1. Tonoso# mMophu3M HOCTOBEPHO OTAHMEH TONBLKO CIPaBa MO Y/bHAPHBIM NETASM U 3aBMTKaM,
¢ npeobajaHyeM NoceJHUX Y FOHOLLEH, a NeTeNTb — Y AeBYLLEK, IPH YeM 3a CHeT yJIbHAPHBIX [ETeNb;

2. bunartepanbHas acCHMMETpPHA BBISABJIEHA IO METNEBBIM Y IOHOMIEH M 3aBHUTKOBBLIM y30paM Y
TeX U JPYTHX, YTO OTJIMYHO OT JAHHBIX APYTHX aBTOPOB [ S].

OCHOBHYIO KOHCTHTYLIHOHAILHYIO [PYIIITY COCTABHIIM HOPMOCTEHHKH - 50,3% 1oHowweil v 44%
JieBy1IeK, acTeHHkH -30,9% u 30,8% u runepcrenuxu - 18,8% u 25,2% cooTseTCTBEHHO.

PacripeneneHue JaKTHIOTUIIOB C YYETOM THITIA KOHCTHTYLIMH:

1. Ilpeo6nananue 3aButkoB(W) - 50% (P<0,05) y rUnepcTeHHKOB-MY>K4HH.

2. Y3o0ps! THIa AYT (A) BCTpeyaloTcs yalie y acTeHHkoB-aeByuiek (13,1%) (P<0,05).

TakuMm 06pa3om, BeIIBICHA BHYTPHUTDYNNOBass M3MEHYHBOCTb JBYAENbTOBBIX MNATLLEBBIX Y30-
pOB (NETAS, 3aBUTOK), 3aBHCALIAA OT NoJja M GunarepalbHOH CHMMETPHH, a Takke npeobnanaHue 3a-
BUTKOB Y THTIEPCTEHHKOB-MY>XYHH W TYT Y aCTEHHKOB-XXEHILHH.
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O CHHOHUMMWYHBIX MYTAIIMSAX B HYKJIEOTUHbIX
NOCJIIEJOBATEJIBHOCTAX MPHK o2-CYBBEAUHUIIbI
TETEPOTPUMEPHOTI O G;-BEJIKA MbIIIIN U YEJIOBEKA

A.B. Bymegunosckuii
Hayusslif pykoBoautens — 1.0.H., npodeccop E.B. bBapkoeckuii
KBenopycckuii cocyoapcmeennwrit meduyuncrkuil yHusepcumem

Ctumynsauus  MeMOpDaHOCBS3aHHBIX — @JeHHIATUMKIa3 B KJIETKe OCYLUECTBAAETCS O~
cyobeannuuamu Gy-6enxoB [1]. PaHslie cuuTaock, YTo CyIIECTBYET MHOXKECTBO F€HOB, KOAMPYIO-
'mHx G0, OFHAKO pe3yJIbTaThl POBEJCHHOrO Ca3epH-ONI0T aHaNMH3a CBUAETENLCTBYIOT O TOM, UTO ra-
TUTOMAHBIA F€HOM YeJIOBeKAa COAEPKHT TOJBKO OJMH I'eH, HecylIUit UHOpMaumIO O (-CyObeHHHLE
crumynupytomero G-6enka. rot reH Obin n3oauposaH U HazBaH GNAS] (Guanine Nucleotide Alpha
Stimulating 1). GNAS1 coaeput 12 uHTpoHOB H 13 3k30H0B. Ucnonr3oBanue undopmauuu pasivu-
HBIX 3K30HOB OOBACHSAET CYIIECTBOBAHUE HEThIpEX BAapHAaHTOB G,0-CyObeAMHHIbL: BapHaHT TPaHC-
kpunTa 1 (S2), Tpanckpunra 2 (S1), TpaHckpunra 3 (XL — extra large) u tpanckpunta 4 (S4) [1].
HaubGosee BrIcokas cTeneHs roMOJIOrMH XapaKTepHa 19 BAPHAHTOB TPaHCKpHITa | ¥ TpaHckpurTa 2.

Llensto HcenenoBaHus ABASETCA M3yueHUEe CHHOHUMHYHBIX MyTalMid B HYKJIEOTUXHbBIX MOCHe-
aoBatenbHocTAX MPHK 02-cy6reannnisl rerepoTpuMepHoro Gr-6enka MBILIM M YenoBeKa.

Jns BBIpaBHMBAaHUS HYKJIEOTHAHBIX nocienoBatenbHocTelt MPHK Gia2-cyObeauuuubl MBIIIH
[3] u uenomeka [2] ucnonszoBanack nporpamma CLUSTAL W [4]. YacToTs! Tpau3uuuii (P) 1 TpaHc-
Bepcuii (Q), MX cpeaHHe OTHOCHTENbHbIE BEPOATHOCTH (1-W M W, COOTBETCTBEHHO), 3BOIIOLMOHHOE
paccrosnue (K) u ckopocTh 3BOIIOIMOHHBIX 3aMEH OCHOBAHHH Ha CalT B rol (Kayx, ) ObLIM paccunTa-
Hel no ¢opMynam, npenoxkeHHsIMH Kumypoit M. (1985). Ilocnemoparensnoct MPHK Gio2-
cyOBeIHHULB! MBIILIM U YeJIOBEKAa CPaBHUBATHCH M0 900 HYKJIEOTUIHBIM caiiTaM, COOTBETCTBYIOIUM
koaupymoweit obnactu MPHK. Ilpn aHanuse HykieotuaHbix nocnepoBarenbHocTeit MPHK Go2-
cyObeIMHHUB! MBIIM M YeJOBeKa HalAeHO 69 CMHOHMMMYHBIX 3aMEH, U3 KOTOpPbIX TpaH3uuui 57 u
tpancBepeuit 12. Orciona P = 0,0633, Q = 0,0133 u K = 0,0821+0,0095. ITockonbky rpsl3yHs! ¥ NPH-
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MaThbl JUBeprupoBaiH okoio 80 miH. net Hazan (T = 8- 107 ), TO cxopocrb CUHOHMMMYHBIX 3aMeH JUIs
3THX NOCJIeA0BATEIBHOCTEN Gy AT PaBHA Koy = K/2T = 0,51:107 caiir B roa. ClieayeT OTMETHTS, YTO
CHHOHMMMUHBIE MYTAallMH BO BTOPOM TOJIOKEHUH [UIA AaHHBIX HYKJIECOTUIHBIX NOC/IEA0BATENLHOCTEH
OTCYTCTBYIOT. Jl1s niepBoro nonox(eﬂml (1 Tpan3uums, TpaHCBepcHH oTcyTeTBYIOT) Py = 0,0033, Q) =

0 u K, = 0,0033+0,003, k, = 0,02-10® Ha caiit B roa. Jlng TpeThero nonoxeuus (56 Tpaﬂauuuu nli2
TpaHcBepcuit) — P3 = 0,1867, Q; = 0,0400, Torpa K; = 0,2876+0,038 u k3 = 1,80- 107 Ha caiit B roa.
CKOpPOCTb CHHOHHMUUHBIX 3aM€H 110 TPEThEMY MOJIOKEHHIO KOOHOB B 90 pa3 BhIlle TaKOBOM I10 rep-
BoMYy nonoxeHu1o. Mcnonsays ¢popmynsl, nonydaeM w = 0,15 u 1 — w = 0,85. Takum o6pazom, TpaH-
3HUUWH TIPUGTH3HTENBHO B 5,6 pasa Gosiee BEPOSTHBI, YUeM TPAHCBEPCHH.

AHanu3 NpUBEEHHBIX JAaHHBIX 110 YaCTOTE CHHOHWMHYHBIX MyTaLMH B KOAMpYlolleH obractu
MPHK G;02-cy6heIMHHMLIbI MBIIIIM M Ye0BeKa MO3BOJSET CAENATh ClEMAYIOUIME BHIBOABL: 1) TpaH3u-
UMK 6oslee BEPOATHBI, YEM TPAHCBEPCHH; 2) CKOPOCTb CHHOHMMHUHBIX 3aMEH 110 TPEThEMY I10JI0XKe-
HMIO KOJIOHOB BbILUE TAKOBOM N0 NEPBOMY INOJI0XKEHHIO.
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BAPUAHTHASI AHATOMHUS BU®YPKAIINU BPIOHTHO AOPTHI

.A. Boruxeeuu, T.H. Maxeeesa
HayuHbiii pykoBOAKWTENTH — K.M.H., Jo1eHT E.C. Oxonokynax
I'poonenckuil 2ocyoapcmeenHblli MEOQUYUHCKUL YHUBepCUmem

B nacrodiee BpeMs BapvaHTHas aHaTOMHS COCYJHCTOH CHUCTEMBI, B TOM YHCIE M CHCTEMBI
OpIOLLHOM aOPTHI C TNMOAB3AOLIHBIMH apTEPUSIMH, SBIJETCA aKTyalbHOH Kak aHaTOMMUYECKOH, TaK H
XHPYPru4ecKoit npo61eMoi.

Llens uccnenoBaHUs — U3YYWTH BapHaHTHl YPOBHA Gudypkanyu GpIOlIHON aopThl Y HOBOPOX-
JEeHHBIX 060ero rnona.

MeTtoapl UCCIie/I0BatKs — MaKpPOMHKPOTIpenapupoBaH1e, peHTreHoaHrHorpaghus, MopdoMeTpus
M CTaTHCTHUecKad o0paboTkKa Moy4eHHBIX JaHHbIX.

Marepuan HccneaoBaHus — 45 rpenapaToB apTepuil Tasa HOBOPOKAEHHBIX, W3 HUX: 18 npemna-
paToOB MILUYKKOB (9 — NeBbIX U 9 ~ npaBeIx) H 27 npenapaTtoB geBoyek (14 — neBpIx U 13 — npaBbIx).

Pe3ynbTaTsl HCCIEOBAaHMS: YCTAHOBIEHA 3HaYMTebHAs BapHabenbHOCTh YpOBHA OUbypKauuH
aoptel. Tak, aopra pa3aBauBanach Ha YpOBHe BepxHero kpas Tena L; B 13,3% cnyuaeB, Ha ypoBHe
cepenuHnl Tena Ls — B 33,3% cnydaeB, Ha ypoBHe HikHero kpas Tena L, — B 24,4% cnyuaes, Ha
ypoBHe BepxHero kpas Ls — B 11,1% ciyuaes, Sudypkauus aopThl HaXOANIACh Ha YPOBHE CEPEAMHEI
Tena Ls B 13,3% cnyuyaeB, a Ha ypOBHE HWXKHEro kpas 3TOro e no3BoHKka — Bcero B 4,4% ciyuaes.
Kpome Toro, o6HapyseHa 3aBUCHMOCTb YPOBHS AejIeHHs aOpThl OT nosa (Tabnuua).

Tabnuua
3aBUCHMOCTh YpOoBHS 6uyprauiu OpIOIIHOR a0pThi OT nona, B %
BapuaHTt Manbunkn HeBoukn )
Bepxnuii kpait tena L, 22,2 7,4
Cepeauna Tena Ly 38,9 29,6
HiokHuii kpaii Tena Ly 11,1 33,3
Bepxuuit xpaii Tena Ls 16,6 7,4
Cepennna Tena Ls 11,1 14,8
HwxkHult kpaii tena L -- 7,4

Kak BumHO U3 Tabauupl, y AeBoYeK GpioluHas aopTa yalle AENMTCS Ha YPOBHE HUKHETO Kpas
Tena Ly, B TO BpeMs Kak y MaJIbYHKOB — Ha YPOBHE CEPEAMHBI Tejla 3TOro nospoHka. Kpome Toro,
TOJIBKO y IEBOYEK UMela MeCTO GUQypKaLlka aOpThl Ha YPOBHE HIDKHEro Kpas Tena Ls.
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