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JJOKYCOB CPEJIM NONYJISIIUI I0OT'A HEHTPAJBLHOM POCCUUA
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Benropoickuii rocy AapCTBEHHBIH YHHBEPCHTET'
'V Menuko-regetTryeckuii Hayuusii neatp PAMH?

B nocnenane roas Bee Oompllee 9Hucio HecaenoBarenei B 061acTy MONMyasSiHOHHON Ire-
HETHUKH OTJAIOT LPEJIIOYTCHUE MOJEKYJSIPHO-TEHETHUECKHM MapKepaM. DTO CBA3aHO C TEM,
yto uH(popmaronnoe coaepxanue JJHK 3HaunTensHO BRINIE O6ETKOBOTO, KPOME TOrO TEXHH-
Ka uccaegosanuit mapkepoB JIHK cBOAHTECS NMpakTHYeCKH K OJTHOMY METOJY — IOJIHMEpas-
HOH nmerHOM peakuuy. Ho caMbiv BakHbIM IpenmMylnecTBoM MapkepoB JIHK seisiercs namu-
4ye HEOrPAaHWYEHHOIO YMCHIA FEHETHYECKHX MAPKEPOB C MOIMMOP(H3MOM PAa3HOTO THIIA U
3HAYUMOCTH.

3a mocnennue 15-20 ner MoJgydeHbl MOJIEKYJIIPHO-TCHETHUECKHE XAPAKTCPHUCTHKY s
MHOTHMX nomyisuuii mupa mo paznmuuabiM JIHK mapkepam simepHOro reHoma uenoBeka
(3,4,5]. B pesynbraTe 9THX HCCIEI0BAHUI MOKA3aHO, YTO runepapuadennuble JoKychl JJHK
ABISIOTCS ©osiee MHPOPMATUBHEIMH MTOTUMOPGHBIMU MapkepaMu. B kadecTBe rumneppapua-
oemsHbIX JJHK-MapkepoB MoxHO Henonp3oBath VNTR-momumopdHbl yyacTok reHa (eHu-
nananuHrHApokcunassl (VNTR-PAH) u MuanCaTENNUT reHa anonumomnpoterHa B (ApoB).

I'en denunananmarunpoxcunaspl (PAI) pamonmoxen Ha 12 XpoMocomMe B 06JIacTH
q22-q24.1. MuHHCcaTeIUTHBIA PErHOH pacIlooKeH MexAy AByMs moctosHHbiMH HindIIl
cafiTaMH Ha 3 T.II.0. HWKE TPUHAIATOrO 5K30Ha reHa @ AI. DTOT pernoH CoAep>KUT He-
MOCTOSIHHOE YMCJIO TAHIEMHBIX MMOBTOPOB ¢ JUTMHOHN o/iHO# koruu 30 m.H. [6].

I'en anonunonporerHa B pacrionoXeH B KOPOTKOM IIIeYe XPOMOCOMBEI 2 B pEeruoHe
2p23-p24. T'uniepapuabenbHBIl YHaCTOK pacriofioxeH BOMM3M 3 -KoHIA HA paccTosHUM 100
I.H. OT CUTHaja NoJIMaJeHMpoBanus. B coctaB 3Toro BapuabenbHOro ydyacTka BXOIAT 0o-
rarele aJIcHUHOM U TUMHHOM 14 1 16 4neHHble TaHAEMHbIE TIOBTOPHI [ 7].

Lenp HacTosmiedt paGoThl — IPOBECTU MOJNEKYJISPHO-TEHETUUECKMI aHanu3 BapHadeb-
Hoctu ayvtene#t VNTR-nonmuMop¢hHBIX ydyacTKOB IeHOB (heHHITAITaHUHTHAPOKCHIIA3BI U amo-
nunonporenHa B cpenn kopeHHOTO pycckoro HaceneHus rora [lenrpansnoit Poccuu.

Martepuasnom It ucciieZoBanus nociayxuin oopasusl [JHK 785 kopeHHBIX pyCCKUX KU-
teneld wora LlentpanbHoit Poccun. 13 kotopeix 433 uyenroBeka u3 Sxosnesckoro (140 uerno-
Bek), [Ipoxoposckoro (146 denosex) u Kpacuenckoro paiioHos (147 yenosek) benropojickoi
obsactu, 108 yemoBek u3 Ilpucrenckoro (46 4enoeek) U UepeMHUCHHOBCKOrO paiioHOB (62
gesnoBeka) Kypekoit obnactu, 127 uenosek u3 Jlusenckoro paitona OproBckoit obyactu H
117 yenosek u3 Penbepckoro paiiona Boponexckoit obnactu. JIHK Beigensnu u3 nepudepu-
YeCKON KPOBH METOJOM (eHOJIEHO-XIOpOohopMHOH dKCTpaknuu [8]. AHANU3 JOKYCOB OcyIIle-
CTBIISUICS MeTOJIOM IosmMepasHoit nennoi peaknuu (I1L[P) cuaresza JJHK ¢ ucnonp3oBanueM
CTaHAAPTHHIX OJIMTOHYKJICOTUIHBIX MpaiMepoB. YcrnoBus aMIHGUKaIUN U 3eKTpodopesa
JUIst TOMMMOP(HBIX JJOKYCOB IIpeJIcTaBiIeHbl B TabmuIe 1.

Tabnuua 1
YcejaoBus aMiinUKALMM ¥ d1eKTpodopesa AJsl MCCIIeI0BAHHBLIXJIOKYCOB
JIOKYC VYenous aMIuM$pUKanuy VYcnoBus anextpodopesa
HauanbHas neHaTypanus 4 MUH npu 95°C. Paznensnu 8 7%-HoM noJuaxpuna-
29 uukios: 45 cek ripu 95°C; MHHOM refie B TEUEHHE 5-TH HacOB
VNTR-PAH [6] | 45 cek npu 55°C; mpu 250V,
1 mun nipu 72°C.
Onouraums 10 Mun npu 72°C [6].
HauansHas aenatypanus 10 Mmun npu 95°C. Paznensiiv B 6%-HOM monuaxkpuna-
31 umkn: 1 mun npu 95°C; MUJIHOM Tejle B TeueHue 7-MM Ya-
ApoB [2] 1 MuH ipu 60°C; coB 1pu 200V.
2 muH nipu 72°C,
Dnonranusg 10 muH npu 72°C [2].
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Ilo oxonuanuu sneKTpodopesa rejlb OKpalTUBAIN PAcTBOPOM OpPOMHCTOIO 3TUIHUS
(0,1mxr/mn) B Teuenne 15 MuHyT U doTorpadupoBanu B NpOXOAAUIEM YIbLTPa(HONIETOBOM
ceete. Pasmepnr ayuteneit VNTR-PAH onpenensii OTHOCHTENBHO JBYX 4YacThIX ajuleiiell ¢
qnuHOM ammutngunupyemoro pparmernrta 380 m.H. u 530 m.H. (puc.l).

1 2 3 4 5 6 7 8 9 10 11

Pucynok 1. Drektpodoperuyeckoe pasiefieHHe NpoAyKToB amrummpukanmn mokyca VNTR-PAH. 1-
560/650, 2-500/530, 3-440/530; 4-380/650; 5, 11-380/500; 6-380/380; 7-530/530; 8-440/560; 9, 10-380/530.

Pasmepsr ayteneit VNTR-ApoB onpenensng myTeM oZHOBPEMEHHOTO 37€KTpodopesa ¢
MapkepoMm Mojiekyisipoit maccel DNA LadderMix1000 («Fermentasy), conepxaimii ¢par-
MenTsl JumHoi 100, 200, 300, 400, 500, 600, 700, 800, 900, 1030 m.H. u T.4. (puc. 2). llpu
aHajM3e UCIIoJIb30Ballack HoMeHKIaTypa auteneii VNTR-ApoB no Ludwig [5,7].

1 2 3 4 5 6 7 8

PucyHok 2. SnekrpodopeTuueckoe pazaeseHue npoaykros ammnduxanun VNTR-ApoB. 1 —30/36;
2 - 32/35; 3 ~34/36; 4 — 38/38; 5 — mapxep MoJexyaspHO# Macchl, 6 — 34/36; 7 — 46/48; 8 — 34/36.

Matematudeckas oOpaboTKa ONIY4EHHBIX PE3yJIbTATOB MPOBOAUIACH OOIIENIPUHSATHIMU
CTaTUCTUYECKUMH METO/IaMHU.

B rtabmune 2 npeicrtaBieHbl pe3yabTaThl pactpezeneHus yactor VNTR amnenei rena
QAT y pycckux xuteneit LlenrpansHoro YepHo3eMbsl.

Tabnuua 2
Pacnpegenenne yactor VNTR aneneii rena @AI y pycexkux sxuteneii llenrpanbHoro YepHosembsi

VNTR-annenu, n.m.

Honynauiu N 7710 [ 50 [ s60 | 530 | 500 [ 470 440 | 380

1 2 3 4 5 6 7 8 9 10
Benropojckas o6nacTs
KpacueHckuii p-oH 147 0 0.04 0.13 0.34 0.14 0.01 | 0.01 0.33
IIpoxopoBckuil p-oH 146 0 0.03 0.08 0.36 0.17 0 0 0.36
SlxoBneBckuii p-on 140 0 0.03 0.12 0.39 0.1 0 0 0.35
Kypckas obnacTb
YepeMHCHHOBCKUH p l62 Jo  Joo1r Joo0os8 [037 Joi1s Jo TJo.02 Jo037
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IMponomxeHue Tabn. 2

TIpHCTEHCKUI P-OH [46 JoO [01 Jo0o07 To034 TJoirt Jo Jo Jo3s |
BopoHesxckas obnacthb

PenbeBckuil p-oH [117 Joot Joo03 Joi14 o028 Jo014 Jo [o l04
OpnoBckas obyacThb

JluBeHCKuUit p-oH [ 127 Jo J0o0o6 Jo11 Jo36 Jo12 Joo1]o [ 034

B uenom BO BCEX M3yYEHHBIX MOMYJIANUIX ObUI0 OOHApPYKEHO 8 pasIMUHBIX alienei
JAHHOTO MoJIUMOpGHOTo y4yactka, 7 u3 KOTOpBIX ObUIH ONHCaHBl paHee Ay HapoIoB Boiro-
Ypanbckoro pervoHa [1]. BoisBnennsie [1I[P-¢bparmentsl Brintouann asieny pasmepom 380,
440, 470, 500, 530, 560, 650 1 710 n.H., 4TO COOTBETCTBYET 3, 5, 6, 7, 8, 9, 12 n 14 Konmusam
noBTopa. Annens 710 m.H. paHee B AOCTYIIHOH HaMm JIUTEpaType HE ONMCaH U ObL1 BBISBICH
BIIEPBBIC Yy OJHOrO MHIMBUAyyMa u3 PenweBckoro paifona Bopomnexckoit obnactu. Hactora
annens B JaHHOM nmomynsuuu coctaBuia 0.01. Bo Bcex M3yuyeHHBIX NMONYJSILKAX ¢ Haubosee
BBICOKOH wacToToi ompenensumch amienb 380 (ot 0.33 y pycckux KpacueHckoro paiioHa
benroponckoit obnmactu o 0.4 y pycckux PembeBckoro paitoHa BopoHexckoit obnactu) u
amens 530 (ot 0.28 y pycckux PenneBckoro paiiona Boponexckoit o6iactu o 0.39 y pyc-
ckux AxoBneBckoro paiioHa benropoackol o6nactu). Pexe Bcero Bo BcexX MCCIIEIOBAHHBIX
TOMYJISSIHSX BBIABISUICS ajuienb 650, yactoTa KoToporo Bapsuposaia ot 0.01 B monymsiuu
YepemucunoBckoro paiiona Kypckoit obnactu 10 0.1 B Ilpuctenckom paitorne Kypckoit 06-
nactu. Amtens 440 ObL1 BEISBIIEH cpean pycckux Kpacuenckoro pationa benropojckoi 06-
nacty (0.01) u Uepemucunorckoro paiiona Kypckoit o6mactu (0.02). Annens 470 Ob11 00Ha-
pyxeH cpenu xurteneit Kpacaenckoro paiiona benroponckoit obnactu u Jlusenckoro paiiona
Opnosckoit o6mactu ¢ yactortoit 0.01. Pactipenenenye Bo Bcex McCIeN0BAaHHBIX MOIYJISHUAX
COOTBETCTBOBAJIO OKHUJACMOMY TIPH paBHOBeCHH Xapnau-BaitnOepra.

Cpenu Bcex 00CIIeIOBaHHBIX HHIUBUIOB BBIABICHO 23 ajUleJbHBIX BapHaHTa MHHHCA-
termuta ApoB (ot 660 no 1030 m.H.) ¢ pasnuyHOR yacToTOH BeTpedyaeMocTH. C Hanbosbuei
JaCTOTOM BCTPEYAIOTCS JBa aUIeIbHBIX BapuaHTa ApoB34 u ApoB36 (cymmapno 60-80%),
MPUYEM BO BCeX MCCIIC/IOBAHHBIX MOIMYJIAIMIX CaMBIM YacThIM Okazalcs ajiesb ApoB36 (ot
0.32 B IIpucrenckom paiione Kypckoit obnactu no 0.42 B SIkorneBckom paiione benropoa-
ckoif obnactu). [lanee ¢ wactoroit ot 0.07 no 0.13 B xax0if palfOHHOH NOMYJISILUM BCTpeYa-
10TCS yale Beero 3To awienn ApoB30, ApoB32, ApoB38 u ApoB40. OcrtanpHble amienu
BcTpevaroTes ¢ yactotoid Mernee 0.05. Takum oOpas3oM, pacnpesiesieHHe ajljIeNIbHbIX YacTOT Yy
UCCIIEIOBAHHBIX PYCCKHX HOMYJISALIMN HOCHMT OUMOJANIBHBIA XapakTep (oOHapyXuBaroTcs 2
nuKa B oOnacta 34 u 36 annens), Kak 4 B nonyisinusx Boctounoit Esponst [3,4]. Ha pucynke
3 JaHO YacTOTHOE paclpelelicHue ajuleNiell MuHucaresmuTa ApoB U1 uccienoBaHHBIX M0-
myJsinuii ora LlesTpansHoit Poccun.

Takum 06pa3zoM, pe3ynpTaThl aHaIN3a NOIMMOpGHU3Ma THIIepBApHAOEILHBIX JIOKYCOB
ApoB 1 VNTR-PAH cBuieTenscTByIOT 0 BHICOKOH MH()OPMATHBHOCTH JIaHHBIX JIOKYCOB JJIs
HONYIAIMOHHO-TEeHETHUECKHUX MCCIEeI0BaHUH B CHIIY UX MYJbTHAJICIILHOCTH U BBICOKOM Ie-
TEPO3UTOTHOCTHU B MOMYJISAIUAX.
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Yucno noBTOpPOB

Puc. 3. PacnipesenieHue alieNbHBIX 4acTOT MUHHCATe/IMTa ApoB B momynauusax pycckux rora LleH-
TpanbHOU Poccuu.
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OOPMUPOBAHME I'PYIIII PUCKA B PA3BBUTHUHN XPOHUYECKOI'O
OBCTPYKTUBHOI'O BPOHXHUTA HA OCHOBE AHAJIN3A
CPEAOBBIX 1 DHJAOI'EHHBIX ®PAKTOPOB

O.A. Ky3bmuna, 10.U. Adpanacnen
benal'V, MmenuuuHckui pakynbreT, Kadhenpa BHyTpeHHUX Oone3nei Ne 1

Xponunueckuii Opouxut (Xb) sBnsercs BakHeHmeil mpodieMoil COBpEMEHHOM MyJIbMO-
Hontoruu. PacnpocTtpanendocts Xb B mocnennue roawl Tak BelMKa, 4YTO 3TO 3a0o0jieBaHHE
CTaJI0 HACTOSIIIUM COLIMAIbHO-3KOHOMHUYECKHUM 3J10M OOJIBIIUHCTBA Pa3BUTHIX CTPAaH MHUpa, a
BBICOKHAC WHBANUJAHOCTD M JICTANBHOCTh OT €ro OCNOXHCHUU BBIIBHratOT Xb B 4MCNO aKTy-
anpHEHIIUX TpodiieM KiIHHMYecKod myisMoHojoruu [11]. ConuanbHas 3HaYUMOCT U TIPO-
THO3 3TOH MaToJIOTHH ONpeAeaseTcs HaTuuueM CHHIpoMa OpOHXHaIbHOH OOCTPYKIIMHU, KOTO-
pOMY CBOWCTBEHHA IIPOrpaJUEHTHOCTh TEYECHHS U HapacTaHUE ABIXaTeIbHOM HEJI0CTATOYHO-
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