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C Hcnonb30BaHAEM MONUMEPA3HOM HEHOR PEaKIHH MPOBENiEH aHANTH3 alNNeNbHOTO NOABMMOpGH3MA TET-
panykneoTtusHoro mukpocatenntuTa SE33 (mokyc ACTBP2) cpenn yRareiiles 1 B BHIGOPKaxX B3 FOPOACKHX
nomynsaunit Mocksbl 1 Tomcka. O6uapyxen 21 annens pasmepoMm ot 246 o 326 n.u. CTaTHCTHYECKH AO-
CTOBEPHBIE Pa3NMUMs B YACTOTHOM PacNpefic/iCHHH aluleNicH JaHAHOTO MEKPOCATENNIHTA MEXY HCCIefo-
BaHHBIMH NONYJIAUAOHHBIMA BbIGOPKAMH OTCYTCTBYIOT. Pacnipenenenne 4acToT BCTPEYAEMOCTH FeHOTH-
MOB OTUHHANOCH pasHOBecHIO Xapau—Baitn6epra. Ha ocHose iByx cliy4aes CeMEAHOTO aHANMM34 MOKa3a-
HO MEHJIEIEBCKOE HaceJOBaHAE aJijieiell 3TOr0 MUKpOCaTENNATA. BbICOKHE 3HAYEHMSA M€ TEPO3HTOTHOCTH
(0.830-0.875 pna pa3sHBIX BCCAEJOBAHHBIX BBIGOPOK, HH(OPMAUHOHHOTO CONEPXXaHHA NMONTUMOp(H3IMaA
(0.874-0.887) u wupexca puckpumuHanun (0.991-0.992) ganHoro nokyca no3BoisiOT HCHONL30BATh 3TOT
NOKYC TS MAEHTH(UKATHY AIUYHOCTH H Pa3pEINEHHs CAYYAEE CHOPHOTO OTIOBCTBA.

Karouesste caosa: nonuMmepasnas uenxas peakuus (IT1IP), annentrsii moramopdnsM, monynsiuu Mock-

Bl m ToMcKka, yaareiinpy, Mukpocareiut SE33.

BoicokonmonuMopdHbIE H BBICOKOHH(OPMATHE-
HbIE MEKPOCATEJUTHTHI C YHCIIOM ajjiesied Gonee mie-
CTH HIMPOKO HCHONB3YIOT B KAYECTBE FEHETHYECKUX
MapKepoB B FeHOMHOM KapTHPOBaHHH, H3yYC€HHHU Ha-
CIIENCTBEHHBIX 3a60JIeBaHmAil H s HeHTU(DHKAIHA
nu4HOCTH [1, 2].

HpenrudukanuoHHblE MHAKPOCATEJUIATHBIE Ma-
HeJd yXe pa3paGoTanbl B HCIONb3YIOTC B CyNeGHOA
menunure B CIIA, Benuko6prranuu 1 I'epmanuu
[3, 4]. MBI co3maeM aHAJOTHYHYIO IAHEND, BKIIIOYa-
IOLIYIO K JaHHOMY MOMEHTY IIECTh MAKPOCATEIN-
TOB, aJUIENbLHBIA HONMAMOP}HA3M KOTOPBIX HCCIENO-
BaH B pycckoit nmomynsuu# [5-7]. UTo6bl focTHYbL
TO4HOM HcHTA(DHKANUH B MacmTabax BCEro Hace-
nenust Poccun, Hy:KHO BEMETh IaHeNb ¢ 0O bEHHEH-
HBIM 3HaUEHHEM BEPOSTHOCTH CIy4aiHOrO COBNajie-
HHASI TEHOTHIIOB JIByX HEPOACTBEHHBIX HMHIUBHJIOB
(probability of random match, pM) 6.9 x 10~". ITas aTo-
ro HEOOXOMHUMO [OHONIHHTh YHACJIO BXOASIIMX B HAIIy
[aHeNb MEKPOCATEIUIMTOB €IE OHAM—JIBYMsI BBICO-
KONOMAMOP(HBIMA JIOKYCaMH, K KOTOPbIM H OTHO-
CHTCSl TETPaHyKJIEOTHAHBIH MAKpocaTeanuT SE33.

B m@uTpoHe mceBoreHa f-akTHHa (JIOKYyC
ACTBP2), pacnosioXeHHOro Ha XpoMocoMe Sqter,
obGuapyxen mukpocaTesnnr SE33 co MHOXeCTBEeH-

HbLIMH KONHMSIMHM TaHfeMHOro moeropa AAAG [8].
Bcero m3pectHo okono 20 mceBRoreHoB P-akTuHa,
MIAPOKO NPEACTaBJIEHHBIX B reHoMe [9, 10]. B mccne-
AOBAHHLIX NOMYJIALMAX €BPOIICOANOB HAWNCHO MaK-
cHMYM 26 anneneil JaHHOrO MHKpOCATEJIUTA AJIH-
Ho#t oT 222 no 322 n.u. [8, 11].

ITo umcny annenel n uHPOPMATABHOCTH ITOT MH-
KpPOCATEeJUIAT CPAaBHMM C BBLICOKONONHMOP(HLIM
(28 anneneii m cybannene#) MMHHCATEILIMTOM
MCT118 (mokyc D1S80) [12], koTopsit IAPOKO HC-
NONB3YIOT B T€HOMHOR Raxktwiockomud. Iloatomy
66110 6B1 BeCbMa MOJE3HEIM HPHMEHSATH MHKpOCa-
Tennnat SE33 nns upeHTADHUKATAOHHOTO aHANH3a.

Ilenb panHOM paboOTHI — H3YUUTh aNJECNbHBIHA NO-
aamop¢u3M MuKpocaTenTa SE33 B BRIOOpKax H3
pasnuuHbix nomynsunii Poccam (Mocksa, Tomck,
yRare#irl), YTOOB! OLEHATH NPEIOAHOCTL 3TOI'O JIO-
Kyca A AACHTU(PHKAUMOHHBIX HCCNEOBaHMHA Ha
POCCHICKAX NONYIALHSIX.

YCIOBHS 9KCIIEPUMEHTA

JHK-nonumepasa Taq mony4yena ot HIIK “buo-
Tex” (MockBa). CHHTE3 ONHTOHYKJIEOTANHBIX Mpai-
MepOB BLITIONHEH (papMott “Dproc-Poc” (MockBa).
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AJUIENIBHBIN NOJMMOP®HNU3M

Ienomuyio THK H3 BeHO3HO# KpoBH 4enoBeka
BRI/ 1O METONHUKE, ONHMCAHHOH panee [13].
MHK B3 nsaTeH KpoBH ® CIIOHBI 3KCTParupoBaiy ¢
HCIIONb30BaHKEM XeNaTHOro nomuamepa Chelex®-100
(“Bio-Rad Laboratories™) [14]. THK u3 KOpHA BOJIOCa
TakKe BbIlenstnu ¢ momoieio Chelex®-100 nocie gi-
KyGalud BOJIOCa B TeYeHHe HOYH pd 60°C B 200 MK
Gycepa pist musmca (10 MM Tpuc-HCI, pH 7.5, 0.32 M
caxaposa, 5 MM xnopup Maraus, 1%-ueti Tputon
X-100) c npoTenHa3soi K (0.5 mMr/mn).

BbIGOpKE B3 HEpPONCTBEHHBLIX NpENCTAaBHTENEH
nonynsauuid Mockeel m ToMcKka cOpMHEPOBaHbI H3
06pa3sioB KPOBH, B3STOH Y 3JOPOBBIX OOHOPOB B
TPaBMATOJIOTHYECKHUX MYHKTAX H Ha CTAHUMSIX Hepe-
nuBanust KpoBH. O6pasipl KpoBH yjareiiles cobpa-
Hel B mocenke Kpacueii Sp IToxkapckoro paiiona
IIpamopckoro kpasi.

IIHP nposopunu Ha ammmagukatope PHC-2
(“Techne”, BenukoGpaTanna) B 60 Mk pEakuHoH-
HOM CMECH CJIERYIOIIETO cocTaBa: 67 MM Tpuc-HCI),
pH 6.8, 16.6 MM cynbdar ammonns, 0.01%-ubri

Tabauna 1. YacroTsl BeTpeyaeMocTy annenei aokyca ACTBP2 B pycckux nonynsuusx Mockssi, Tomcka 0 y yaareiiues
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Teau-20, 1.0 MM xnopap Marems, 0.2 MM KaXxaAoro
dNTP, 2 en. nonuMepasel Taq, 0.1-0.2 MKT reBOMHOIT
HHK, no 6 nakoMoneit xaxpgoro us OJIATOHYKJIEO-
THAHBIX NPafiMEpPOB, NOCNIE[OBATENLHOCTH KOTOPHIX
npusefeHsl padee [8]. 35 nuknos ITIP NPOBOIWIN
no cnenpyromei nporpamme: 94°C/1 man, 60°C/1 mun,
72°C/1 MuH, B TOM 9HCIIe nepBas AcHaTypamys — 4 MuH,
MOCJIERHUM CHHTE3 IEMM — 7 MHH.

Hpenrudruppopann annenn B o6pasgax JHK c
HNOMOIIBIO AICIBHOA “JIECTHHLBI”, CHHTE3HPOBAH-
HOH ClleflyromuM o6pa3oM: B PEakIMOHHYIO CMECh
obpemom 100 Mk, cofiepxamyio 10 makoMonei
KaXJ0T0 3 NpaiMepoB, BHOCKIIH 1 MKJI 3KBAMOJISP-
HOM CMECH MOJIHOTO CIIEKTPa aJleliell mocie ee pas-
Befienns B 103 pas.

IIponyx Tl aMnnGHUKaNAN aHATH3RPOBAIH C 11O-
MOMBIO 3JIEKTPoGope3a B §%-HOM IONAAKPHATAMHL -
HOM rezne, copepxkaiieM 7%-Hbli TTALEPHH, HAHOCS
B JyHKH rend no 10 mMkn peakumonnoi cmecu. Io
OKOHYaHHH 371eKTPodopesa rejb OKpaMIMBaIH ce-
pebpom [15].

) Ann;nb Mockeuuu R Tomnqu Y pareiuni
YUCTO ANAHA, | yECHo Ha6- 4acToTa YHCIIO Ha6- 4acToTa YHCIO HaG- YacroTa
NOBTOPOB I H. TIONEHHH | BCTPEYaEMOCTH | JIIOJEHHMH | BCTPEYaEMOCTH | Jiofennmit BCTPEY2EMOCTH

s | 238 [ o | o 0 0 1 0.006 + 0.006
16 242 0 0 0 0 3 0.018 £ 0.010
17 246 5 0.023 +£0.010 3 0.028 £ 0.016 4 0.027 £ 0.015
18 250 6 0.027 +£0.011 7 0.066 + 0.024 3 0.018 £ 0.010
19 254 17 0.077 £ 0.018 11 0.104 £ 0.030 9 0.055+£0.018
20 258 11 0.050 £ 0.015 11 0.104 £ 0.030 20 0.122 £ 0.026
21 262 7 0.032 £0.012 8 0.075 £ 0.026 14 0.085 £ 0.022
22 266 13 0.059 +£0.016 7 0.066 £ 0.024 7 0.043 £0.016
23 270 11 0.050 £ 0.015 11 0.104 £ 0.030 14 0.085 £ 0.022
24 274 7 0.032 £ 0.012 4 0.038 £ 0.019 13 0.079 £0.021
25 278 6 0.027 £0.011 2 0.019+£0.013 10 0.061 £0.019
26 282 10 0.045 £ 0.014 2 0.019 £0.013 6 0.037 £ 0.015
27 286 14 0.064 £ 0.016 2 0.019 1+ 0.013 6 0.037 £0.015
28 290 24 0.109 £ 0.021 0 0.000 £ 0.000 3 0.018 £0.010
29 294 15 0.068 £ 0.017 1 0.009 £ 0.009 7 0.061 £ 0.019
30 298 7 0.032 £0.012 3 0.028 £0.016 10 0.061 £0.019
31 302 12 0.055 £0.015 5 0.047 £ 0.021 7 0.043 £ 0.016
32 306 22 0.10040.020 13 0.123 £ 0.032 6 0.037 £ 0.015
33 310 19 0.086 £ 0.019 9 0.085 £ 0.027 11 0.067 £ 0.020
34 314 10 0.045 £ 0.014 4 0.038 £0.019 5 0.030+£0.013
35 318 3 0.014 £ 0.008 2 0.019£0.013 2 0.012 £ 0.009
36 322 1 0.005 £ 0.005 1 0.009 £ 0.009 3 0.018 £ 0.010
Beero 220 1.000 +0.280 106 1.000£0.383 | 164 | 1.000+0.338
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ne. I 2 3 4 S5 6 7 &8 9

TYPAKYIJIOB u np.

10 11 12 13 14 15 16 17 18 19

345

310
308

272

242

Puc. 1. Pasgencune B 8%-HOM MONMHAKPHIAMUIHOM Tesie aMIHgHUEpOBaHHbIX annenelt nokyca ACTBP2. I — ¢parMenThl
ITHK dara A, pacieIuicHHo# pectpukTa3ofl EcodTl; 2—13 — reHotTanxpoBanue 12 HepOACTBEHHBIX Yenosek: 2 —15/33,3 —
1620, 4 — 17/19, 5 — 18/20, 6 — 21/22, 7 — 23/27, 8 - 24/25, 9 — 26/28, 10 — 29/30, 11 - 31/32, 12 - 33/34, 13 — 35/36; 14 - an-
NeNbHas “MecTHHIA™; 15—19 — ceMelHbI aHANIH3, BLIABASIOMMA CIERYIOLHE reHOTHNbL: 15 — 23/32 (oTew), 16 — 21/23 (pe-
6enox 1), 17 — 21/32 (peSenok 2), 18 — 23/27 (peGenok 3), 19 - 21727 (MaTh).

Ha6monaeMble 9aCTOTbI BCTPEYa€MOCTH F€HOTH-
OB ACCIENOBAaHHBIX JIOKYCOB MPOBEPSIA HA OTKIIO-
HeHHe OT paBHOBecHs Xapnu-BainGepra no xpare-
pasiM X2 # G-CTaTHCTHKH C IOMOIIbIO KOMIILIOTEP-
Hoi mporpamMmel R X C (Rows X Columns) Ha ocHOBe
aNropaTMa, ormcanHoro panee [16]. Iporpammy R x C
TaKXKe HCIONb30BaNH I CPaBHEHHMs pacnpenene-
HEAS AJUIENABHBIX YaCTOT B Pa3jiHYHLIX MOMYJSAUMOH-
HBIX BBIGOpKaX.

OXHaaeMyIo reTepO3ArOTHOCTD (H.,,)  clefyio-
mp@e napaMeTpbl HHGOPMATHBHOCTH MONAMOpdH3-
Ma HCCIEJOBAHHBIX MHKPOCATEIUTHTOB. CPEAHIOI0
BEPOSATHOCTb HCKJIIOYCHHAS HCChegyemoro obpasia
No 3afaHHOMy reHoTHNy (mean exclusion chance, W),
PM = BH}OpMANMOHHOE COiEPXanue NONMMOpdH3-
ma (polymorphsm information content, PIC) paccun-
TBHIBAH C NOMOIILIO KOMITLIOTEPHOH HMPOrpPaMMBbI
Ha OCHOBE H3BECTHBIX AJITOPATMOB, IPHBENCHHbLIX
Hamn panee [17]. UHgeRc nACKpEMAHANUA (power
of discrimination, PD) paccuuThIBajA 0O popMyne:
PD=1-PM[18].

PE3YJILTATH U OBCYXJIEHHE

Mbl pOBEJH aHaJIH3 TPEX NOMYNISIHOHHBIX BbI-
GOpoK, pasMep Kortopbix coctasan 110 (Mocksa),
53 (Tomck) u 86 yenoek (ypareiinsl). OGHapyXeHO
22 annens muakpocareanuTa SE33 pasmMepom or 238

MOIJIEKYIISIPHAS BUOJIOTUS

no 322 n.H. (prc. 1, Taba. 1). B o6eux ropopckux no-
nyasuusx Haigeso 20 annened IMHOH OT 246 no
322 n.H. Y ynarefiues HadJIeHbI €IE ABa ajulens pas-
mepoM 238 m 242 n.H. (Tabn. 1). Annenu Jokyca
ACTBP2 nHyMepoBaim, HCXONS M3 YHCIIa CONlepXa-
IHXCd B HUX TETPAHYKJICOTHAHLIX NOBTOPOB. Tak,
HaMMcHBILIMI 10 [UIHHE ajUieNb pa3MepoM 238 ma.
BKJIIOYAJ 15 MOBTOPOB H NONYYHJ NOPSAKOBLIA HO-
Mep 15 [11]. B MOCKOBCKO#H HOMYJISIUMHA C YaCTOTOH
0.1 & BbIIIE BCTpevandch amnend 28 u 32, y ToMuaei
HauboJNee paclHpOCTpaHEHHLIMA OKa3allECh aJlIeNH
19 m 32 (gacrora BcTpeuaemoctd 11.3%), a cpemu
ypareiines — annens 20 ¢ 4aCTOTOH BCTPEIaeMOCTH
0.122 (Tabn. 1).

M3 210 BO3MOXHBIX T€HOTHIIOB OOHApYXKEHBI
76 (Mocksa) u 48 (Tomck). Y MockBRYEH HanbONb-
miedl pacnpoCTPAHEHHOCTRIO O0/Iafjai reTepo3nro-
TbI 32/33 B roMo3uroTel 19/19 (dyacToThl BCTpeyae-
mocti 0.055 r 0.036 cooTBeTCTBeHHO). B TOMCKOH
BLIGOpKe ¢ HanGonbInel YacroToi (3.8%) nabnopany
MISTh TEHOTHIOB. Y yA3reines U3 253 BO3MOXHbIX re-
HOTHIIOB HaiifileHO 64, B3 HAX HanboNee YacToO BCTpe-
qanack (4.9%) rereposurors 20/21 1 21/23 (Tabn. 2).

Ha6monaeMoe pacnpeneneHEe 9acTOT BCTpedae-
MocTH rerotunos Jokyca ACTBP2 so Beex nonynsim-
OHHBIX BLIGOPKaX COOTBETCTBOBAJIO PaBHOBECHIO Xap-
ma-Baim6epra (3nauennst BepostHoctH 0.999-1.000,
tabn. 3). DTO CBHAETENHCTBOBANIO OO0 OTCYTCTBHH
Ne 6
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AJUIEJIbHBIA TTIOJIMMOP®U3M 981

Ta6mma 2. YacTroTsl BCTPE4aEMOCTH reHOTHIIOB nokyca ACTBP2 B pycckux nonymsmmsx Mockssi, Tomcka o y ynoa-
Feines

MockBryn Tomuuu Y pareiinp MockBrauu Tomuun Y pareinn:
) & o @ o o
T'eno- E' \ § ' E' . I'eno- E' ' § ' E‘ \
THIT 2= [ Qx as | S 2x | @ THI A= | G 2as | S asx | @x
S | ZE | g8 | E5 | g5 | =% ES | %5 | E8 | %5 | g6 | =B
o9 <3 o9 [ o 9 o5 o9 <3 o 9 =B o Q (=3
E3 |85 |53 |55 |63 |5% 5§38 |85 |53 |55 | E2 | 5%
5% | F2 | 55 |52 |§5 | B8 5% | FE |55 |58 | ¢5 |58
1 | 27| 3 4 5 6 7 1 2 3 4 5 6 7
1533 1 0 0 0 0 0.012 1 20:24 | 0 0 0 0 0.037 3
16-20 | O 0 0 0 0.012 1 20-25 | 0.009 1 0 0 0.012 1
16-22 1 0 0 0 0 0.012 1 2026 | O 0 0 0 0.012 1
16-34 | 0 0 0 0 0.012 1 20-29 | 0.009 1 0 0 0.012 1
17-17 1 0 0 0.019 1 0 0 2030 1 0 0 0 0 0.012 1
17-19 1 0 0 0.019 1 0 0 2031 |0 0 0 0 0.012 1
17-20 | 0.009 1 0 0 0 0 20-32 | 0.018 2 0.019 1 0 0
17-24 { 0.018 2 0 0 0 0 2033 [ 0 0 0.019 1 0.012 1
17-25 [ 0 0 0 0 0.012 1 20-36 | O 0 0 0 0.012 1
17-26 | 0.009 1 0 0 0 0 21-21 | 0.009 1 0.019 1 0.012 1
17271 0 0 0 0 0.012 1 21-22 | 0.009 1 0.019 1 0.012 1
17-32 1 0 0 0 0 0.012 1 21-23 | 0.009 1 0 0 0.049 4
17-34 | 0.009 1 0 0 0 0 21-27 | 0.009 1 0 0 0 0
17-36 | 0 0 0 0 0.012 1 21-129 | 0 0 0 0 0.012 1
18-19 | 0.009 1 0 0 0 0 21-30 | O 0 0 0 0.012 1
18-20 | 0.009 1 0.019 1 0.012 1 21-32 | O 0 0.019 1 0 0
18-24 | 0 0 0 0 0.012 1 21-33 | 0.009 1 0 0 0.012 1
18-26 | O 0 0.019 1 0 0 21-34 | 0.009 1 0 0 0 0
18-27 { 0.009 1 0 0 0 0 22-22 | 0.009 1 0 0 0 0
18-28 | 0.009 1 0 0 0 0 22-23 | 0.018 2 0 0 0.012 1
18-30 { O 0 0 0 0.012 1 22-26 | 0.009 1 0 0 0 0
18-31 | 0.018 2 0.019 1 0 0 22-27 | 0.027 3 0 0 0 0
18-32 { O 0 0.038 2 0 0 22-28 | 0.009 1 0 0 0 0
18-33 | O 0 0.038 2 0 0 22-29 | 0.009 1 0 0 0 0
19-19 | 0.036 4 0.038 2 0 0 2230 | 0 0 0 0 0.012 1
19-20 | 0.009 1 0.019 1 0.012 1 223110 0 0.019 1 0.012 1
1921 { O 0 0.019 1 0 0 22-32 | 0.018 2 0.019 1 0 0
19-22 | O 0 0.019 1 0 0 2233 ] 0 0 0.019 1 0.012 1
19-23 | 0.009 1 0.019 1 0 0 2323 (0 0 0.019 1 0.024 2
19-24 | 0 0 0 0 0.024 2 23-24 | 0.009 1 0 0 0 0
19-25 1 0 0 0.019 1 0.024 2 232510 0 0 0 1.0.012 1
-19-26 | 0 0 0.019 1 0.024 2 23-27 | 0.009 1 0.019 1 ]0 0
19-28 | 0.009 1 0.019 1 0 0 23-28 | 0.018 2 10 : 0;,} 0 0
19-32 | 0.027 3 0 0 0 0 23-29 | 0.009 1 0.019 1 0.036 2
19-33 | 0.018 2 0 0 0.024 2 2330 | 0 0 0 0 0.012 1
20-20 | 0.018 2 0.019 1 0.012 1 233110 0 0 0 0.012 1
2021 | O 0 0.019 1 0.049 4 23-32 | 0.009 1 0 0 0 0
2022 | 0 0 0.019 1 0.012 1 23-33 } 0.009 1 0.019 1 0 0
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Ta6mna 2. (OKOHYaHHE)

TYPAKYJIOB = fip.

1 2 3 4 5 6 7 1 2 3 4 5 6 7
24-24 | O 0 0 0 0.012 1 28-31 | 0.009 1 0 0 0 0
24251 0 0 0.019 1 0.012 1 28-33 | 0.009 1 0.019 1 0 0
24-26 | O 0 0 0 0.012 1 28-34 | 0.018 2 0 0 0 0
2427 | O 0 0 0 0.024 2 28-35 | 0.009 1 0 0 0 0
24-31 | 0.009 1 0.019 1 0 0 29-29 | 0 0 0.019 1 0.012 1
24-32 | 0.018 2 0.019 1 0.012 1 29-30 | 0.009 1 0 0 0 0
24-33 | 0.009 1 0 0 0 0 29-31 | 0.009 1 0 0 0 0
24-35 7 0 0 0.019 1 0 0 29-32 1 0 0 0.038 2 0 0
252510 0 0 0 0.012 1 29-34 | 0.018 2 0 0 0 0
25-26 | 0.009 1 0 0 0 0 29-35 | 0.009 1 0 0 0 0
25-27 | 0.009 1 0 0 0.024 2 3030 | 0 0 0 0 0.024 2
25-28 | 0.018 2 0 0 0 0 30-31 | 0.018 2 0 0 0 0
25-34 | 0.009 1 0 0 0 0 30-32 | 0.009 1 0.019 1 0 0
26-26 | O 0 0 0 0.012 1 30-33 | 0.009 1 0 0 0 0
26-27 | 0.009 1 0 0 0 0 30-34 | 0 0 0 0 0.012 1
26-28 | 0.009 1 0 0 0 0 30-35 | 0.009 1 0 0 0 0
26-29 | 0.018 2 0 0 0 0 31-31 | 0.009 1 0 0 0 0
26-32 | 0.009 1 0 0 0 0 31-32 | 0.009 1 0.019 1 0.012 1
26331 0 0 0 0 0 0 31-33 | 0.009 1 0 0 0.024 2
26-34 | 0.018 2 0 0 0 0 31-34 | O 0 0.019 1 0.012 1
27-28 | 0.009 1 0.019 1 0 0 32-33 | 0.055 6 0.019 1 0.012 1
27-29 | 0.018 2 0.019 1 0 0 32-34 | 0 0 0.019 1 0 0
27-31 | 0.009 1 0 0 0 0 323510 0 0 0 0.012 1
27-32 | 0.018 2 0 0 0 0 32-36 | 0.009 1 0 0 0.012 1
27-33 [ 0 0 0 0 0.012 1 33-33 | 0.018 2 0 0 0 0
27-34 | 0 0 0.019 1 0 0 33-34 | 0.009 1 0 0 0 0
27-351 0 0 0 0 0 0 33350 0 0 0 0.012 1
2736 { O 0 0 0 0 0 3336 | O 0 0 0 0 0
28-28 | 0.027 3 0.038 2 0.012 1 34-34 1 0 0 0 0 0.012 1
28-29 | 0.027 3 0.019 1 0.012 1 3536} 0 0 0.019 1 0 0
28-30 | 0.009 1 0 0 0 0

Buy'rpenﬂeﬁ reTepoOrcHHOCTH B HCCJIEAOBAaHHBIX NO-
DyANYAX.

JRCHEpEMEHTATLHOE  pacnpefiefiende 1acTor
BCTPe4aEMOCTH aJlieNiell MEKpOCaTeILTHTa SE33 651-
710 BeCbMa CXONHBIM B O6GEHX FOPONICKHX IOMyJIALiH-
X, O YeM CBAJIETEILCTBOBAJIM Pe3yJIbTaThl aHANH3A
R x C (puc. 2). [Togo6HOE CXONCTBO MEXJY NOMyJL-
msiMa MockBbI B TOMCKa MBI Habnrogany | A ie-
CTH JpYTHX paHee HCCIENOBAHHBIX MAKPOCATEIIIH-
toB [5—7]. BiA30CTh XapaKTepOB PacmpefeleHus
anjeneil B IBYX YAAJCHHBIX APYr OT fpyra ropoa-
ckux nomynsuEsax Poccui 103BOJNSET yBEPEHHO IKC-
TpanoiaMpoBaTh MONYYCHHBIE HAMHA JAaRHLIC 0 4ac-
TOTaxX BCTPEYaeMOCTH ajulelied Ha BCIO PYCCKYIO
MOMYJISHIO.

MOJIEKYJIAPHAS BUONIOTH

MBI Take CpaBHAJIH HalllK [JaHHbIE N0 pacipene-
JIEHHIO YaCTOT BCTPEYAaeMOCTH anjieNiedl JIOKyca
ACTBP2 ¢ pe3ynbTaTaMu aHAJIOTAYHBIX KCCIICI0BA-
Huit 3apyGeXXHBIX NOMYJISLHA. MaxkcaManbHOe YHCIO
annenedt (26) aRHOTO JIOKYCa HA#JEHO Y HEMEIKHX
€BPONEONR[IOB B PE3YNbTaTE THNAPOBAHAA BLIGOPKH
3 180 genosex [11]. B HeMeXO# NOMYIALHAH C Yac-
rotamu Bbime 0.07 Bcrpeyanuck aens 16, 28 u 30.
B 06enx HCCIeOBaRHBIX HAMHA BEIOGOpKax A3 ropoa-
CKHX NONyMNsiAi He O6HAapYXXeHbl HA3KOMONCKYISP-
goie annens 11/16 gnuro# ot 222 o 242 n.H., IpH-
CYTCTBOBAaBIIME Yy HEMIIEB [11]. Y espomeodos
CIIIA (8b160pKa 39 uenoBex) OGHapYXEH 21 annens
c mpeobnanaHueM ajlenci 19 = 28-30, BCcTpevas-
mmmxcs ¢ 9actoroi Berme 9% [8]. B cpaBHeHwH € NO-
Ne 6
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Pyccxue
Esponeonpsr
Mocksa Tomck Hemupt Esponeounst CHIA Yaarefiynr
|- I ] 1 -
QT 1 T T ”_’—"'
10.0140 147138 17.2355 26.7985 Xu-xBagpart
(0.9630 £ 0.0060) (0.6110+0.0074) (0.5020 0.0084) (0.1600 £ 0.0116) (BepostHocTs £ S. E.)
10.2415 16.0245 19.1110 29.0721 G-CTaTHCTHRa

(0.9690 £ 0.0055) (0.6350 1 0.0070)

(0.5210 £ 0.0079)

(0.2010 £ 0.0127) (BepostaocTs £ S. E.)

Puc. 2. CpaBHUTENLHLIH aHATTA3 YACTOTHOTO pacnpegenenus annenedi noxyca ACTBP2 B MOCKOBCKOI! NONY/ISTHHA K B ApyTHX

TIONYJAALHOHHEIX BEIGOPKaX.

nyasuEsiMa Mocksbl 1 ToMcKa y amepBKaHIiieB eBpo-
NEACKOTO IPOACXOX/CHMS! IPHCYTCTBOBANHA AJJIENH
13-16, He OGHapyXeBHbIE B EPBBIX ABYX MOy ALM-
sX. B TO Xe BpeMsl cpefiu ceBepoaMEpHKAHCKHX €B-
PONEONI0B OTCYTCTBOBANIA BBLICOKOMOJIEKYJISPHBIE
annenu 34-36, HalifieHHbIE B 06EAX FOPOJCKHX nomy-
Asuuax 1 'y Hemues [8, 11]. R x C-ananu3 He BLISBHI
KaKMX-THOO 3HAYMMBIX Pa3IHYAil B YaCTOTHOM pac-
npenencuuy annenei nokyca ACTBP2 mexy nomny-
nsuusiMa Mockser B ToMcka B 3apy6exusiva €Bpo-
neougam (puc. 2).

Takxe OTCYTCTBYIOT ROCTOBEpHBIE pa3iHyds B
PaclpefieNIeHHH ajuiesied 3TOro JIOKyca MexXay Hc-
CENOBAaHHBIMA HaMH T'OPOJICKHMH NOMYJISIASMH H
YASreHlaMHA, OTHOCSLIIMMHCS K MOHTONIOB/IHOM pace
(puc. 2). Habnioganu CTaTECTHYECKH 3HAYUMBIE pas-
744U B PaclpefielieHAN ajnenel IPyruax panee nc-
CIENOBAHHBIX HAaMH MBAKpocatennuToB (D6S366,
D195253, HUMCYARO04, HUMCD4, HUMF13A01)
MEXy DONYSIHIMHA, OTHOCSILHMHACA K Pa3HbIM pa-
caM (pycckue, Morrosionpsl CHIA, merpnr CIITA) [5—
7). OTcyTcTBHe BHIMMBIX MEXPACOBBLIX Pa3IHYMil B
RaHHOM CIy4yae MOXHO OOBACHHTH 3HAYMTENBHBIM
YPOBHEM aCCHMUJIAIIMA YASTEHIEB PYCCKAMA H O6Me-
HOM FeHaMH MEXJY 3THMH NONYJISIUSIMA.

Menpenepckuit xapakTep HacIefOBaHus alneNei
B Jokyce ACTBP2 nokasan B pesynbTaTe aHanusa
DPERCTaBATENBHBIX CEMEH, BKIIOYAIOMMX TPOHX H
4YeTBEpHIX AeTei (pAc. 1).

Kax BHJIHO B3 JaHHBIX HAIIEro NOMYIANHOHHOTO
HccnenoBanlus (cM. TabGi. 3), AN MBHHCATENIMTA
SE33 xapakTepHbI BEICOKHE YPOBHH aJlIENILHOLO IO~
nuMop¢usma (22 annens) # AHGOPMATHBHOCTH (Te-
Tepo3drotHocTh 0.830-0.875 mas pasueix mccnepo-
BaHHBIX BEIOOpOK, PIC 0.874-0.887, PD 0.991-0.992).
Bonsmuucrso anneneit parHoro mmkpocarenmura
AOCTATOYHO HIMPOKO NPEACTABICHO B HMCCIEIOBaH-
HBIX NONYJSALMSAX; HET BEIPAXXEHHOTO Npeobnaganus
OIHOrO-IBYX aJyneNied, YTO XapaKTEePHO Il TAKHX
MHHH- B MHKDOCATEJUTHTHBIX JIOKYCOB, kKak D1S80
[12, 15], APOB [19], RB1 [17, 20}, HUMTHO1 [24,
11], HUMOYARO4 [3, 17] u psna Rpyrux. 3To mpn-
fla€T OHOPONHOCTb XapaKTepy pacipefeleHss a-
nene# nokyca ACTBP2 u yBennuMBaeT noNe3HOCTh
AaHHOTO JIOKYCa NPH HACHTA(DUKAIHOHHOM aHaJIA3e,

MOJIEKYJIAPHASL BUOJIOTUA ToM 31 M6
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M-=1 HaGmonana YCIEMHYI0 aMILTAGHAKAIMIO aJ1-
nened mukpocarenmnta SE33 (Ha ocHOBe remOMHOIM
JHK #3 pa3na4HeIX HCTOYHAKOB — C/II0HA, KOPEeHb
BOJIOCA, MATHA KPOBH (AaHHbIE HE MOKA3aHbI), YTO
SBISCTCS BaXHBIM CBH/ECTENBCTBOM IIPHTOHOCTH
9TOT0 MHKPOCATENNIMTA JUI1 HMACHTA(HKANHOHHBIX
HCCNIeNOBaHHIA.,

HNoGarnenue nokyca ACTBP2 k mMeroeiics na-
HEJA B3 IIECTH MHMKPOCATEJNIHTOB YBENHUYHBAET ee
paspemaromyio crnocoGHOCTh B 126 pa3s m goBogAT
o0 BbEIUHEHHROE 3HAYCHHE pM tecr-cucTeMsI go 6.62 X
X 107, uTo rapanTHEpyeT TOUHyIO HieHTHDHAKABHIO
JAYHOCTH B NONYJNSALHUHA pa3MepoM 161.2 miuH. ge-
JIOBEK.

TakuM o6pa3om, paspaGoTanHast HaMH HAEHTH-
¢rxanmonHas nmaHens, @3 mecrw MHKPOCATEIUIAT-
HBIX JIOKYCOB NO3BOJIIET POBECTH TOYHYIO HICHTH-
(HEKanmIo THYHOCTH ANsi BCEro Hacenenns Poccry.

Ta6mana 3. 3HayeHns KpuTepHEB nonuMopgusMa, Tec-
T0B X2 B G-CTATHCTHKM [is OPOBEPKH Ha COOTBETCTBHE
3akoHy Xapau-BainGepra mns nokyca ACTBP2 y
yAa3redues ¥ B FOPOICKAX NonyIsumsax Mockest B TOMCKA

I'Iabauerpu Mo;kann 7 Tomuun kYnareiiubl 7
Hope 0.873 0.830 0.854
Hexp 0.935 0.932 0.937
pM 0.008 0.009 0.008
PD 0.992 0.991 0.992
w 1411 1.458 1.447
PIC 0.887 0.874 0.885
v 90.1410 41.2095 70.1047
Beposatiocts 0.9990 1.0000 0.9990
(#S.E.)* (0.0010) ) (0.0010)
G-crarucraka | 120.7776 54.1729 94.2545
BeposTaocTts 0.9990 1.0000 0.9990
(#S.E.)* (0.0010) ) (0.0010)

¥ CraHpiaptHad omu6Ka.
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