBIX JIOKYCOB [103BOIACT WAEHTHPHUMPOBATD /ICTH, PA3IMYAIOLIMECST MCX-
Ay coBoit AviIb HA AJMHY OIHOTO MOBTOPA M TOYHO ONMPCICAATH NX pasmepsl. Boamox-
HOCTh TOUHOrO TCHOTHIIMPOBAHUS HMCCACIYCMBIX OOpasiioB, B TOM YHCIC NPH aHa/IH3C
ManbIx KoinuecTs (5—-10 ur) u/uau acrpaanposannoi NHK, neaaer AMP-FLP ananu3
(PCR-amplified fragment length polymorphisms) (14, 15] odbdekTHBHBIM MCTOAOM B
NONY. ISHOHHBIX UCCACAOBAHMSIX M NPH HMACHTU(DHUKALIH JTHYHOCTH.

YCJOBHA DKCNEPUMEHTA

Pecrpuktasza Hincll, IHK-aurasa tpara T4, dparmenT Kacrosa JHK-noauMepasst
1 E. coli u OJHK-noaumepasa Taq® Obui noayucHbl 0T HIIK «Buotcx» (Mocksa),
[«->2P]dATP (6000 Kin/MM0.1p) ~ MPOM3BOICTBA USAD (O6unnck). CHHTC3 OJTUTOHYK-
JCOTHAHBIX NpaiiMepos Beinmoaden B MHcTuTyTC 6uooprannueckoit xumun PAH (Moc-
KBd).
Buiacsacuue maasmuadoit JHK, o6pabotky ec dhepMEHTAMH U 21CKTPOOPETHUCCKOC
© Pa3Ic/CHUE B Arapo3HBIX Te/sX MPOBOIUIM COJIACHO METO1AM, onucaHuniM y Mauua-
THca u coasT. [16]. Tenomuyio JHK mn3 BCHO3HOI KPOBM BBLACASIM [0 MCTOIMKE,
omnucannol I'mamom u coast. [17]. TlonyasuuonHas BLIOOPKA, BKJIOUAIOLAS 120
HCPOACTBCHHBIX MPCACTABUTC/ICH PYCCKOH HAUMM, MPOXMBAIOLIAX B Mockse (mo pac-
NOPTHLIM AaHHBIM), Obl1a CHOPMUPOBAHA HA OCHOBE 06pa3uoB, MOJYYCHHBIX B TPABMA-
TOAOTMUECKUX MYHKTaX, MHCTUTYTE PCBMATOIOTHH, 6ropo Cy1e0HO-MEIHLMHCKOM IKC-
nepTusbl u cpeau corpyarnkos PHULL «ocHWUUrenetuka» (r. Mocksa).
HyK/1COTHAHYIO TIOC/ICIOBATCAbHOCTD MHHKCATCIAMTHOTO NOBTOPA p33.6 onpeaenau
no mcroay Coawrcpa u coasT. [18] ¢ MCHO1b30BAHNCM Habopa a4/1s CCKBEHMPOBAHMSA
nponssoactea «PepmeHTacy (BUabHIOO). B kauecTse MaTpMUbl MCHO.Ib30BATH OAHOLE-
noucudyro JTHK pexoMOMHAHTHOM MIa3MHABL pUC19 {19], coaepxaulyo KJIOHRUPOBAH-
Hblii (PPArMCHT MUHHCATEAIMTA PasMCpOM 566 m.H. (no pcayabTaTaM pPasicIcHMs B
6% -HoM mosauakpuaamiaHon reie). Tlepea K10HMpoBaHMEM ¥ aMIL UM POBAHHOTO
dparmeara JHK 3an01HsT KOHLB! € IOMOLIGIO dparmenta KacHosa IHK-noanme-
paset | E. coli B IpHCY TCTBIM CMECH UCTBIPEX dNTP. 3atcm 270T pparMEHT BCTPAaUBAIH
B MAa3MU1y, PACIIENICHHYIO PECTPHKTA30i Hincll, ¢ ncrioapzoBanuneM JTHK-auraser
¢ara T4. TIpoaykKTaMu JUrdpoBaHMs TpancOpPMUPOBAIH KJICTKY IITAMMA JM109 E.
coli (F'traD36, lacl?, lacZAMI1S, proAB/recAl, endAl, gyrA96 (Nal"), thi, hsdR17
(r,—, mg+), supEd4, relAl, Alac-proAB)). PekoMOHHAHTHBIC K/IOHBI OTOMpaIH, aHa-
AH3UPYS BBLACJACHHBIC MPENApPaThl MI1a3MUIHOH I HK Ha Hajuuue BCTABKH € MOMOMIBIO
TILIP. Hag orbopa KJIOHOB HCIIO.1p30BAIH [B-arap ¢ amnuuziaHoM (50 MKr/M).
[11{P nposoauan Ha ammjiudHkaTope PHC-2 («Techne», BeukoOputanus) u/uiu
PolyChain («Poly_gen», ABcTpus) B 50 MKJ1 peaki{MOHHO CMCCH C/1EIYIOHICTO COCTABA!
67 MM Tpuc-HCI, pH 8.8, 16,6 MM cynnat ammonns, 0,01 % -1biit tenH-20, 1,0 nou
2.0 MM MgCl, B cryuae DIS111 u RBI-VNTR, cooreerctBento, 0,2 MM kaxiore
dNTP, 2,5 ca. nomMepasbi TaqR, 0,01-0,5 MKr recHoMHOH IHK. 66 ur xaxaoro u3
npaitmepos TR-15 (5'-ACAATGTGAGTAGAGGAGACC-3) u TR-16 (§'-
ACCAC_AGAG_TGAG_GAGC_AACC-3") ucnoap3csann a4 avridHKaUMH asie-
acit Munucareaauta p33.6. Boibop mocsicaoBaTeabHOCTH npaitmepos TR-15 u TR-16
[POBO;INAM HA OCHOBE HYK/ICOTUIHBIX HocacaoBaTeAbHOCTEH, (DIAHKHPYIOUNX NIOBTOP
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{npaPnep TR-15) Hucno
5 > 9 NOETCPOB

ACAATGTIGAGTAGAGGAGACCTCACATITS

TGGAGGAAGGGC  IGGAGGAGGEC  TCCGGAGZAGGGC 1
TGGAGGAAGGGC TGGACGAGGET  TCLGGAGFAAGGGC 2
TGGAGGRAGGGC  IGGAGGAGGGEC  TCCAGAGGAAGGGC 3
TCGAGGAAGGGC  1GGAGGAGGEC  TCCGGAGGAAGGGT 4
TGGAGGAAGGGC  TGGAGGAGGST  TCCGGAGGAAGGEC 5
TGGAGGAAGGGT TCCGGAGEAAGGGT 8
TGGAGGAAGGGC  TGGAGGAGGET CGGAGZAAGGGC 7
TGGAGGAAGGCC  TGGAGGAGGET  TCTAGAGFAAGGET 8
TGGAGGRAGGGC  ITGEAGGAGGEC  TCCGGAGEAAGGET 9
GGAGGAGGGC TGGAGGAGGEC  TCCGGAGZAAGGGCG 10
TGGAGGRAGGCEC  TGGAGGAGGEC  TCCGGAGZAAGGGT 11

GGAGGAAGGEG TGGACGAGGST  TCCGCAGCAAGGGT 12
CGAGGAAGGGC  TGGAGGAAGSG TCGGAGGAAGGGC 13
GGAGGAGGGC ‘CAGGAGTAAGGGC 14

GGTTGCTICCTCACTCTGTIGGT

3 & e fT
(npaivep TR-15)

Pnc 1. Hyk/C0THAHAY [I0CACI0BATEABHOCTh aM1HdHIIMpoBanHOrO a:11eag D1S111 a1uuoit 566
..... i. ITIOBTOPHIOUMCCH FIOCICA0OBATCTBHOCTH BbIACACHBE KYPCUGOM. JKHUPHBIM LIPUDTOM BHIACICHBI
VUICTKH, KOMILICMEHTAPHBIC 110C.1¢10BATE.1bHOCTIM lipaiimepos TR-15 u TR-16

TMKOBAHHMIX paHee [3). Has amnauduxkaumu axieacit RBI-VNTR ucrnosp3osanu no
99 nr npaiimcpos RB21 (5'-CGTTAATATTTACCTAACGTATGGCCAAGTTTCC-
3% 1 RB24 (§'-CGAGCCTCGGTCTCATCACCAAGGGGGTGG-3") [9]. 30 umksios
[TLP npooamsn no caeayooweil nporpamac: 94°C/1 mun, 55°C/1 muu, 72°C/2 Muu,
B NCPBOM LIHK/IC CTaAHS ACHATYPAUMH COCTABIA.1a 3 MHH, B NOCIAEAHEM MKAC CTaIUH
CHHTC3Aa LCDH = 7 MuH,

[1poayKTe aMmandUKaLMy aHATH3HPOBASM C [IOMOILBLIO d.1cKTpodopesa B 69, -HoMm
noanakpwiamuanosm reiae (ITAADD), Hanocss B aydku reas 10-15 Mxa peaxkumoOHHOIN
ovecH. TTosmakpuaaMuaHblil reabs okpaiuunsaan cepebpom [20].

Hab:1r01aeMble 4ACTOTHI BCTPEHACMOCTH TEHOTHIIOB MCCACAOBAHHbLIX JIOKYCOB TIPOBC-
P41 HA OTKJIOHCHME OT PABHOBCCHOMO pacripeiesaeHus Xapau-Baitubepra ¢ noMoilbio
xoMnbloTCpHOH mporpamMbl RxC  (Rows x Columns), at00e3H0 npCIoCTaBICHHOM
dx. Kapmoau (KapaetoHcxkuit yHusepcuter, Or7asa). C HMCnoab30BaHHCM AAHHOMN
NporpaMMel TAKXe CPABHUBAMM pacnpeieacHus asxieabHbuix uactor RBI-VNTR B
DA3THUHBIX TNONYAAIIHAX.

OX11aEMYI0 ICTCPO3UTOTHOCTb (F,,,) M CACAYIOUHE HapaMeTpbl nHAOPMATHBHOCTH
n0:11MOpdH3MA HCCACIOBAHHBIX JIOKYCOB: BCPOATHOCTD C/AYYAIHOIO COBNAJIEHMS TeHO-
THIOB JBYX HCPOJCTBCHHbIX HMHIMsMAVYMOB (probability of random match, pM),
BCPOSITHOCTh PA3/TMUCHMS FEHOTHITOB ABYX HCPOJCTBEHHBIX MHAMBHAYVMOB (power of
discrimination, PD), CPEAHIO BCPOATHOCTH MCKTIOUCHHS THIHPYCMOro obpasua (mean
oxclusion chance, W), wmudopmatusHocTs moumopduiamMa aaHHoro Jokyca (poly-
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morphism information content, PIC) paccuuThiBa M € MOMOMIbBIO KOMIbIOTCPHOH IpO-
rpaMmbl HA OCHOBC CICAYIOUIMX anroputMoB [21-24]:

Hexp= (a1- E\;z) xn/(n-1,
pM = EP},
pD =1 - pM,

W=E (1 -x)?+ Ex;(l - 0P+ E xpg(x + xp) (- x - x)?,
1 1 1<)

n -1
pic=1-Ba -E . B2aad,
i i =i+l

rac x;, X - a,;u1e TbHBIC HaCTOThL, 11— uucs10 aneaci; Pi — YaCTOTHl BCTPEUYACMOCTH
TCHOTHUIIOB.

PE3VJIbTATHI U OBCYKJIEHHUE

IIpu KJTOHUPOBAHHU aMmIM(ULHPOBAHHOTO A7171€/158 MUHUCATC1THTA p33.6 noayucHO
7 peKOMOHHAHTHBIX KJOHOB. Hyk/1e0THaHAS MOCICA0BATCIBHOCTD BCTABKH OHOTO U3
x;10HOB mpuseaeHa Ha puc. 1. [lannas OCCH0BATCABHOCT COACPXana 14 nosTOpos, B
OCHOBHOM, MMHOIL nmo 37 m.H. B cBow ouepeib, ITH [OOBTOPbL COCTOSTH M3 TPEX
cyGnoBTOpoB. Y NOCACIHMX pa3Mcp MOr M3pcaKa pasMyatbhCs HA 1-2 m.H. U3-3a
BHYTDPCHHMX A€J€UMil M BCTABOK. Tlostop 14, B OT/IMUME OT OCTAIbHBIX, BKIIOUAT TOJbKO
2 cybnosropa. Takum oBpa3oM, ObL10 MOKA3aHO, 4TO a1ae1b pasmcpom 566 n.H.
conepXuT 14 TaHIEMHbIX MOBTOPOB, H AajJbpHCHIWAS HyMepauus a’seneit ocyUiCCTBIS-
71aCh, MCXOA4 M3 YHCA COACPXAWMXCS B HUX HOBTOPAIOMWIHXCS €IHHHLL

Tabauua 1

YacToThl BCTPEUAEMOCTH aiieieit Jokycos DISHLL u RB1-VNTR cpe;t 120 1epoiCTBCHHbIX
1Ipe;icTaBuTe el PYCCKON HATMH, HPOXHBAIOIINX B MockBe

[ —————

_ Jloxkyc DISIHL Jlokyc RBI-VNTR
Howmep | omua, Ypcio Yacrota mma, Yuc:io Yacrora
aneas IL.H. nabaio1enuil | BCTPEUACMOCTH § arieas | MH. | nab101eHHIT | BCTPEYAEMOCTH
9 381 i 0,004 21 1200 1 0,004
10 418 . 8 0,033 22 1250 34 0,142
11 455 4 0,017 23 1300 - -
12 492 37 0,154 24 1350 9. 0,038
13 529 7 0,029 25 1400 2 0,008
14 566 101 0,421 26 1450 3 0,013
15 603 9 0,038 27 1500 135 0,562
16 640 23 0,096 28 1550 5 0,021
17 6717 37 0,154 29 1600 49 0,204
i8 714 4 0,017 30 1650 2 0,008
19 751 3 0,013
20 788 2 0,008
21 825 2 0,008
22 862 2 0,008
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Tabauna 2

Hab.1101aeMbIe 1 0XU;18€MbI€ 4ACTOThI BCTPEYACMOCTH F€HOTHIIOB JAokyca D1S111 cpeau 120
HCPOACTBEHHBIX MPEICTABUTEIER PYCCKON HAUMH, NPOXKHUBAIONMX B Mockse

e O:Kunaembie 3HaueHHs Ha6:uojaeMbie anaucnus
N
n/n Tenotun YacroTa Yuco . Yacrora Yucao
BCTPEUACMOCTH Ha0.TI01e HUMET BCTPEUACMOCTH Hab.mo1e ik
1 9-15 0,000 0,038 0,008 1
2 10-10 0,001 0,133 0,017 2
3 10-14 0,028 3,367 :0,017 2
4 10-16 0,006 0,767 70,017 2
5 11-11 0,000 0,033 " 0,008 1
6 11-12 0,005 0,617 0,008 1
7 11-15 0,001 0,150 0,008 1
8 12-12 0,024 2,852 0,075 9
9 12-14 0,130 15,571 0,100 12
10 12-15 0,012 1,388 0,008 1
11 12-16 0,030 3,546 0,017 2
12 12-17 0,048 5,704 0,025 3
13 13-13 0,001 0,102 0,008 1
14 13-14 0,025 2,946 0,033 4
15 13-15 0,002 0,262 0,008 1
16 14-14 0,177 21,252 0,183 22
17 14-15 0,032 3,787 0,033 4
18 14-16 0,081 9,679 0,100 12
19 14-17 0,130 15,571 0,142 17
20 14-18 0,014 1,683 0,017 2
21 14-19 0,011 1,263 0,008 1
22 14-20 0,007 0,842 0,017 2
23 14-22 0,007 0,842 0,008 1
24 15-17 0,012 1,388 0,008 1
25 16-16 0,009 1,102 0,017 2
26 16-17 0,030 3,546 0,008 1
27 16-19 0,002 0,287 ' 0,017 2
28 17-17 0,024 2,852 0,042 5
29 17-18 0,008 0,617 0,017 2
30 17-21 0,003 0,308 0,017 2
31 17-22 0,003 0,308 0,008 1

Onepupyst cpeaHeit AIMHON TAHAEMHOTO TOBTOPA B 37 ILH., AErKO NOACYUTATh, UTO
HAHMCHBIIMIA MO Pa3Mepy anieib, oGHAPYXEHHBI B AAHHOM WMCCACAOBAHMM, MMECT
AmHy 381 mH. M COCTOMT M3 9 MOBTOPSIOMUXCS EAMHML. DTH AAHHBEC MOIHOCTBHIO
COr1aCyIOTCH C PE3YIbTaTAMU AICKTPOGOPETHUECKOrO PA3AETEHHS aaieach B 69, -Hom
NMOTHAKPUIAMUAHOM reste. Ilpy ykasaHuM IVTMH aes1eit ¢ TOYHOCThIO 40 1 ILH. Mbl
YUHTBIBACM, OIHAKO, BO3MOXHOCTb HX AMBCPICHUMM B IPEAEIaX HECKOJBKMX Map
HYKJICOTHAOB BHYTPH OJHOM aai€l1bHOH TPyIibl M3-3a HYKJCOTHAHBIX BCTABOK H
IC71eMid B HOBTOPHIOMIMXCS €IHHHLAX. ,

[To namremy mMuenuio, knaccudbukanus atencit VNTR no YUCIy HOBTOPOB Hauboiec
MpaBUIbHA, TIOCKOIbKY AAET BO3MOXHOCTb OJHO3HAYHOTO MCXJ1a00paTOPHOIO CpaBHe-
Hisl JaHHbIX 6€3 IyTaHuubl B HyMEpamud aieici. Hanpumep, npu ucciIezoBanuu
CBPONEOMIHBIX nony.aaUuit o okycy D1S80 ansens Haumenbuiel aaunst cozepxai 18
nostopos [20, 25, 26]. Byaosab u coasr. [20] NPUCBOMIM €EMY TIOPSAKOBBIA HOMED 1.
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Puc. 2. PeayasTatsl KOMIbIOTEPHOTO CKAHAPOBAHHH oKpaLIcHiOro cepedpoM 69 -HOro TNoHAK-
PHIIAMIIHOTO Teid 110CTe 2:1eKTpohOPETHUECKOTO Pa3acacHusd AMILTHDHITHPOBAHHBIX  A11€CH
vmunucartetinta p33.6. I u 12~ voaexvaspubiit Mapkep AHK: dparMeHTnt JHK dara ¢X174,
PaCHCIiICHHONA pectpukTasoi Hincll. 2—1 1 - nonei nabop ateaeit rokyca D1S111, noayuc-
Wbl B Peay/IbTaTe FeHOTHITHPOBAHML 10 HCPOACTBCHHBIX HIIMBHAOB. '@lOTHIIE 1O I0DOX-
Kas: 2-9/15,3-10/16;4~11/12;5 - 12/14;6 - 13/13; 7-16/19; 8 - 14/18; 9 - 17/22;
10 -17/21; 11 —-14/20

OnHAaKo B APYTrHX HCCICAOBAHHAX (27, 28] Obin OGHAPYXKERDBI ATIETH, BKIOUAIOLMC
MecHbuiee uncao (13, 16, 17) nosTopoB.

T1py TEHOTHIIHPOBAHIH 120 HepOACTBCHHBIX MHIHBHAYYMOB obHapyxcHsl 14 anreaci
aokyca DISII xaunoit ot 381 ao 862 m.H. (puc. 2, 1abdba. . Haubosace uacto
BCTPCUAINCh AWICTH 14, 12 u 17 (4acToTHl scrpeuacmoctin 0,421, 0,154 u 0,154
cooTeTCTBCHHO) (Tada. 1). Cpean HabI0IaBWHXCH reroTHnos (29% ot obmicro uucia
BO3MOKHBIX) HAMO0,1C¢ PACIPOCTPAHCHHBIMH ABALINCD 14-14 u 14-17 (uacTOTHI BCTPC-
yaemoctu 0,183 1 0,142 cOOTBETCTBEHHO) (taba. 2).

Jlns aMnasdnkanuu ariciaci RBI-VNTR mbl ucnoapzosanu 607ce ATUHHYIO fapy
NpaiiMcpoB M3 MPCII0KCHHBIX Ilapdom 1 coaBT. ABYX BAP [9]. BcacacTBHUC 3TOTO ATHHBL
anseacit, ONPCACACHHBIC HAMH, YBEJIMUCHBL HA 50 n.H. N0 CPABHEHWIO C AAHHBIMH
[Uapda u coast. [9]. Hanpumep, aMIu M POBAHHBIA HAMH 4771€1b anuuoin 1250 n.u.
COOTBCTCTBOBAA aa1emo pazmepom 1200 mH. B yIOMsIHYTOM WCCACIOBAHIM U COAEPXKA,
HCXOI9 M3 AaHAAM3a NOCAE10BATCIBHOCTH, TIPUBCICHHOMN Illapdom M cOaBT. 9], 22
nosTOpsIOmKXCs canHubl. Takum 06pa3oM, COTJACHO OTOBOPCHHBIM BHILIC MPABH-IAM
HyMCPaUHH a1c/1cH VNTR, M 0603HAYXIH ITOT aJ171C7b TIOPSAKOBbIM Homepom 22.

Mbi NOKA3a1M CYUICCTBOBAHAC B PYCCKOW MOMYJ/ISILIUH acpsari arteacit RBI-VNTR
pasmepom or 1200 go 1650 n.u. (puc. 3, Taba. 1; axiesb 23 aauuoit 1300 m.H. He Obin
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Tabmya 3

Hab.10,1aeMbie M 0K H136MbIC HACTOTHI BCTPCHACMOCTH TCHOTHIIOB J10Kvcd RB1-VNTR cpeaun 120
HEPO/ICTBCHUBIX MPEICTABHTC.ICH PYCCKON HAIMM, NPOXXHBAIOIHX B MOCKBe

o QxuacTpie 3HaueHs HabaacMue anaucing
n/n Teuorim Yacrtora I Uiicao Yactora Yitcao
BCTPEYACMOCTH HAG.110,1CHMIT BCTPCHAEMOCTH Hadmoe il
1 21-27 0,005 0,562 0,008 1
2 22-22 0,020 2,408 0,017 2
3 22-27 0,159 19,125 0,150 18
4 22-28 0,006 0,708 0,008 1
5 22-29 0,058 6,942 0,092 11
6 24-26 0,001 0,113 0,017 2
7 24-27 0,042 5,062 ] 0,050 6
8 24-29 0,015 1,838 0,008 1
9 25-29 0,003 0,408 0,017 2
10 26-27 0,014 1,688 0,008 1
11 27-27 0,316 37,969 0,350 42
12 27-28 0,023 2,812 0,025 3
13 27-29 0,230 27,562 0,175 21
14 27-30 0,009 1,125 0,008 1
15 28-29 0,009 1,021 0,008 1
16 29-29 0,042 5,002 0,050 6
17 29-30 0,003 0,408 0,008 1

o0Hapyxen). Haubonce PACNPOCTPAHCHHBIMHU OKA3ATHCh ataean 27 u 29 ¢ vactotamu
sctpeyaemoctd 0,562 m 0,204 cooTBCTCTBEHHO., Cpecan HaBAOIABILMXCH FEHOTHHOR
(30% ot obwero uuciaa BO3MOXHBIX) Haubo.16¢ 4acTbiMK oKasaaucy 27-27 0,350),

27-29 (0,175) n 22-27 (0,150) (ta61. 3).
[TosayucHHBIE SKCIEPUMEHTAIBHBIC YACTOTH TCHOTHIIOR OGO X JIOKYCOB NPOBCPSIH HA

COOTBCTCTBMC PABHOBCCHOMY DAacNpCICACHHIO Xapau-BaiinGepra no xpurepuam x*u
G-CTATUCTHKH, HCNOAB3Ys KOMMBIOTCPHYIO nporpammy RxC Ha ocHoBe aaropurma,
onucanHoro Podom n Benuenom [29]. Dror ATOPUTM TIO3BOJSIET OLEHUTD CTATHCTH-
HCCKYIO 3HAYHMMOCTD OTKJIOHEHHH OT 0XHIAeMOTO YACTOTHOIGO PACHPCACIEHUS B CIy4ac,

Tabuna 4
3HAYCHHS KPHTEPHCB ;(2, G-CT1aTHCTHKH M HApaMeTpos unrdopMaTHBIOCTH 213 Tokycos DISIH u
RBI-VNTR
IMapamctpsr DiS111 RB1-VNTR

e T 32,3579 10,9484

P (BeposaTHOCTD) 0,9370 (+/~-0,0077) 0,9880 (+/- 0,0034)

G-cratucruxa 41,5625 14,0621

P (BepoSTHOCTD) 0,9350 (+/- 0,0078) 0,9840 (+/- 0,0040)

H,. 0,650 0,583

i,., 0,765 } 0,622

pM 0,081 0,187

PD 0,919 0,813

w 0,935 0,503

PIC 0,547 0.417
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Tabauua 5

YacTOThl BCTPEUAEMOCTH anneeit, 00BbeMbl BRIGOPOK, Hab.roaeMple reTepo3HroTHOCTH, PD v 9uCAO
MO01 B a1ie;bHOM pacnpeic.icHui a8 J0Kyca RB1-VNTR B pa3’idulbIX NONYIsHHAX

Yactora BCTPEUAEMOCTH B AOMY/TsLIHH
Homep anneis Pvcckue Enponcon;u,ll AdpoaMepHKaHIib! JlaTHHOAMEPHKAHLIbL JlaTiHOAMEPHKAHHDI
- CLIA CIUA CUIA MeKCcHKH

11 0 0 9 0 0,0074
21 0,004 0 0 0 0
22 0,142 0,1016 0,0508 0,0508 0,0508
24 0,038 0,0156 0,0593 0,0169 0,0074
25 0,008 0,0078 0,1271 0,0254 0,0147
26 0,013 0,0703 0 0,0169 0,0074
27 0,562 0,5859 0,2542 0,5932 0.6912
28 0,021 0,0547 0,3983 0,0932 0,0662
29 0,204 0,1406 0,0593 0,0847 0,1397
30 0,008 0,0234 0,0254 0,1186 0,0074
31 0 0 0,0169 0 0
34 0 0 0,0085 0 0

Yncao

MIAMBHIOB 120 64 59 59 68

H e 0,583 0,618 0,750 0,613 0,494

PD 0,813 0,79 0,92 0,79 0,68

Y11¢10 MO 4 4 4 3 : 4

HpumeuaHue. 3apyOeskibic AAHHDBIE B3ATHI u3 cratbu Hlapdpa v COaBT. [91. KypcuBsoM BbLIE1CHBI
«MO;1a7IbHBIE» ATL1eNH.

xoraa umci0 HabmoneHuni no 3HAUMTCABHOMY YHC/IY KIaCCOB MCHBILIC 5, 1 IpUMCHEHHC
CTAHIAPTHONO XpHTCPUA x? HENpaBOMOUHO. bpi10 MoKa3ato COOTBETCTBUE PACHpPEAc.iC-
HH4 HAGAIOAACMBIX YACTOT BCTPCUACMOCTH FCHOTHIIOB OOOMX JIOKYCOB DABHOBCCHOMY
pacnpeacIeHHIo Xapau-Baitubepra (taba. 4).

MEl MCTIO/1b30BAIH KPUTEPHIT BHIICACHUA «MOL> B 4ACTOTHOM pacnpeic/iCHUH, Npel-
noxennwit 1llpusepoM M CO4BT. {30], corJacHO KOTOPOMY MOAOI 4BJASIETCSH a11eab,
YACTOTA KOTOPOTO B JAHHOM PacnpcaciCHuH GO/bIIE CYMMBL YaCTOT asuiescit, oTmda-
JOLMXCSl OT HEro Ha O1uH rapieMHblit nosTop. TakuM obpasoM, Ajas JOKyca D1S111
1a6;11071310Ch TCTPAMOAA/IbHOC A/UICBHOE PACMpEaESICHUE € MOJAMH: 14 (0,421), 12
0,154), 17-0,154), 10 (0,033). Haa noxyca RB1-VNTR pacnpeacicHue ObII0 TAKXKE
TeTPaMOIa1bHbIM! 27 (0,562), 29 0,204), 22 (0,142), 24 (0,038).

Ha6awoaasiicccs HaMu B PYCCKOil Tony 1M1 pacnpe;CACHHE YacToT BCTPEYACMOCTH
ansesici JoKyca RBI1-VNTR cx03H0 C TAKOBBIM (10 CTereHu BO3pacTaHusd pasaunit)
B TONYJISLMOHHbBIX TPynaax, BKTIOUATOILMX €BPONICOHAOB CUIA u 27aTMHOAMCPHUKXAHUCB
u3 CHIA n Mekcuku [9] (raba. 5). 10 BbHIPAXKAETCA B XapaKTCPHOM a9 ITHX
nonyAduuil 3HAUMTCIbHOM AOMHHMPOBAHUN MOAb 27. B pycckoi TIOMyJsiiHU Mbl
o6HApYXU/IM B TreTEpO3UTOTHOM coctoauuu anicap 21, KOTOpHIN HE OBl OTMCUCH B
AMEPUKAHCKUX FOMYyIAUHOHHBIX BBHIOOpPKAX.

V achpoaMepHKaHIIEB pacnpeieIeHHe YacToT BCTPEYAEMOCTH asnnesneit Oblj10 IPURIHA-
YA bHO MHBEIM, HEM B OCTaJbHBIX [onyAdIHAX. HanGosee 3aMETHOE pa3jinuue BbIpd-
Kanoch B rpeobgananuy y HHMX MOAB 28. OgHaKo CTCMEHb €€ JOMHUHUPOBAHUS Haj
ApPYTMMH a//IeIaMU Y adpoamepuKaHLEB HE CTOJb BHICOKA, UTO OTpaxkactcsd B Bosce
OHOPOHOM pACTIPEACICHNH ANTEBHbBIX YACTOT M, KaK C/ICICTBHC, Gosicc BBICOKOM
ypPOBHC TE€TCPO3NUTOTHOCTH 10 CPABHEHHIO C APYTHMH nonyAsHuIMI (1abn. 3).
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Puc. 3. Pe3y.sTaTel KOMIILIOTEPIIOrO CKAHMPOBAHHUS OKPAIICHHOIO cepedpov 6% -HOro nojinax-
DHIAMHIHOTO TEAd I10C/C 3AEKTPOGOPETHUECKOrO pas3ie,ICHNS aMIVIHDEIMPOBAHHBIX A1/e1CH
RBI1-VNTR. / u 13 - monekyasapusit Mapkep AHK: dparsentst JHK dara 4, pacleICHHOK
pecTpukTason Hincll. 2-12 — noquwi walop aricieit nokyea RBI1-YNTR, wnosvucunnii B
Pe3YILTATC FEHOTHITMPORANNA | 1 HEPOICTBCHHBIX HHANBHI0B. [EHOTUITH 110 aopoxkam: 2 —28/29;
3=27/27; 4 - 22/27,5 - 26/27, 6 — 22/22, 7 -21/27; 8 - 24/26; 9 — 24/29, 10 —29/29; 11 ~
22/28; 12 - 29/30 - ’

Mpbt ucnospsosanu nporpammy RxC gas CPABHCHHS pACOPEACTEHUH YACTOT BCTPEYA-
emocti anaeacd RBI-VNTR s pazubix nonyasuusx. CoraacHo moayueHHbIM AAHHDBIM,
HE HaO/II0AACTCH CTATHCTHYECKH 3HAUMMBIX Pasnumit MEXAY PYyCCKMMH, CBPONCOHAAMM
CHIA un JIATHHOAMCPHKAHIAMH MEKCHKY (UMCICHHBIC gaHHBIC HE npupoasitcs). Ilpu
OTOM DYCCKHC OT/IMYAKOTCS OT MEKCHKAHLCB B Gobluel CTENCHM, uem €BPOITEOH bl
CHIA. Dro pasauume, mo Beeit BHAMMOCTH, OTPaXaeT NPOLECC 0OMEHA TCHAMH MCXAY
AMCPUKAHCKUMH MONYISLHSIMH, )

HaGmozacmas reteposurotsocts 1o 7okycy RBI-VNTR (raa. 5) B pycckoit
NoONyastuMy ObLIA MEHBIICH, HEXEAH B APYTHUX TIONYAIUMAX, 33 UCKTIOUCHUEM JATHHO-
amepukanues Mekcuku. IIpn atoM 3HaucHUS PD Y PYCCKMX, €BPONCOMAOB U JATHHO-
amepukanues CIUIA 6biM npakTHYeCKH OIMHAKOEEL B LEJIOM, PacnpesesiCHUC Y4acToT
BCTpeuacMocTu annedach M mHdopmaTuBHOCTh J0Kyca RBI1-VNTR A9 PYCCKHX H
CCBCPO-aMCPHKAHCKUX CBPONIEOUIA0OB NPAKTHUECKH OAMHAKOBBL [lo CPaBHEHHIO C ypOB-
HEM HH(POPMATUBHOCTH 3TOrO JI0KYCA 114 apoaMepUKaHIIEB B OCTATbHBIX OOTYJISLUHSX
UEHHOCTb JAHHOTO JIOKYCA A1 MACHTH(OHKALNM JHUHOCTH 3HAYNTCABHO HUXE,
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Puc. 4. PeayibTaTsl KOMABIOTEPHOTO CKAHHPOBANHA okpallienioro cepedpom 65}, -HOro TO/THAK-
PHIAMKINONO TCast 110CTC 371eKTPODOPETHUCCKOTO Pa3ac1CHis ALt MPOBAHHEIX  A77C1CH
nokycos DISITE o RBI1-VNTR B Xx0Ze¢ FCHOTHIIHDOBAIs CCMbH H3 5 yerosek. I m 12 —
MOICKYAAPHBIC MAPKCPDLL JAHK: (AHK daros i 1 ¢X 174, pacuieilICHIIbIC pectpukTasoit Hincll,
COOTBETCTBCHNO) . 2—6 — IPOAYKTHL aMrIHdvKarMm JIoKyca RB1-VNTR. TeHOTHIIBI 110 JOPOKKAM:
2 (orei) — 22/27; 3 (peenok 1) — 24/27: 4 (pebenok 2) — 22/26: 5 (peGeriok 3) — 22/26; 6
(MaTb) — 24/26. 7—11 — IPOAYKTH avinTurKaIMK JI0KYCa D1S111. TeHOTHIIE 110 JOPOXKAM: 7
(oten) — 14/17; 8 (pebenok 1) — 12/14; 9 (pebenok 2) — 12/17; 10 (pebenox 3) — 12/14; 11

(matp) — 12/12

MayucHue pacnpeicieHus ancsici mp cemcitHoM anaiuse (puc. 3) mnospoAascT
CACAQTh 3aK/JIIOUEHHC O HC3ABHCHMOM XapaKTCPe HAaC/ACIOBAHMA anacaci JI0KYCOB
RBI-VNTR u DIS111. C ucno»30BaHACM JABHBIX JIOKYCOB TIPOAHA;TH3HPOBAIH 17
C/1yHacB CNOPHOTO OTLIOBCTBA (MATCPHHCTBO PACCMATPHBATH KaK GeccrnopHoe, aHaau3Hpo-
BAH OJHOMO MPCANOIAracMOro OTUA, THIMPOBAIH YCTBIPE JOTIOTHHTCIBHBIX JOKYCa:
D1S80, ApoB 3'VNTR, IgH 5'VNTR, D17S5 [26]). Bo Bcex caydadx OTLLOBCTBO HC
uckouanoch. He o6HApYXCHbI MYTaHTHBIC a11¢.1H1 (npumvcpHO 40 Meiio30B). Ucnoap-
JUMBAS0 BCPOSTHOCTH MCTHHHOCTH OTHOBCTBA B

30BAHMC ABYX AAHHBIX JOKYCOB YBC/1}
JIU3Y OTLOBCTBA NO yeThlpeM

CPCAHCM HA 71BA ACCATHUYHBIX NOpAAKA B JOMO;THEHHME K aHa
VNTR. MHHUMAABHOC 3HAUCHHE BCPOATHOCTH OTLIOBCTBA COCTABISAIO 99,999, (paccuu-
TpIBAJIOCh HA OCHOBC a/1rOpHTMA Baitcca) A8 DAHEAW W3 HICCTH JOKYCOB.

[TocKOAbKY MUHHCATEANT p33.6 ¥ HCCICAOBAHHBII HAMH PAHCE nosinMopdHbB JOKYC
D1S80 pacnosararoIcs Ha OAHOI xpoMocome (xpoMocoMa 1), TO B OTAC1bHOM IKCNEPH-
MCHTC HCCACAOBAIH BO3MOXHOCTH aCCOLHAIHH A1C1CH ITHX J0KYCOB. AHATH3 GOTbIIHX

316



CCMCH, € 3—4 JEThMH, NO3BOASCT HPCANOAOKHTD HC3ABHCHM bt XAPAKTCP HACICIOBAHMS
A1ACTCH AAHHBIX JOKYcoB. CJe1yeT OTMCTHTb, YTO H3YUCHUC acCOUMAUMM a/71CCH
PU3HBIX JJOKYCOB M MYTAUMOHHOIO mpouccca TPeOyCeT CTaTHCTHUCCKOTO AHAMN3A 3HA UM~
TCIbHO 60.IblEro IKCMCPUMCHTAABHOIO MATCPHAJA, NODTOMY HAIH 33KAIOUCHHS HOCHT
NpCIBAPUTEIBHBIH XapakTep.

CpaBrenic napamMcTpos uHGOPMATHBHOCTH jgokycos RBI-VNTR u DISI11 (1a6a. 4)
NO3BOTACT CACATb 3AKTIOUCHHE O 3HAUMTCABHO G0ablICH MHPOPMATHBHOCTH U, KaK
CICICTBUC, 6OIBIICH NPAKTHUCCKON UCHHOCTH NOCACIHCTO A5 MACHTHMHKAUMIT FHUHO-
¢TH B PpycCcKoit monyasunu. KomOuHupoBanmas Beiumna PM ana ABYX JOKYCOB
cocrasasier 0,015,

AMP-FLP awaius wecru THNCPBAPHADCTBHBIX JIOKYCOB B DYCCKOM NONY. IS UHH
(HacTtoswee wccacaosanme u [26]) mo cBocH paspcmarouic caocobHoctu (pA =
=3,68-107") comoctasum ¢ THOHPOBAHHCM JIMYHOCTH € MCIO.1b30BAHUCM 3~5 MOHOIO-
KYCHbIX 30HAOB (o AanHbiM Puua u Iesauna [31]). B To xc BpEMH, FI0 CPABHCHHIO C
icnoanzosannesm JJHK-30H7108, aanubiil MCcTOZ OTaMuaeTes OBICTPOTOI, MCHEC 3aBHCHM
OT KOTHYCCTBA M KAUCCTBA AHATH3UPYEMOFO MAaTCpHAId M HC TpebyeT pabotsl ¢
PAINOAKTHBHO MCUYEHHBLIMH COCIMHERUSIMU, HeManoBax HbM NPENMYUICCTBOM 9BIASCTCS
FARXKC AHCKPCTHOCTR CMCKTpa pacnpeaedackus AMP-FLP anncicit, uro mosmoiser
ONCPUPOBATbH TEHOTHIIAMH, 4 He (DEHOTUNAMH.

Vcxoas M3 BCAMUMHBL pM, MCNOIb30BAHMC 00 IMMOPDU3MA IECTH MCCIEI0BAHHBIX
HAMH JIOKYCOB HC NO3BOJISET PA3IHYNTD B CPCAHCM JMUWIb YCTHIPEX YCIOBCK C O1HHAKO-
EbIMH FCHOTHNAMM B nony.1suun pasmepoM 10 mau. yenosek. IoaxkamoucHue Ka>X0ro
JOMOIHATCILHONO BapHABCAbHOrO FCHOMHOTO J0KYCa B CPEIHEM YMEHDIIACT BCAHUYHHY
pM B 5-15 pas, aoBoas ee 00 BEIUUMHBL nopsaaka 1072 anq 10 JIOKYCOB. 3Ta BeiMuuna
CONOCTaABHMA €O 3HAYCHUIMH pM 115 MYyBbTHIOKYCHBIX 30HI0B (HanpuMmep, BC.IMYMHA
pM ans 3omaa 33.6 ~107'° [4]). Hpeanourureabubint Buantca YBEJIHUYEHUC 4MCIa
AMP-FLP-nokycoB 3a cuct KOPOTKHX TAHACMHO MOBTOPSIOLIMXCS TOCICAOBATCABHOCTCH
(short tandem repcats, STR). Beuay 6osce xoporkux, no cpasHeHMO ¢ VNTR,
passepos STR-amwreaeit (120-350 n.n., [32, 33]), BCPOSTHOCTH COXPAHCHUS IOCICIHHX
B ipenapatax acrpajuposanyon JHK Briwe. Yakuit anckperabiii cnektp STR-aancaeil
[pCAONPCACISCT BO3MOXHOCTb OJHOBDEMCHHOM aMMIndHKAUMH B OIHOI npodupke
HCCKOABLKHX JIOKYCOB € HOCJACIYHOUIMM TOYHBIM ONPEICICHUCM ATHH aMnangUUMpoRaH-
HbIX A/LTE1CH NP FCHOTHIIHPOBAHUM,
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