Kak BuauM, IpapofHTENsCKUM TalIOTHIIOM B 00€HMX TONYJISALHAX OKAa3alcsl TalIoTHI
Neo 1. ®opmupoBanue cetd B paioHe ramioTuna Ne 1 cxonHo B obeux nomynanusx. Pycckue
NOTYNISIMH UMEIOT 0oJiee BBICOKHH YPOBEHb IaILIOTHITHYECKOrO pasHoobpasus 10 CpaBHe-
HMIO C YKpauHCKHMH moIyisuusmu besnroposackoit obnactu. Y yKpawHIEB 0OHApYXeHO
7 rarjIoTHIOB, 9TO TOPA3J0 MEHBLIE, YeM Y PYCCKHUX.

Pabora BeInonHEeHa Npy 4acTHYHOH puUHaHCOBOHN mojuiepsxke rpantos PTH® u POOU.
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U3YYEHUE NTOJUMOPO®HU3MA I'EHA
AHI'MOTEH3UH-IIPEBPAIIAIOILEI'O ®PEPMEHTA
Y PYCCKUX IIEHTPAJIBHOH POCCUHU

B. C. Bawmyunun, E.B. Bananoeckan, M.H. Yyprnocos
Benropoackuit rocyrapcTBEHHbIH YHHBEPCATET
I'Y Menuko-renernueckuit HayyHsli neatp PAMH

CpaBHUTENBHBI aHaNU3 MONYISNUAN W BOCCTAHOBJIEHUE HA OTOW OCHOBE HCTOPMH MX
B3aHMOOTHOUICHHUH SBNAETCA NPEAMETOM HCCICAOBAHUA ICHETHKOB M anTpononoros. Hayde-
Hue rerodonna Hacenenus Lenrpansnoit Poccun, ero #cTopudeckoro GopMupOBaHUS UMEET
0c00yI0 aKTyalpHOCTB, TaK Kak ayrocoMusli [JHK-mommmMopdusm pycckux nomynsmui He-
JIOCTATOYHO M3YYeH, a 3TH JaHHbIE HMEIOT BAXXHOE 3HAUCHHE [IPH PACCMOTPEHUH CTPYKTYpEI
reHo¢oHxa Hacenenus Poccuiickoit @eneparuy.

OnHuM W3 BHIOB MOHOJOKyCHoro momuMopdusMa JIHK sasiserca nuannensHbil vHCEp-
LHOHHO-IEJEHHOHHBIN ouMopdu3M. B kadecTBe Takoro Mapkepa MOXHO HCIOJB30BaTh
reH aHrHOTEH3HH-NIpeBpamarmero GepmenTa. M3BecTHo, YT0 aHTHOTEH3MH-IPEBPALTAOIHI
¢depment (ACE) 3aHuMaeT HEHTPAIEHOE MECTO B PeryJIAlUd FeMOAVHAMUKH Y IOAIEPXKaHNH
COCYIHCTOrO TOHYCa M TeM CaMbIM YHacCTBYET B PETyJIAIMH YPOBHS apTepHAIBHOTO JaBJie-
HUA. OTOT (epMeNT IpeBpaliaeT IporopMoH aHruoTeHsuH I B anrunorensus 11 (6ernok, obna-
JAIOMKHA COCYIOCYKHBAIONIMM AeHCTBHEM H PETYIHPYIOIHHA POCT FIaIKOMBIIEYHbIX KIETOK
cocynos u KapauomMuorutoB). ACE takke cnocobeH HHaKTHBHPOBAaTh OpagukuHuH [1].

I'en ACE pacnionoxer Ha Xpomocome 17q23, cocrout u3 26 sk30HOB oOieil anuHoH 4,3
TIH ¥ KojpyeT Geok u3 1306 aMAHOKUCIIOTHBIX OCTATKOB, BICTIOUast CUTHANBHBI nenTHy 13 29
aMHHOKHKCIIOT. B mHTpoHE 16 reHa HaXOMMTCs YYacToK, NOJMMOP(H3M KOTOPOTro 00yCIOBIEH
HATHYKUEM WM OTCYTCTBHEM (COOTBETCTBEHHO, MHCepLUeil (0T «nsertion»-1) wmn aenenwuedd (ot
«deletion»-D)) yuactka aimsoi 287 nap HYKJIEOTHIOB B Tak HasbBaeMoM Alu-niosrope [1].

Llenbro HacTosAmeR paboThl OBUIO H3YYCHHE HHCEPUHOHHO-ISICIIHOHHOTO HOIHMOPdH3-
Ma resa ACE y 294 xopeHHBIX pycckux xurened nsatd nomynsuui LlentpansHoi Poccnn:
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1) Muxait:roBckut p-E Pssamckolt 061, — 61 genosex, 2) Craccexuit p-2 Pazanckoi o6, —
63 uenosexa; 3) Ilerporckuit p-2 Tamboscko# 001, — 67 uetoBeK, 4) Bapsrunckuit p-u Karyx-
cko# 0611, — 58 uenosex u 5) Boporcxuit p-r Kamysxckoi 06:1. — 45 gestoex. MarepranoM s ¥ic-
CleIOBaHMs TIOCTYKUIM 0Dpa3Ibl BEHO3HOM KpOBH, COOPaHHEBIC B SKCTIEIMIIMOHHOM 0OCIenoBa-
rv B 2004 rozy. O6pasite! KpoBH Jist BEIOOPKH OBLTH B3ATH! Y HEPOACTBEHHBIX JIHIl, POXKAEHHBIX
Ha JAHHOA TEPPUTOPHH, POIUTEIM KOTOPHIX OTHOCATCS K PycCKOMY 3THOCY. KpoMe Toro, yuuThi-
BATMCH MCCTA POXKICHHMS BeeX 0alyIliek ¥ AeymeK MHAuBKayyMa. B pesynstare GopMupoBanus
BHIOODKHA IIO JI@HHOMY TIPHHIMILY ITPOMCXO/MT YMCHBIUCHHE CIIyYaifHOM IOTPEIIHOCTH, BO3HE-
KaroIlel B pe3ysIbTaTe MUTPal[IOHHOTO [IOTOKA IPOIILIOrO BEKA U YUMCTHIBAETCS TOIBKO Hauboee
YCTOXYMBhIE MUTPALMH, TeHETHYECKUI! C/ICK KOTOPBIX COXPAHIICS B IOMYJISIME TI0 [IPOLIECTBAM
IBYX IIOKOJICHHH. MIMeHHO Taxas BBIOOpKa JacT Hanbolee IOJIHOE IPE/ICTaBIEHHE O pacpeee-
mnu arvtesiet mokyca ACE cpeau xutenedt LieHTpamsHOro peruona.

AHK  Boimessnd ©3  JeHKONMTOB IEepH(EpHYecKOl KpoBA METOAOM  (eHO-
X710poGOpMHOH 3KCTpakimy, onucanHbM Mathew (1985 r). Ananusz noxyca ACE nposoauin
METO/IOM TIONIMMeEpa3HOH nenHoi peakuuu cuHTe3a JJHK c ucrmonp3oBaHHeM CTaHIapTHBIX
OJIMTOHYKJICOTHAHBIX IIpaiiMepoR [2].

Ilocne penatypanns (5 mus mpu 95°C) BemonHsuH 33 nuKIa aMILIH(UKAIEHA [0 CXEME:

— neHarypanus — 40 ¢ npu 94°C;

—~ OTXUT npaimMepoB — 40 ¢ pu 57°C;

—aouraung — 30 ¢ ipu 72°C.

3arem mpobs! BeIAepkuBaiK 6 MuH 1pu 72°C 1 oxmaxaany. [IpoayKTsl aMIUTA(GUKAIUY
aHATM3UPOBATH B 2%-HOM arapo3HOM rele, OKpaIHBaM OPOMHCTEIM STHAUEM U MIEHTH(DH-
mupoBanu B Y®-csete. [lpu ananuse ammmbuuupyeMsix GparMeHTOB IPUMEHSIIH ClIERYIO-
myro HOMeHKnatypy amweneit rena ACE: amnens [ (490 nH) — Haauuue (WHCEpPIUS)
Alu-nosropa, ajuiens D (190 m) - ero otcyTcTBMe (enenus).

1 2 3 4 5 6 7 8 9 10 i1 12 13

Puc. DnexrpodopeTuueckoe pasresenue npoaykToB aMmmrdmkaluy joxkyca ACE reHa
aHrMoTeH3MH-NIpeBpamatomero Gepmenta’ 1,7, 10, 11 — romozwurora 190/190 na (D/D);
9 - romosurora 490/490 mu (I/T); 2-6, 12, 13 — rereposurora 490/190 nH (I/D)

Matemaruyeckas 06paboTKa HOTYydeHHBIX PE3y/IbTATOB IPOBOANIACE OOIICIPHHITHIMH
CTATHCTHYECKAMH METOJaMH. PacmpejeneHue eHOTHIIOB, OLEHKHM COOTBETCTBHS PaBHOBE-
curo Xapau-BaiinGepra u yacToThl ajuieneii jokyca ACE B oOcinenoBaHHBIX HOIYNAIUAX

nprBeeHB! B TabIMIE.
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Tabayia

PacnpenesneHne reHOTUIIOR, OLEHKY COOTBETCTBHE paBHOBecHo Xap;u-Baiiubepra
H 4aCTOTHI a/Liesiell [0 NCC/IeIVEeVILIM ONYIRLIUAV

| Pation 1 N | TenoTymb | Hactorsiamnese#t |, |

\ O6nacTs . nun [ i [ bbb 1 [ pD | * |

| ; ; | . o | < 2e0 . Toen |

| Muxatnoscxuit Pasanckas ! 61 } 4.,92% 42,62% | 5246% | 0,2623 ' 0,7377 §p>0 05

L | ,
Craccxwit Prsarckas 63 | 2858% | 4444% | 2698% | 0,5079 | 04921 g:gég

| Merposcxutt TavGosckas | 67 | 2537% | 40,30% | 3433% | 0,4552 | 0,5448 zjosf)i |
Bapsrurckuli Kanykcxkas | 58 | 24,14% | 2931% | 46,55% | 0,3879 | 0,6121 ;j:‘égl |
Boposckuit Kamyxoxas 45 | 2223% | 33,33% | 44,44% | 0,3889 | 0,6111 ]‘;fol 35 ]

BaprnabenpHOCTD aLIeNbHEIX YaCTOT PACCMATPHBAEMOr0 FE€HETHHECKOT0 MapKepa CoIoc-
TaBUMa ¢ H3MEHYHBOCTHIO YacTOT, HabIojaeMol B paHee U3YHYEHHBIX €BPONCOUAHEBIX U a3u-
aTckux momyasiuax [3]. PacnpeneneHue B 4eTHIpEX HCCICNOBAHHBIX MOIIYJISALHUSIX COOTBET-
CTBOBAIO OXHUAacMOMY IIpM paBHOBecHM Xapnau-Baiubepra. B nonmynsump bapgrurckoro
paitona Kamyxckoil obnacTé HabIIOAaloCh OTKIOHEHHE OT OXHAAEMOr0 PacHpEeACICHUS
Xapau-Ba#nOepra. OTKnoOHeHVE pacTipefiefiCHNS OT 0XXKHUAGEMOTO MOXKET OTpaXaTh OcOOEH-
HOCTH HOUYJISIHOHHO-TEHETHYECKUX IIPOLIECCOB B 3TOM PETHOHE.

[Ipy olieHKe a/UTeNIbHOTO MOIMMOP)HU3Ma BEISBICHO MEHIMAIEHOE IIpeobIafanue aje-
as I y nacenenus Criacckoro p-na Pssanckoit 0071, B ocTaipHbIX HOMyISHMAX 9acTOTa ajlies
D npeobnanana. MakcumanbHas yactoTa aviens D mabmoganace B monyisnun Muxaiinos-
ckoro p-Ha Psazanckoit o6i. (0,7377), a MuruMasHas B nomysisimuu Cracckoro p-sa Pszan-
ckoit 061. (0,4921).

O6pamaer na ce0s BHIMaHWe CUIbHOE TIpeobiananue awiens D u renotuna D/D B no-
IyJISUHA KOPEHHOTo HaceneHns MuxaliioBckoro paiiona Psazanckoli obnactu, 9acToTa ame-
1s D 6bura pasua 0,7377, a mons reroruna D/D — 52,76%. Onmaxo wacrota amnens D
(0,4921) u nons renoruna D/D (26,98%) B monystud Toi e obnacta Cnacckoro p-Ha oKa-
3aMCh CAMBIME HHU3KHMY 110 CPaBHEHUIO CO BCEMH HCCIENOBAHHBIMHU MOIYIAIUAMM,

Taxum 06pa3oM, CpaBHUTEIBHBIH aHAMH3 xapakTepa nojaumopousma resa ACE B nomy-
asuusix pyccknx LlenTpanpHol PoccHy O3B0 yCTaHOBUTD HOIYJIAUHOHHBIE OCOOCHHOCTH
pacrpenesieHUs: OCHOBHBIX ITOKa3aTeNell JaHHON IOMMMOP(QHOH CHCTEME! B UCCIEAYEMOM pe-
THOHE ¥ BBISBHTH OIpPEACICHHBIC TEHICHINN U3MEHEHNA YacTOT ajjieledl ¥ TeHOTHIIOB FeHa
ACE B 3aBHCHMOCTH OT reorpadu9ecKoro MoJI0KEHHs IOy IAIHH.
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