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AJUIEJIBHBIA NMOJIUMOPOU3M FEHA HUMPLA2A
B MONYJIAIINH 3AHA11HOP'I CUBHUPH

O. H. Onunoxosa, B. I1. ITyssipes, U. A. Edbpemos, J1. A. HUcTaKoB

HUH MmeauumHckoi reHetukn Tomckoro nayunoro uentpa CO PAMH, Tomck
NocynapcTBeHHbI HayuHbiit uentp NocHUHM renervka, Mocksa

Pa6ora BHNOOJHAESTCS B PaMKIX CPABHUTCALHO-NMONYASIHOHHONO
HCC/IEAOBAHMA B CHOMPCKOM PErHOHC AANCABHOro noanmopduima otaenb-
HBX JIOKYCOB TI€HOMAa, CBS3aHHHX ¢ (OPMHPOBAHHCM HIACNCACTBEHHOMH
MATOJIOTHK M HCHONAb3YEMBIX AN PCUWICHUA PA3AHUHBIX FCHCTHUCCKHMX 3a-
nau. 3agaua rccaepopanus — H3yucHuc STR-noaumopdHoro mukpoca-
teatuTHOro nokyca rena HUMPLA2A (naskpcatnucckoi docdonunasn
A2, xpomocomHas saokanu3auus 12q23-q24.1 [Polymcropoulos M.H. et
al., 1990; Gispert S. Et al., 1993; Hammond H.A. ct al., 1994; McKusick
V. A, 1997)]) y xurteneit 3anaaHo-cubupckoit nonyasuun. Metoaom
nosauMepasnon uenHoi peakuuu (IMTLIP) uccacaoeanum STR-BapuaHTH re-
Ha HUMPLA2A, coaepxamue nosropsiowuiica sacMcHT (AAT)n, B BHI-
6opke ropoackoro HacejacHus — nonyasumu  3anagnon  CubGupn.
O6uapyxeHno 6 BapuanToB asnenci, concpxauwmx or 10 no 16 AAT-nos-
TopoB, pasmepoM ot 118 n.H. mo 136 n.n. OunpecacacHs napaMeTpu
#HPOPMATHBHOCTH H3YyuYcHHOro noaumopduima nokyca HUMPLA2A wu
NPOBENEH CPABHUTEJABHO-MOMYJALMOHHBNA JdHANU3 YACTOT BLISBJICHHbIX
T€HOTHIIOB. _ '

MATEPHAJIBI U METO/bI

O6pazust IIHK Beacnsaum #M3 kKpoBuw ¢ OPUMCHCHMeM Habopa
“Wizard'M Genomic DNA Purification Kit* dupmm “Promega* (CIIA).
Merooom TTLIP [Saiki R. K. et al., 1988} wccncaosanu obnaacts reHa
HUMPLA2A, comepxawmyio AAT-pnosropm [|Hammond H. A. et al,
1994]. TILP npoBoauaM HaA nNporpaMMMpycMoOM  amrnngukaTope
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. Tabanua 1

YacrtoTbl asjeneit ans nokyca HUMPLA2A
B 3anafHoO-cHOMPCKOi BBIGOPKE M BPYTMX NOMYJAALUMOHHBIX rpynnax

Hacrosuiee uccaeaosanmne JIntepatypHble JAHHLIE
(Hammond H. A. et al., 1994)
Annenb Paamep 3anaauas Cubupn Yacrora anneneit no Apyrum nonyfmu_mm
(No KOJS-BY annens Kon-80 YacroTa EBponeouabt Jlatuxo- MOHroOAoH b Herpni
AAT-nosropos) (1. H.) HabaoneHmit annend CIIIA aMEPUKARUbI
10 118 1 0,005+0,004 | 0,019+0,007 | 0,011+0,005 - 0,005+0,004
11 121 84 0,378+0,033 | 0,462+0,026 | 0,362+0,025 | 0,295+0,037 | 0,106+0,016
12 124 37 0,167+0,025 | 0,130+0,017 | 0,073+0,014 | 0,032+0,014 | 0,132+0,018
13 127 18 0,081+0,018 | 0,019+0,007 | 0,092+0,015 | 0,179+0,031 | 0,128=0,017
14 130 32 0,144+0,024 | 0,132+0,018 | 0,132+0,018 | 0.218+0,039 | 0,242+0,022
15 133 31 0,140+0,023 | 0,146+0,018 | 0,238+0,022 | 0,128+0,027 | 0,221x0.02]
16 136 19 0,086+0,019 | 0,091+0,015 | 0,089+0,015 | 0,147+0,028 | 0,157+0,019
17 139 0 — —_ 0,003+0,003 — 0,008+0,004
Koanuecrso 222 370 366 126 376
XPOMOCOM




“MiniC.\'c!crrw upmbl Rescarch, Inc. (CHIA). Cwmcce  aas
amnandukaunn (06bemom 25 M) skmouana: no 0,02—0,1 mkr reHom-
noii JIHK, 12 nmoabr kaxaoro w3 nokyc-cncumdpmuHbx npaiMcpon, 07
MM Tpuc-HCI, pH 8,8 npu 20°C, 16,6 MM cyasdar ammonus, 4 mM
MgClz, 10 MM 2-mcpkantootanon, no 0,2 MM kaxaporo dNTP u 0,7 en.
DNA-Tag-noaumecpasnl (TOO “Cu63u3um", Hosocubupck). TP ocy-
WCCTRASAR B PCKHUMC: 94°C — 45 cek.; 60°C — 30 cek.; 70°C — 45
cek.; 32 umkaa. NpoayxT amnandukaumu asannsuposaau 8 12 %, T1A-
Al aauuoit 20 cm. Ha a0poxKky refist BHOCHAM S—7 MKA PCiaKLMOHHOH
cmecn. FCean okpawmsann Gpomucteim otnanem (0.5 mxr/ma). Ias
HACHTHPHKIUMMY ATACACH UCNOAB30BANM COOTBCTCTBYIOWIMG /11 AAHHOMO
AoKyca aacabtbie asaaepel 1 AHK ¢ n3pcctHbiME reHotunamy. Busy-
aamsauno dparmentos 1HK ocyuwicersagaun B yasTpauonctoBom creTe
C MPHMCHCHHCM CHCTCMBb KOMNBIOTCPHOM BHACOCHEMKH resich Ha npubope
“UV-VIS Imager 11" (CLHA).

PE3YJNLTATDLI U OBCYXOEHHUE

B uccAca0BAHMN NPOAHATHIHPOBAHA cayuaiiHas Bbuibopka u3 111 He-
pOACTBCHHBLIX XHuTeacH 3anaanoi Cubupn caponcouaHo# pacei. Metonom
MUP uamu obnapyxcro 6 sapuanros anacack reva HUMPLA2A, conep-
xkawnx or 10 a0 16 AAT-nosropos, pazmepom or 118 n.u. 10 136 n.H.:
118 n.u. aaacas 10), 121 n.H. (anacas 1D, 124 nu. (annens 12), 127
nu. Guncan 13), 130 n.n. (aaneas 14), 133 nu. (aanens 15, 136 n.u.
(aaaean 16), Cnektp HAOAOIACMBIX ANNCACH MU UX OTHOCHTCABHBIC 4Yac-
TOTH npuscAcHbl Ha puc.l u B taba.l. Yacror anncacih nposepsan Ha
COOTBCTCTBHC paBHoBecHio Xapau-BanuOepra no xpurtepuam c2 u G-
CTATUCTHKH € NOMOWbIO xomabloTepHoi nporpaMmbl R x C (Rows x
Columns) na ocuose onucaHuoro aaroputma |Roff D.,A., Benizen P,
1989 |. MokasaHo, uTo HaAGAOAAICMOE B 3ANAAHO-CMOMPCKOM pCruoHe pac-
NPCACACHHC  YACTOT TYHOTHROB 3HAMMMO COOTBCTCTBOBAJIO PABHOBCCHIO
Xapaw-Banubepra: y“=11,1783 p=0,9720, Gceratucraka = 13,5490
(p=0.,9610), 4TO YKA3BIBACT Hil OAHOPOAHOCTH HCCICAOBAHHONW BHIGOPKY.

Koanuccrso xpomocom 222 370 366 126 376

[Mpu camoit Buicokok uacrore anacas 11 (121 n.u.) naubonee pacnpo-
CTPAHCHHBIMM ObaM anacan 12 (124 nwl), 14 (130 nud w 15 (133
n.H.). Cacayiounmy no vacrore Outan aancau 16 (136 n.w) v 13 (127
N.H.), NOCACAHHH H3 KOTOPHX PCAKO OTMCUACTCS y AMCPHKAHCKUX €BpO-
ACON10B.

Puc. 1. Cnckrp STR-anncaci 8 aokyce HUMPLA2A y naceaenns 3a-
naaHoi Cubupm.

OnpcacacHb napaMcTpol MHPOPMATHBHOCTH M3YUCHHOTO
noaumopdusma aokyca HUMPLA2A wu nposeneH CpaBHHTEAbHO-NON-
VASUHOHHBIA AHANN3 YIACTOT BHISIBACHHMX TCHOTHMOB. OXUAACMYIO reTe-
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@ 3anannas Cubups

12 13 16
Puc. 1. Cnextp STR-anneneii 8 noxyce HUMPLA2A y nacenennn 3anannoit Cubups.

posurotHocth (Hexp) m napamerpm undopmatussoct (pM — prob-
ability of random match, W — mean exclusion chance, undgop-
MauuMoHHOEe coaepxauue noaumoppmama PIC —  polymorphism

information content) M3yJYeHHOro JIOKYCa paCCYMTHIBAJIH C MOMOILLBIO KOM-
- NBIOTEPHOX MpOrpaMMH Ha OCHOBE paHee ONMyOJHKOBAHHHX AJNOPHTMOB
[Edpemos U. A., Uucrakos [I. A., Hocukos B. B., 1996 ].
3Hauenus kpurepues nonumopdusma anga nokyca HUMPLA2A B 3a-
nagHo- cMOUPCKO# NONyALUM:

Hobs = 0,766
Hexp = 0,775
Hexp (Nei) = 0,778
pM = 0,079

W = 0,740

PIC = 0,641

Tabnuua 2.
CpaBHMTENbHO-NONYAAUMOHHBI aHAIU3 YaCTOT BbISBJAEHHBIX ajiefieil reHa
HUMPLA2A y Hacenenus 3ananHo-cMGMpCKoro pervoxa
C ApyrMmMu Bbibopkamu

Ilapamerpn AMepukaHckme JlaTuso- Mouronomant | Herpwt CHIA
eBpONEon bl AMEPUKAHLBI CIIIA

Ofvem BuIGOPKM, uen. 185 183 63 188

RxC maccus Tx2 7x2 7x2 7x2

x? 18,6481 19,6193 30,8947 72,1866
Bepositnocts (£S.E.) | 0,0030+0,0017 {0,0050+0,0022{0,0010+0,0010 | 0,0000+0,0000
G-cratucTuka 18,5914 19,9293 33,6616 72,0890
Beposthocts (£S.E.) | 0,0060+0,0024 |0,0060+0,00240,0010+0,0010|0,0000+0,0000

[Mpn MexnomyasMOHHOM CPaBHEHHMH Mbl OOGHAPYXMJIH MOCTOBEPHBIE
oranuugam uactor asnenen resa HUMPLA2A y xurenein 3anammoii
Cubupu or esponeonpos CUIA (tabn. 2) (npu ypoBHE BEPOSTHOCTH He



mcice  0,00600 u ot  HabaoaacMOro 1S NATHHOAMEPHKAHUEB
(p=0,0060) 4 npeacraBuTencH Apyrux pac: MOHIOIOMHIOB (p=0,0010) u
werpor CUIA (p = 0,0000).

MapameTpsl an1€abHOMO MOAMMOPHH3IMA CRHACTEABCTRYIOT, UTO n3y-
YEHHBIH MHKpOCATCAIMTHBIH JoKyc reha HUMPLA2A v esponcomasoro
HACCACHUS  3anaaHO-  CHOGMPCKOrO  peruoHa  sIBASICTCH  BhiCOKONHGOP-
MATHBHbIM 1111 TCHETHYECKMX MCCACAOBAHMIT M PCLUCHHMS NPHKIAIHBIX
MIACHTUHUKALIMOHHBIX 3a]ay. ’

Nannas pa6ora uactnuvo ¢puuancupyercs s pamkax THTII 3a0posbe
Haceaenus Poccuu (rpant Ne 13).



