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Mayuen nomumopdmaM taHaemuoro TCTA-NOBTOpa reHa PAH vy xureneit Mocksnl U 3a-
nagsoi Cubupu. BuisiBaeHbl 8§ BapMaHTOB ajL1e/IEd PasMEPOM 228-256 n. H. llokazaHo co-
OTBETCTBME pACNPeleSICHUS 4acTOT BCTPEUaeMOCTH ICHOTHUIIOB B 000X BBLIOOPKAX pPABHOBE-
cuio Xapni—Baitn6epra U OoTCYTCTBME CTATUCTUYECKH 3HAYMMBIX MCEXTIOMYJIALMOHHDIX pas-
muumit. OnpeneneHbl napamerpbl MHGOPMAaTMBHOCTU M3YYEHHOTO JIOKYCa A MCTOJIb30BA-
HUS B MAeHTUDUKALUMOHHBIX UCCICAOBaHUAX.

KroueBplie CIOBA: aA1e1bHbill NOAUMOPDUIM, MUKDOCAMENNUMHbLE NOEMOPbL, c€H PAH, noaumepasnas

UCNHASA PeaKyus

B HacTosiumiee speMsl B UICHTUPNKALUMOHHBIX UC-
CJEeNOBAHMUSX B TIPAKTUKE KPUMUHAIMCTUKHU H CY-
n1eOHO-MEeAMLUMHCKMX UCCICTOBAHHUIAX IMPUMEHSE-
IOTCSI MOJIEKYJIIPHO-TCHETUUECKME METOIbI, OCHO-
BaHHble Ha reHorunuposaHuy. Haubonee MHTEH-
CHUBHO M3YUAIOTCS TOJUMODPPHBIE JIOKYCbl I€HO-
Ma, M3BECTHbIE KaK TAaHAEMHBIE MOBTOPbI C U3-
MEHSIOILKUMCS YHUCIIOM KONMMH, B YACTHOCTH MU-
kpocaresautos unu STR (shot tandem repeats) —
C pa3MepoM TIOBTOpstolierocsl (pparmeHTa 2-7 . H.
Takue J0KYChl YacTO BBLICOKOMOMUMOP(HBI, UTO U
O0YCJIOBINBAECT UX NMPUMEHEHHE B MECIUKO-TCHE-
TUYECKUX LEeHsIX. Y aMEPUKAHCKUX €BpPOIICOUAOB
ONMMCAH MUKPOCATEJUIMTHBIM TMOBTOP B reHe @e-
nunananuuruapokcuaassl (PAH, xpoMocomHasd
nokanusauusga — 12q22-q22.4 [3]), pacrojloXeH-
Hbiit B 3-M uHTpoHe reHa [3]. Januuiit STR-y0-
KYC COMEPXKHUT pa3aIvuidHOe YHUCIO KOMUHU (IOB-
TOPOB) TMNOCHefoBaTeAbHOCTH 4 HYKJICOTUIAOB —
TCTA.

3amaya HACTOSILETO UCCIEJ0BAHHA — U3YUUTDH
nonuMmopdusM tanaemHoro TCTA-noBropa reHa
PAH vy xurenei IBYX pa3lIuM4yHbIX peruoHOB Poc-
cu (Mocksnl 1 3anagHoil Cubupu) U OLEHUTH
rmapaMeTpbl MTHPOPMATUBHOCTH JIOKYCa IJd UICH-

TUDUKALMOHHBIX UCCAECNOBAHUMA B POCCUMCKUX TI0-
AYISILUASIX.

METOAMKA UCCNELOBAHUA

PaGoTa BoIIosHeHa Ha obpasuax AHK, BblaeneH-
HBLIX U3 KPOBM HEPOICTBEHHBIX TPEICTABUTENIEH
CMELIaHHOM PYCCKOSI3BIUHOM TIOMYNIALIMHK 3araHou
Cubnpu (Tomck, Hosocubupck) u monyisuuu Mo-
CKBbLI [4].

Metonom I1LIP [7] uccnenoBann obsacTb reHa
PAH, comepxauyro Mmukpocare/siuTHbie (TCTA),-
noBtopbl. OJHIOHYKICOTUIHLIE TMPaMMEpbl CUH-
Te3npoBatd dhochUTaMUIHbIM MeTomoMm Ha JIHK-
cunTe3atope ASM-102U (“Biosset”) cornacHo OTiu-
canyoit crpykrype [3]: pr. F: 5'-GCC-AGA-ACA-
ATA-CTG-GTT-C-3', pr. R: 5-AAT-CAT-AAG-
TGT-TCC-CAG-AC-3". IILP nposoaunu Ha aM-
ninduxarope “MiniCycler™” (“MJ Research Inc.”).
PeaximonHnas cmech (50 mxi) comepxana 0.1-0.2
Mkr reHomuoit JHK, 40 nM kaxporo npanmepa,
67 MM Tpuc-HCl pH 8.8 npu 20°C, 16.6 MM cyJib-
dbarta ammonus, 4 MM xuopucToro maruug, 10 MM
2-MepkanTosTaHoia, cmech 4 ocuosHpix dNTP
(mo 0.2 MM kaxnoro) u 2 en. Tag-nonumepa3bl
(“Cun62du3uM”). Nocne HavyanbHONU peHaTypauuy
(94°C, 4 mud) 33 uuxkna [1LP npoBoaniu B pexHu-
me: 93°C — 40 c; 55°C — 30 ¢; 72°C — 1 MHH.
Ha nocjienHeM nMKIE CTaAMI0 CUHTE3a (MpHU 72°C}
MpoJUIeBAIX N0 5 MUH.
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FEHETUKA 89
IponykTel aMIUIMPUKALMU AHUTU3UPOBAIM B HIME Ui OJAHHOIO JIOKYCa aLIefbHbIE N3A4EDPbl U
8% T1AATD nnmunoit 20 cMm. Ha mopoxky rens BHocu-  JJHK ¢ usBecTHbIMM reHoTMnamMu. Busyamuzauuio
A 3-5 MK peakuyuoHHou cMecH. l'enm okpaum-  ¢parMeHtoB JJHK ocyurectensiim B YP-cBeTe ¢ npu-
paid OpoMucTbiM 3TUaUEM (0.5 MKr/mi). [Uist mgeH-  MEHEHUEM CHUCTEMBI KOMIMBIOTEPHONW BHICOCHEMKHU
TUPUKALMU aJUIeJIEH MCIOJIb30BAIM COOTBETCTBYIO-  reaeil Ha npubope “UV-VIS Imager I17.

Tabnuua 1. Yacrtotra BCTpeyaemMoCTu reHoTunos nokyca PAH B AByx nonynsuMoHHbix Bbidopkax Poccum

3anagHas Cubupsb Mockga

FenoTun

KORNYECTBO 4acToTa KONN4EeCTBO 4acToTa

HabnoaeHnin BCTPEYAaEMOCTHU HabmogeHnin BCTPEHAEMOCTU
1 — 1 0 0 0 0
1 — 2 0 ¥ 0 0
1 — 3 1 O 0
1 — 4 0 0 1 14
1 — 5 1 S 0 Q
1 — 6 1 g 0 0
1 — 7 1 9 0 0
1 — 8 0 0 0 0
2 — 2 0 0 0 0
2 — 3 1 9 1 14
2 — 4 2 17 0 O
2 — 5 2 17 3 42
2 — & 2 17 3 42
2 — 7 0 0 1 14
2 — 8 0 0 0 0
3 — 3 1 9 2 28
3 —4 5 43 5 69
3 — 5 10 87 4 56
3 — 6 4 35 2 28
3 — 7 2 17 0 0
3 — 8 0 0 0 0
4 — 4 7 6 5 69
4 — 5 23 20 11 153
4 — 6 12 104 10 139
4 — 7 1 G 2 28
4 — 8 0 0 0 0
5 — 5 16 136 9 125
S — 6 13 113 7 97
5 — 7 3 28 1 14
5 — 8 2 17 1 14
6 — 6 5 43 1 14
6 — 7 0 0 3 42
6 — 8 0 9, 0 0
7 — 7 0 0 0 0
7 — 8 0 0 0 0
8 -8 0 0 0 0
Bcezao... 115 1000 72 1000
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Puc. 1. 3nekrtpodoperpamma aHanmsa STR-NONMMOPPHLIX
annenen reHa PAH B 8% T1AAT.

1, 9 — annenbHble N3aaepbt; 2-8 — reHoTUNMPOBaHUE He-
POACTBEHHbLIX NOAEN.

YacToTbt re HOTUIIOB MPOBEPSIIN HA COOTBETCT-
BHe paBHOBECUIO Xapau—BaitHOepra 1o KpUTepHU-
aM ? M1 G-CTaTUCTHUKM C TIOMOHIbIO KOMIbIOTEPHOU
nmporpaMmMbel RXC (RowsXColumns) Ha 0CHOBE OIH-
caHHOro ajropMTMa |[5]. OXMIaeMyro reTepoO3UroT-
HOCTBh U TIapaMeTpbl UHPOPMATUBHOCTU K3YYEHHOTO

JIOKyCa: BEPOSITHOCTL CAYHAUMBOIO COBMANCHUSI I't-
HOTUTIOB JIBYX HEPOACTBEHHbLIX WHAMBHIOB (pM ),
CPEOHIO BEPOSITHOCTb UCKIIOUEHUSA HUCCIECAYEMOTO
oOpa3ia no 3agaHHoMy reHotuny (W), uHdop-
MallMOHHOE cojepxXaHue noaumopdpuisma (PIC)
DACCYUTLIBAUIU C MOMOIIBIO KOMIIBLIOTEPHOU IIPO-
rpammel | 1].

PE3YJIbTATbl UCCJIEGOBAHWUA

B uccienoBaHuMy reHOTUNMUPOBAHLI BAPHMAHTHI MMH-
kpocatesauTHeIX TCTA-noBTOopoB reHa PAH y 187
4YeJJOBEK, NMPEACTABISIOIIMX 2 BHIOOPKM M3 Pa3jivy-
HbIX nonviasiuuit Poccuu: pycckue XUTEIW 3anam-
Hoil Cubupu (n=115) u1 MockBbl (n=72). Metonom
[THP B 3-M uHTpoHe reHa PAH BuIsiBieHbl 8 Ba-
puaHToB autesneit (puc. 1) wmHoi 228-256 n. H.
[lonydyeHHOE pacripeieiieHue 4yacTOT BCTPEyae-
MOCTU TE€HOTUIIOB (Tadiy. 1) COOTBETCTBOBAJIO paC-
npeneacHulo Xapau—BaiHOepra B o0eUx 1onyis-
LHMOHHbIX Tpynnax (tadj. 2). 3TO yKa3blBaeT Ha OT-
CYTCTBHE BHYTPEHHEH TE€TEPOT€HHOCTH M3YUYECHHBIX

Tabnmnua 2. 3Ha4YeHUs Kputepues noamMopdusma, TecTtoB ¥? n G-ctatuctukm gna nokyca PAH B u13y4eHHBIX

NONVAALUOHKBIX Bblbopkax (M+m)

MapameTpsl 3anagHan Cribupb MockBa 061322::::%'8
Oxngaeman reteposurotHocTs (H_, ) 0.748 0.764 0.754
Habniogaemas reteposurotHocTe (H,, ) 0.751+£0.040 0.776+£0.049 0.762+0.031
pM 0.099 0.084 0.092
W 0.684 0.735 0.706
PIC 0.605 0.640 0.620
X 0.4651 10.1192 7.1238
BeposaTHOCTL 1 0.9920+0.0028 1
(G-CTaTUCTUKA 8.0384 12.9450 8.3582
BeposaTHOCTL 1 0.9880+0.0034 1
Tabnumua 3. YacTtoTel BCcTpedaemMocTm annenen nokyca PAH B pycckor nonynauum (X103, Mim)
ANNEenk AnuHa Konu4ectso YacToTa HaubonbLuas
annenqa, n. M. HabniaeHnA BCTPEYAEMOCTN annens yacTtora annens
1 228 5 1316 25
2 232 15 40+10 60
3 236 41 110116 141
4 240 96 257+23 301
o 244 131 350£25 399
G 248 69 184120 224
7 252 14 3710 57
8 256 3 815 17
Beceeo... 374 10001114 1223
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rpynn. CaMbeIMU pacIIipoOCTPAaHEHHBIMU OBLTU aJlle-
an 4-6. Cnextp PAH-aueneit 1 X OTHOCHUTEb-
HbIC YaCTOTBI BCTPEUACMOCTHU ObLIIM CXOJHBLI B JIBVX
U3YUEHHBLIX BLIOOPKAX M B LIEJIOM COOTBETCTBOBAIU

ONUCAHHOMY JIJI8l €BPOINEOUIHOTO (aMEePUKAHCKOIO)

HaceneHust (puc. 2) |3].

[TapaMeTpBl a/IEJILHOTO MOAUMOPPU3IMA CBU-
NETECABCTBYIOT (Ta0s1. 2) O TOM, UTO M3VUEHHBIA MU-
KpOCATCANUTHBIN NOKYC reHa PAH gaBmsieTcst Bbi-
COKOMH(OPMATUBHLIM AJ151 TEHETHYECKHUX UCCIIENO-
BAaHUI (MOJIEKy/sipHasl AUArHOCTUKA) W PEIICHUS
MPUKIIAAHBIX HACHTH(MHUKALMOHHDBIX 3axay. [ eHOTU-
NUPOBAHUE BApPHAHTOB I'eHa ObIJIO arnpoOUPOBAHO B
MPakKTUKE KPUMUHAUTMCTUYECKUX 3KcnepTus HKY
YB/l Towmckoii obsactu, rae nokasaHa ux MHGDOP-
MATUBHOCTDL IMPHU MCCIACHOBAHUMN PA3TAUUYHBIX O0OBEK-
TOB (KpOBb, B TOM YHUCJE CTapble IISITHa KPOBU U
TPYTIHas! KPOBb, CIAIOHA, OKYPKU CHUTAPET, KOCTH, B
TOM YKCJIE€ YaCTHUYHO PA3TOKHWBLIHECS, 00pa3ilbl Ba-
THHJIBHOTO COAEPXKMUMOIrO XKEpTB) U BO3MOXHOCTL
YBEPEHHOIr0 aHa/iM3a ajiie/ied Kax B IIperiaparax
BblCOKOMOJIEKYJIsipHON A HK, Tak u B 0o0pasuax ua-
CTUYHO aerpaauposaHHoi JHHK B xomuuectBe ot
1 Hr (uHorma M MeHblue) go S50 Hr, avieaeit U3y-
YEHHOTro NMoauMopgHoro Jiokyca reHa PAH [2].

OcCylIeCTBIEHHBI HAMH CPaBHUTE/bHLIN aHa-
U3 € TIPUMEHEHUEM IporpaMMbl RXC B ABYX BbI-
OOpKax He OOHAPYXKMWII 3HAYUMBIX MEXIIOMY/ISLIM -
OHHBIX Pa3UUYUN YaCTOT BBISIBJICHHBIX F'€HOTUIIOR
(x*=21.0400 nmpu p=0.7080%0.0144; G-cTraTUcTUKA=
25.4202 npu p=0.7230+0.0142) u yacTOoTHOrO pac-
npeneneHust amnenaen (x*=4.0871 npu p=0.7980+
0.0127; G-cratuctnka=4.1048 pu p=0.8100+0.0124).

CxoAHbI XapaKTep aLIe/IbHBIX Tpoduiieil ABVX
reorpayecKu yaaaeHHbBIX MONyIsauuil Poccuu mo-
3BOJISIET BKCTPANOJUPOBATH AJJIEJABHBIE YacCTOTHI,
ONpECAC/ICHHLIC B CYMMApPHOU pENnpe3cHTATUBHOU
BeiOOpKe (MockBa m 3anmagHast CuOUpb), Ha Bce
PyCcCKOe HaceJIeHHe 0€3 pUCKA CYIUICCTBEHHO 3aBbI-
CUTb MOTEHUMAN WHIUBUAVaIM3auuu. B Taba. 3
NPUBEHECHbLI OOBEAUHEHHBIE NaHHBIE IO YaCTOTaM
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HacTOTH BCTpEeUaeMOCTH
0.5 B - 3anannas Cubupe
0.4 [ ] - Mocksa
0.3
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Allnenu

Puc. 2. Hacrtorel BCTpedaemoctTn STR-annenen B nokyce PAH
B ABYX NOMyNAULWUOHHLIX BhIBOPKAX.

BCTpEeUaeMOCTH aJuieaci Jokyca PAH, kotopbie MO-
KHO PEKOMEHIOBATDH /19 MCHOJIB30BAHUS B BEPOSIT-
HOCTHBIX pacyeTax npu MACHTUPUKALHMOHHBIX HC-
CIETOBaHMSIX.

[TapameTpbl a/1eIBHOTO MOJUMMOpP(HU3MA CBU-
OETEJIBCTBYIOT O TOM, YTO HUCCJICNOBAHHBIA MUKPO-
CaTEJUINTHLIA JIOKYC reHa PAH y pycckoro Hace-
neHUuS PocCHH ABISIETCSH BBICOKOMH(DPOPMATHBHLIM
IUIA TEHETHUYECKUX UCCIECNOBAHUN U pPECHICHUSI MPH-
KJAAIHBIX UACHTUPUKAUUOHHDLIX 3a4a4 IpU UICHTH-
pUKALMY JUYHOCTU, CIIOPHOM OTUOBCTBE, KPUMU-
HAUIMCTUYECKUX HMCCIAETOBAHUAX U AP.
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