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C 1988 o 2010 a. bbinu usydeHbl 2eHemu4Yeckue nonumMopgu3mMbl 8 Ko2opmax nayueHmos ¢ MHO20-
hakmopHbIMU 60MIE3HAMU, @ makKxe 8 gpyrnax Jiuy, OmHOCUMesbHO ycmoU4usbiX K pasgumuro paccmam-
pusaembix 3abonesaHull. B pesynibmame bbin1 ycmaHo8reH 3¢hgbekm ronspusayuu annenbHbIX Yacmom, a
UMEHHO, fiefileHUe pasHOoHarpaerneHHo20 USMeHeHUsT UX KOHUeHmpauul om nomnynsayuoHHO20 KOHMPOIis Mo
MHO2UM U3 U3YYeHHbIX He3a8UCUMbIX 2eHO8 8 2pyrnax 60/bHbIX 10 OMHOWEHUK K Ko2opmam UL, OmHocu-
mesibHO ycmolyusbix K paseumuto bonesHel. Sghghekm ronspusdayuu annenbHbIXx 4acmom Habnwodarncs
makxxe 8 OMHOWeHUU cmerneHu 3ghchekmueHocmuU fiedeHuUs1 psida WUpPOKO pacrpocmpaHeHHbIx 3abornesa-
Hul. fleneHue pasHoOHarnpasneHHO20 pacxox0eHus annernbHbix Yacmom bb1510 omMmedeHo 0nsi epynn 6011b-
HbIX, cmpadarouux npogeccuoHarbHbIMU 601€3HSIMU M0 OMHOWEHUI K Koeopmam He 3aborneswiux rnpo-
u3800cmeeHHUKO8 ¢ bonbwum cmaxem pabomsl. [NonsipHoe pacxox0eHue arnnerbHbIX 4acmom Mo KOMIl-
JleKcy eeHo8 om KOHMPOIs roKkasaHo makxe rpu paccmompeHuu adanmayuu coepeMeHHbIX nonynsayul
yeriogeka K ecmecmeeHHbIM ¢hakmopam cpedbl rnpu ydeme uHOUsUOyarbHbIX U epyrnnosbiX pasnuyul 8
cmamyce 300po8bsi. KoHmMpacmHo-2pynnoeol rnpUHUUrN cpasHeHUsi 2eHemu4ecKol cmpyKkmypbl pasHbiX
epynn uHOusudoe rnossornsgem udeHmMuguyuposams ahghekm rnonsapudayuu annernbHbIX Yacmom o om-
OenbHbIM 2eHaM u ux Komrnekcy. [onspHblie konebaHusi Hacmom arnsenel ompaxaom ux ¢gusuonoau-
yeckue pasfudus no Kaxoomy foKycy 8 demepmMmuHayuu coomeemcmesyrouux 6enkosblx npodykmos.

KntoueBble crosa: nosspusayusi yacmom asnesnel, ecmecmeeHHbIe Nomnynsyuu, WUpoKo pacrpocm-
paHeHHble 6051e3HU, MPOgeccuoHanbHasi namonoausi

BBegenue

Bnepsble aBneHvne nondpusauumn geHoTunude-
CKOW MU3MEHYMBOCTU psia reHHbIX MyTaLuuin Bbino oT-
meveHo B 1934 r. H.B. TumodeeBbiM-PecoBckum un
E.A. TumodeeBoii-PecoBckoli B pabote «[lMonsipHas
N3MEHYMBOCTb EHOTUMMYECKOTO NPOSBIIEHNS HEKO-
TOpbIX FeHHbIX MyTauun y Drosophila» [Timofeeff-
Ressovsky, Timofeeff-Ressovsky, 1934] (puc. 1).

B pesynbrate npu paccMoTpeHun pasHoobpasms
Mopdhonornyecknx npusHakos y Drosophila melano-
gaster n Drosophila funebris ©bino nokasaHo, 4To
Takas eHoTunnyeckas M3MeH4YMBOCTb MOXET Aa-
BaTb B CBOEM MPOSBMAEHUN OTKIIOHEHUS B ABYX NpO-
TMBOMOMOXHbIX OT HOPMbI HaNpaBeHMAX (Hanpumep,
rmnep- Ny rmnoTpogurs OOHNX N TeX e NPU3HaKOB
Unu opraHoB). ABTOpbl paccMaTpuBany 3Tu MyTaumm
KaK NpvMepbl NONSPHbIX BApMaHTOB NPOSBIEHWS re-
HoB. [NpeacTaBneHHbIe JaHHbIE NO3BONSAOT NPONUTL
CBET Ha npupoay AenctBus reHa. bbino nokasaHo,

YTO MyTauMM FeHOB BbI3bIBAOT OObLIYHO Kak Bapbu-
pylowime, Tak U OTKIOHALWMECS B ONpeaerieHHOM
OTKITOHEHUW OT KHOPMbI» U3MEHEHMUS UK HOBOOO-
pa3oBaHWA OOHOr0 MUMKN HECKONbKUX MPU3HAaKOB.
MpegBocxuLlas cobbiTUA, aBTOPbI BbIABUHYNW Npea-
nonoxeHue, YTo obHapyXeHHbIN (PEHOMEH MOXET
UMETb 3HaYeHVe AN U3ydeHus naTtonornm Yenose-
ka. Mpun aToM BaXKHO 3aMeTUTb, YTO HanpaBneHne u
cTeneHb U3MEHeHUs NoNsApHbIX konebaHun mopdo-
norn4yeckon 3MeH4MBOCTN obycrnosnNuBaoTCs Pr3an-
ONOTNYECKUM U IKOINOTMYECcKUM BO3AenNCcTBUEM (Ha-
npumep, B akcnepumenTax H.B. n E.A. TumodeeBbix-
PecoBckux — BnusHMem TemnepaTtypHoro addekra).
3T HabnogeHusa aBTopoB ObiNK caenaxbl elle 3a-
[0Mro A0 pas3BUTUS reHeTUKO-6noxmMMmyeckon n Mo-
NeKynspHON reHETUKK.

O6HapyxeHHOe paHee siBNeHWe MOMsipHON U3-
MEHYMBOCTU, Kak ByaeT nokasaHo B AarnbHeunem,
HaxoOWT CBOe OTpaXkeHue B Hawmx HabniogeHusx
3phekToB Nonsapusaumn annenbHbIX YacToT cepum
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reHoB B pas3HbIX (KOHTPACTHbIX) rpynnax 4ernoBeka.
Ha puc. 2 cxematnyecku npeacrasneH acdekT no-
ngpusauumn annenbHbIX KOHLEHTpauun.

Martepuaasl 1 METOABI

MaTepuanamu npegcrasnsgeMon paboTsl nocny-
XWUIMKW JaHHble HaWnX CUCTEMaTUYECKNX 9KOMOro- u
NonynsUMOHHO-TEHETUYECKNX UCCEeAOoBaHUN, Hauu-
Hasa ¢ 1988 roga [CnuubiH, 2008]. Ha ocHoBaHun
aHanm3a reHeTUKo-61MOXMMMNYECKOrO U MOSEKYNsPHO-
FeHeTMYECKOro NoNMMOpPMN3MOB B pasHbiX rpynnax
YyernoBeka Obina nonydeHa uHdopmauusa o pacnpe-
AerneHmn peHOTUNNYECKMX U FTeHOTUMMYECKNX YacToT
B paccMaTpuBaeMbIX KOHTUHreHTax. BaxxHo noguepk-
HYTb, YTO ABMEHNE NonaApM3aunn annenbHbIX YacToT
CTano BO3MOXHbIM MaeHTUMUMPOBaTh Npu cpaBHe-
HUW KOHTPACTHbLIX rPynn niogen, korga conocraens-
emMble BbIOOpPKM paHXMpoBanuCb No ansTepHaTuB-
HOMY NPUHLUMMY.

B npouecce paboTbl cOTpyaHMKOB nabopatopum
39KONOrn4yeckomn reHeTnkn Meguko-reHeTU4eckoro
Hay4Horo ueHTpa PAMH 3a paccmaTpvBaembiin ne-
pvog 6binu n3yveHol cneayowme rpynnol:

[.  KoropTbl nuy M3 eCTeCTBEHHbIX NONyNAUMMI, KO-
TOpble PaHXMPOBanuCb MO YPOBHKO COCTOSHWUS
CBOEro 340poBbS.

[I.  Tpynnbl nauneHToB, CTpagawwmux psgom 3abo-
neBaHWi, B 3aBMCMMOCTU OT CTEMEHN TeyYeHus
naTonorM4yeckoro npowecca.

[ll.  KOHTWHreHTbl NPOM3BOACTBEHHUKOB Ha pasnuy-
HbIX NPeanpuUaATUSX B 3aBUCUMOCTW OT CTENeHu
nopakeHusi BpeAOHOCHBbIMU areHTaMu.

IV. Tpynnbl 60MbHbIX C pasnuMyHbiM addekTom ne-
YeHUs1 MedMKaMEeHTO3HbIMKU npenapaTamu.
Taknm obpasom, Obinn paccMOTpeHbl CoBpe-

MEHHbIE NonynAuun (Ha NpUMepe HECKONbKUX rpynn

OypsaT), B KOTOPbLIX OLlEeHMBanacb agantaums K ec-

TEeCTBEHHbIM hakTopam BHELUHEW Cpefbl Npu yyeTe

NMHOMBUAYAnNbHbLIX U FPYNNOBbLIX Pasnuynin B cTaTtyce

300pOBbS; rpynnbl BOMbHbLIX, CTPaAaroLWMX LLMPOKO

pacnpocTpaHeHHbIMK1 3aboneBaHnsaMmM, HO OTNNYa-
owmnxca guddepeHumansHoOn NePEeHOCUMOCTbIO

XMPYPru4yeckoro BMeLlaTenscTBa 1 pasnnymsamm B

3(pPeKTUBHOCTM NEYeHNss B 3aBUCUMOCTU OT OCO-

NOJIAPHASI U3BAMEHYHBOCTh ®EHOTUITMYECKOTI'(
NPOABJEHHWA HEKOTOPBIX TEHHBIX MYTALMIA ¥
Drosophila
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1. Einleitung

Es soll hier kurz auf eine Muml'ul.nhomomhcmung mancher Gene auf-
merksam gemacht werden, die in ht von 1 sein kinnte.

Erstens fiir die Genetik schwerzlichtl Objekte (vor allem die
Erhpar.hﬁ!ogle des Memhen: wo die Kenntnis der Phinomenclogie der Gen-
ng deshalb von sein mul, weil fir d.a.a ‘-entandlu! und
den nehhg:n Ansatz der g Analyse Anal

milssen. Zweitens — als Material fir phanogenetische Analysen, die

einen Embllrk in die \ulur der Gcnmrkung ermiglichen wiirden.
rufen die G eine, wenn auch variable, so doch in
einer bestimmten Richtung von der ,Norm" abweichende Anderung oder Neu-
hllclnng eines odes mehrem He'rkmn]e hervor (z. B. Anderung oder Neubildung
eines Zeick ; Aunfhell baw. d der Augen. oder Kirper-
firbung; Zunahme einer Firbung; Schwund oder H.eduknon von Bnl‘lt!ll

Fligeladern usw.). Bei der Durchsicht des gmﬁen D
trifft man aber auch solche Mutationen, die in ihrer phinotypischen hma
bilitht Abweich in zwei Richtungen von der Norm er-

geben kinnen (z. B, Hyper. oder Hypm.mph:e desselben Merkmals oder Organs).

Wir wollen hier einige Beispiele solcher, wie man sie wohl nennen darf
polarer Schwankungen der phinotypischen Manifestierung cinzelner Gene er-
wihnen und die Ergebnisse einer eingehenderen Analyse von zwei solchen
Merkmalen mitteilen.

1) Gehalten auf der 10. Jahresversammlung in Géttingen.
*} Ein Teil der hier bgchneb‘nm \':rlul:h: uu!de wihrend eines Aufenthaltes

in dem Depart. of Genetics, 't of Waghing im Herbate 1932 durch-
gemhn. Hermn Pru! Dr. C. B. Davenport und Herrn Dr. M. Uemnu mﬁd\[en wir
wotl 3 dlesss Stellc fu Jie aulerorduaidich. Gastfreondlichbe: ool Ualumtilisadg

unserer Arbeit herzlichst danken.

Puc. 1. 3arnaBHas ctpaHuua ctatbu H.B. n E.A. Tumo-

beeBbIX-PecoBcknx «lNondpHas M3MeH4MBOCTb (PeHOo-

TUNNYECKOTO MPOSIBNEHNS HEKOTOPbIX MEHHbIX MyTauuWi
y Drosophila»

KOHTPOJIb
1 (] {] 9 08 07 06 05 04 03 02 0,1 00 MPeAPACIONIOKEHHOCTD
PE3HCTCHTHOCTh. & : — : : i : = 25, K pasBHTIIO
0,0 0, f 02 03 04 05 06 07 08 09 1,0 3abonesanus

H3 nonynauMii

Puc. 2. CxemaTtuyeckoe npeacrtasneHne adppekta nondpusaumm annenbHbIX YacToT

AHTPOIIOJIOTUSA  Ne 1/2012: 4-16

Becmuux Mockosckozo ynugepcumema. Cepus XXII



6

Cnuypirs BA.

GEHHOCTEN reHEeTUYECKON CTPYKTYPbI; KOrOpPTbI N,
cpenu KoTopbix npoBogunack ganddepeHumnansHas
OLEeHKa reHeTuyecKkoro nonmmopdunsma nocne Bnu-
SAHUA aHTPOMOreHHOn cpefbl B cryyae pasBUTUS
npodeccnoHarnbHbIX 60Ne3HEN UM OTHOCUTENBHON
PE3VCTEHTHOCTM NPOM3BOACTBEHHUKOB K AaBMEHUIO
arpeccuBHbIX BHELLHECPEe4O0BbIX haKkTOPOB; KOropThl
GOnbHbIX AETEN, Pe3KO pasnnyatrLwmnxcs B OTHOLLEe-
HUN 3PPEKTUBHOCTU NMPUMEHEHNS NEKapCTBEHHON
Tepanun B 3aBUCMMOCTU OT reHOTUNUYECKOW NpuHaa-
NEXHOCTMU.

B paboTte ucnone3oBanvcek MeToabl uoeHTUK-
Kauum reHeTM4YeCcKoM N3MEHYMBOCTU Ha YPOBHE n3y-
YEHUHA reHEeTUKO-OMOXMMUYECKNX U MONEKYNAPHO-
reHeTUYECKMX MONMMOPMHBIX CUCTEM, BKIHOYAS 3reK-
Tpodopes B pasnuyHbIX cpefax, U303MneKkTPodoKy-
CUpoBaHue, NonvMepasHas LenHas peakumst u psag
apyrmx nabopatopHbix MmetogoB [CnuubiH, 2008].

Pe3yasTaTh H 00CYKIECHHE

MprBEAEHHbIN HKE NNMIOCTPATUBHBIA MaTepran
OTYETNNBO AEMOHCTPUPYET NPeAcTaBneHne O SBNeHNN
nonsapusaLmnm annenbHbIX YacToT pasHbIX reHOB.

1. Ecmecmeertbie nonyasyui, uHOUGUob
U3 KOMOPwLX C2PYNnuPo8arsl no cmamycy
COCMOAHUA 300P0BbA

B npouecce nonynsuMoHHO-TEHETUYECKUX U IKO-
reHeTn4Yecknx paboT, OCYLLECTBNEHHbIX KOMNSEKTUBOM
COTPYOHMKOB nabopaTtopumn 3KONOrMYECKON reHeTu-
kn UMI™ (MI'HL, PAMH) obcnegyemble ¢ 1-i4 n 2-in
KaTeropuven 340poBbs, 06begMHANMCH B rpynnbl
afanTUBHON HOPMbI, TOrAA Kak CyObekTbl C ANUTENb-
HO TEKYLLIMMWN XPOHNYECKUMIK BONE3HAMM OTHOCUINCH
K rpyrnnam aKorornyeckoro pucka. B kaxxgom m3 atux
nogpasgeneHuii onpeaensanmcb 4acTtoTbl heHOoTUNOB
1 annenen no 60nbLWOMY CNEKTPY rEHETUYECKUX 1O~
KyCOB, Cry4YanHO W3BMeYeHHbIX U3 reHoma. OCHOB-
HOW Lienblo aHHOIo NccreaoBaHust NpeacTaBnanach
naeHTMMKaLmUsi CTaTUCTUYECKN 3HAYMMBbIX Pasnnymn
B reHETUYECKUX CTPYKTYpax Mexay rpynnamm aKoso-
rMYeckoro pucka v aganTuMBHOW HopMbI. B kavecTse
00BLEKTOB MCCNEAOBaHUS LieneHanpaBeHHo Obinu
BblOpaHbl Npubarikanbckue n 3abarkanbckue nomny-
nauum 6ypsT, 06beAMHEHHbIE EAMHCTBOM MPONCXOX-
AEHNS, HE3HAYNUTENbHbLIM BKIIOYEHWEM B UX COCTaBe
NPOMOPLIMIA APYTNX 3THO-aHTPOMOSOrMYECKNX €AUHUL
N OTHOCUTENbHbIM CXOACTBOM YCITOBWI XU3Heaes-
TENbHOCTH.

[na noucka xapakTepHbIX TUMNOB pacnpeene-
HUSA 4aCTOT reHeTMYECKNX MapKepoB B rpynnax agan-
TMBHOW HOPMbI U 3KOMOrMYeCcKoro pucka bbinm nsy-
YeHbl ABe BbIOOPKM OypsAT B ArMHCKOM OypsiTCKOM
aBTOHOMHOM OKpyre YMTUHCKON obnact u B YCTb-
OppablHCKOM BYpATCKOM aBTOHOMHOM OKpyre, BKIO-
Yyas o. OnbxoH Ha 03. bawnkan WpkyTckoi obnactu.
YuncneHHoCTb BbIBOPOK, B KOTOPbIE BOLLMM fMua 060-
Mx nosnoe B Bo3pacte oT 16 go 85 nert, coctaBunu
anst ArmHckoro AO 430 yenosek, a gns Yctb-OpabiH-
cKkoro — 662 yernoseka.

CTrartyc nHamBmayansHOro 340p0Bbs OLeHnBarn-
Csl Bpavyamu-cnevmanuctamu, yunTbiBasi 06LLEeNnpuHs-
Tble B OTEYECTBEHHOM 3[1paBOOXPaHEHUN KpUTepum
onpegeneHus rpynn 3aopoBbs. B kaxgon Bbibopke
aHanuaupoBancs nonMmMopcuam no 17 reHeTU4eCKUm
cuctemam: ABO, MN, RH, HP, PI, TF, GC, C’'3, ACP1,
AK1, ESD, GLO1, PGD, PGM1, PGP, PTC, Cerumen.

Pasnunuunsa B heHOTUNUYECKUX U FEeHHbIX YacTo-
Tax Mexay noAarpynnamMu oTpaxkeHbl B aHHOM Cry-
Yyae B UI3MEHUYMBOCTY XapakTEPUCTUK reTePO3UroTHO-
ctn. Puc 3. gpeMoHCTprpyeT Bapmaumm nokasartenen
reTepo3nroTHOCTU MO OTAEMbHbIM N3YYEHHBIM HaMu
nokycam. B 6onblunHcTBE NpyMepoB HabnogaeTcs
nonspHoe MnornoXxeHwe rpynnsl aganTUBHOW HOPMbI
OT KOropTbl 3KOMOrMYecKoro pucka, Torga kKak nog-
rpynna ¢ He3HauYnTenbHbIMY MOPOdYHKLIMOHABHbI-
MU U3MEHEHUSAM, Y KOTOPbIX K HacTosleMy Bpeme-
HW OTCYTCTBYET kakoe-nnbo 3abonesaHne 3aHNMaeT
NPOMeXyTOYHOE nonoxeHue. B AByx N3yyeHHbIX No-
nNynauusax YactoTbl (PeHOTUMNOB U annenen reHeTu-
yeckux cuctem TpaHcdeppuHa (TF), ButamuH-[
TpaHcnopTupytowero 6enka (GC), uHrméuTopa npo-
TeuHas (Pl), docdorniokomyTtasel-1 (PGM1) nmetot
NPOTMBOMOMOXHbIE HanpaBneHns U3MEHYNBOCTU OT
NOArPYNMbl «300POBLIX» K noarpynne «6onbHbIX».

2. [lonapu3ayus anienbHulx 4acmom
npu cpagrernu 2pynn OONLHbIX ¢ PAcnpocmpa-
HeHHbIMU 3A001eBANUAMU, OMMUHAIOUUXCA
CMenenslo meueHus namos02u4eckozo npoyecca
U ouppepenyuansHoll nepeHocUMoCnibIO
Xupypeuueckux onepayuii

Mcnonb3oBaHne OCTUXKEHUIN TEHETUKM YernoBe-
Ka No3BOMsieT yCTaHOBUTL B3aMMOCBSA3M Mexay 6orb-
LUMM CMEKTPOM HE3aBUCUMMbIX FEHETUYECKUX (DaKTO-
POB M LUMPOKO pacrnpocTpaHeHHbIMW 3aboneBaHus-
MU, OnpenenuTb rpynny pucka B OTHOLLEHUN pa3Bu-
TWsi NATONOrMK, MPOrHO3MPOBaTL TEYEHNE Nocreone-
pPaLNOHHOIo nepuoaa.

Pesynbrathl Xpypruyecknx BmeLLaTensCcTB npu
pake fierkoro BO MHOIOM 3aBUCAT He TONbKO OT 00-

Becmmuux Mocxosckozo ynugepcumema. Cepus XXIII

AHTPOIIOJIOTUA  Ne 1/2012: 4-16



TTonApu3arus 4acToT AJUIeseit Pa3HbIX TEHOB — PACTIPOCTPAHEHHOE SBICHHE B KOHTPACTHBIX I'PYIITAX...

. 0,44 GC
0.37 TF
0.40 |-
0.34
0.30 033
3 H B 3 H B
041 +  py 0.50 - PGM,
0.46 |
0.30 I—I
023 | 0.41 k [ . 1
3 H B 3 H B I:I
N -
6
0.68 MN 0,42 | TF 0,52 l—
0.59 | 0,45 |~
0.35 |-
0.49 | 0,38 |~
0,29
3 H B 3 H B 3 H B

Puc. 3. Bapuauuy nokasatenei rerepo3MroTHOCTU Mo OTAENbHbLIM FIOKYcaMm B UCCIedoBaHHbIX rpynnax arvHCKUX u
YCTb-OPAbIHCKUX BYPAT, paHXMPOBaHHbLIX MO YPOBHIO 340POBbS: 3 — «340P0BblE»; H — «NpoMexyTouHble (Heonpeae-
neHHble)»; b — «BonbHblex; 1 — HabnogaeMas reTeposnroTHOCTb; 2 — oXuaaemas reTepo3UroTHOCTb

LLIen3BECTHbIX (PaKTOpPOB, HO U OT JooMNepaLMOHHOWN
OLEHKMN NePEeHOCMMOCTU onepaLmm KaXKabIM KOHKpeT-
HbIM BOMbHbIM.

B TopakanbHoM oTgeneHun HayyHoro ueHTpa
xupyprum PAMH cobpaH 6uonormnyeckuin matepuan
oT 86 BONbHLIX PaKOM NErkoro, NoABEPrHyThbIX XUPYp-
rMyeckoMy BMeLLATENbCTBY, a B rlabopatopum 3Ko-
noruyeckon reHetnkn MIMHL PAMH cpegun Hux mnsy-
YeH HacneacTBEHHbIN NONMMOPEU3M No AeCATN He-
3aBUCUMMbIM ayTOCOMHbIM nokycam (ABO, RH, PTC,
HP, TF, GC, PI, ACP1, PGM1, GLO1). Bce 6onbHble
ObInn NpegcTaBneHbl My>4MHaMn B Bo3pacte oT 37
0o 79 ner, cTpagatoLme anmgepmonaHon opmon
paka nerkoro. Vccnegyemble 6binn nogpasaeneHsl
Ha OBe rpynnbl B 3aBUCMMOCTU OT NEepPeHOCUMOCTH
XMPYPruyecKoro BMelLaTenbCcTBa 1 Te4eHns nocne-
onepauMoHHOro nepuoga: koropta 60nbHbIX € rnaa-

KMM TeveHnem BonesHu (1) u rpynna naumeHToB C
OCINOXHEHHbIM TeyeHuem 6onesHu (2). beina npo-
aHanuampoBaHa TakXke KOHTpOfbHas KoropTta, Co-
ctosBlwag n3 6onee 300 npakTMyeckn 300pPOBbIX
nuy. B oTHOLWWEHMM 3THNYECKOM NPUHAANEXHOCTU OC-
HOBHbIM KOHTUHFEHTOM, Kak B rpynne B6onbHbIX, Tak
N B KOHTPOMbHOW rpynne okasanucb pycckue, npo-
»usatowme B Mockse n MockoBckol obnacTu.

Puc. 4 pemMoHCTpupyeT reHeTn4eckoe CXoacTBO
06beauHEHHOM rpynnbl 6OMNbHBIX CKyaMOUAHbIM pa-
KOM Ferkoro ¢ KOHTpomnem, u nonspHyo auddgepeH-
umaumio apyr ot gpyra 60nbHbIX C rNagkMM 1 OCrHoX-
HEHHbIM Te4eHMeM MocreonepaLnoHHOro nepunoaa.

Ha pwuc. 5 npeacraBneHo B3aMMHOE MonoXeHue
3TUX XE U3YYEHHbIX rpynn B NpOCTpaHCcTBe hakTo-
pos ABO, RH, HP, TF, GC, PI, ACP1, PGM1 n GLO1
B CUCTEME ABYX [MaBHbIX KOMMOHEHT NO COBOKYMHO-

AHTPOTIOJIOTUA  Ne 1/2012: 4-16

Becmuux Mockosckozo ynugepcumema. Cepus XXII



8 Cruysin BA.

1 2 3 4

GC*IF GCHIF GC*IF

HP*| HP*] HP*]

Puvc. 4. CpaBHeHVe TETPAroHOB ansesbHbIX YacToT MH(DOPMAaTUBHBIX FTOKYCOB B rpynnax: 1 — rpynmna ¢ pakom JIerkoro
C OCIIOXXHEHHbIM TEYEHWEM MOCNEeonepaUmMoHHOro nepuoda; 2 — o6beAuHeHHas rpynna GorbHBIX PakoM Jerkoro;
3 — KOHTpOrnbHas rpynna; 4 — rpynna ¢ pakom JIerkoro ¢ rmagkuM Te4eHueMm rnocrneornepaumMoHHOro nepuoga

of h

02

O3

Puc. 5. MonoxeHue nayyeHHbIx rpynn (1 — rpynna ¢ pakoM Nerkoro ¢ OCMOXHEHHBIM TEYEHUEM MOCHEONEPALIMOHHOMO
nepvoaa; 2 — rpynna ¢ pakoM Nerkoro C rnagkuM TeYeHNeM NocneonepaLmMoHHOro Nepruoaa; 3 — KOHTPOorbHas
rpynna) B cucteme [ABYX MepBbiX rMaBHbIX KOMMOHEHT U pacnpefeneHe KOMMIeKca anmnerneil, xapakTepusayoLLmx
Kakgyto rpynny

Becmnux Mocxosckozo yHusepcumema. Cepus XXIII AHTPOIIOJIOTHA  Ne 1/2012: 4-16
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CTW annernbHbIX 4YacToT. Jlerko 3aMmeTuTb, YTO Kax-
[asl N3 paccmatpuBaeMbIxX rpynn XapakTepusyeTcs
CBOMM coyeTaHueM annenen. Tak, B Bbloopke 60nb-
HbIX C OCIMOXHEHHBLIM TEYEHUEM KOHLEHTPUPYHOTCS
annenu GC*1F, ACP1*A n HP*2. HanpoTtuB, B KOorop-
Te NauWEeHTOB C rMagkum TedeHuem OOonesHu akky-
MYIMPYIOTCS anbTepPHaTUBHbIE haKTOPbI MO TEM e
nokycam: GC*2, ACP1*B n HP*1. Npu nogpasgene-
HUM OONbHLIX Ha NoArpynnbl B 3aBUCUMOCTU OT Te-
YeHUsl MocreonepaumoHHOro nepmoaa ycTaHOBMNEHO
pa3HoHanpaBrieHHOe, NOMSPHOE PacXoXaeHME UX NO
PEHOTMMUYECKUM U annenbHblIM YacToTaM cepum
nokycoB. PesynbraTbl MOryT CBUAETENLCTBOBATL 06
06L1ebnonorMyecknx pasnmuunsx nNpu pasHbiXx TMNax
3aXXMBMNEHNs NocreonepaLUnoHHbIX paH U oTpaxaTtb
06LLYyt0 reHeTn4eckyto 06yCnoBNEHHOCTb B PE3NCTEH-
THOCTWU opraHmama. lNony4eHHble AaHHble cornacy-
I0TCS1 C NpeLecTBYOWUMN pe3ynbTataMmy [PblYkoB
n ap., 1985] (puc. 6).

3. Honapmas usmenuugocmsy “acmom dauenell
DpAoa 2eno8 npu 6030eticmeu 8Pe00HOCHOL
anmponozennoll cpedol

B0O3MOXHOCTb TOrO MMM MHOTO YeroBeKa 3aHu-
MaTbCa onpedeneHHbIMM hopmMamn TpyaoBOWN Aes-
TEenbHOCTM onpedenseTcs, B YaCTHOCTU, Hacnea-
CTBEHHbIMU OCODEHHOCTAMU. MHOXeCTBO BHeLUHe-
CpeaoBbIX areHTOB, C KOTOPbIMM CTankUBakTCS NOAN,
MOXHO CYMTaTb HOBbIMW, €CMN NPUHSATbL BO BHMMa-
HWEe BeCb OrPOMHbIN NpeaLwecTBYOLWWIA Nnepuog nc-
Topu4eckoro passutusa venoseka. K Takum cpego-
BbIM (bakTopam crieqyeT OTHECTU KCEHOOUOTUKM —
WMHOPOAHbIe AN HOpMarnbHOro obmeHa BellecTsa C
noTeHumanbHbiM Guonoruyecknm addekTom (ne-
KapcTBa M MX NPOMEXYTOYHble MeTabonuTbl, nec-
TUUMAbI, MHCEKTULMAbI, NULLEBbLIE fobaBkM). Habnto-
baemasa andpdepeHumanbHas YyBCTBUTENbHOCTb
pasnunyHbIX Nogen K cpegosbiM (bakTopam B 3aBU-

Puc. 6. MNonoxeHne n3y4yeHHbIX BbIOOPOK OOMNbHbBIX C pasnUyHbIMU BUAAMU 3aXMBMNeHNUs paH (1, 2, 3) B reHeTM4eckoMm
npocTpaHcTse rpynn kposu ABO:
1 — BonbHbIE C MEPBUYHBIM 32XXMBIIEHUEM PaH. 2 — C 3aXKMBMNEHNEM paH Yepe3 UHPUNLTPAT. 3 — C 3aXKMBMNEHNEM
Yyepes HarHoeHue. LieHTparnbHyt No3uumio 3aHMMaeT KOHTponbHas rpynna [PeiukoB n gp., 1985]

AHTPOIIOJIOTUSA  Ne 1/2012: 4-16
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Cnuypirs BA.

CUMOCTU OT MHAMBUAYANbHbLIX HOPMarnbHbIX Hacnea-
CTBEHHbIX 0COBEHHOCTEN CBOAUTCSA K aganTUBHOMY
npoueccy unu, HanpoTuB, K Ae3afanTauuu, conpo-
BOXAalLWenca nposBneHmem npodeccrnoHarnbHbIX
U1 MHorodakTopHbIX GonesHel, BO3HUKaOLWNX B pe-
3ynbTaTte TakMX KOHTaKTOB.

fABneHue nonspusauum B HarngagHou dopme
MOXHO HabnoaaTh NPy PacCMOTPEHNM FTEHETUYECKUX
MapKkepoB B NpodyeccuoHarnbHbIX rpynnax, U3 KoTo-
pbIX MOXHO M3BMEYb TaKkKe penpeseHTaTUBHbIE Bbl-
6opkn nuy ¢ 6onblNM cTaxeM paboTbl, HO OTHOCU-
TENbHO YCTOMYMBbLIX K Pa3BUTUIO NPOeCCnoHarnbHbIX
GonesHel, a Takke CyObLEKTOB, NPEAPACTIONOXEHHbIX
K pasBuUTUIO Takux 3aboneBaHUNn.

Ha cnepgyowmx nnnioctpauusax MOXHO BUAETb
napannennuam B AMHaMUKE annenbHbIX KOHUEHTpa-
LU Npy BO3AENCTBUM acbecTa U ero Npoun3BoAHbIX
cpenu M3yveHHbIX HaMu paboymnx Ha COOTBETCTBYHO-
LUMX NpeanpuaTusxX n3 ropodoB Eropbescka n Acbe-
cTa.

Puc. 7 n 8 npeMoHCTpupytoT pasHoHarnpaBneH-
HOE U3MEHEHWe annesnbHbIX YacToT annenen HP*1
n PGM1*1 — reHoB rantornobuHa n ¢pocgormntokomy-
Tasbl-1 B paay BbIGOPOK: NPOM3BOACTBEHHMKN C 6OMb-
UMM cTaxeM paboTbl Ha 3TOM MPOU3BOACTBE —~ pa-
6oune ¢ HebonbLUIMM CTaxkeM paboTbl -~ KOHTPOmNb -
GonbHble acbecTo3oMm.

Puc. 9 n 10 nokasbiBaeT NpOTUBOMONOXHOE NO-
noxeHwe annenen Bcero KOMMNeKca N3y4yeHHbIX re-
HOB B Clny4ae acbecTo3a 1 pe3nCTEHTHbIX UL, B NPO-
CTpaHCTBe ABYX MepBbiX KOMMNOHEHT Ha npeanpus-
TnsAx ropogoB EropbeBck n AcbecT. bonbHbix acbec-
TO30M U3 I. EropbeBck u I. AcbecT xapakTepuayrT
BenuYuHbl nHaekca dukcauum (F), B Heckonbko pas
npeBbIlLaLWmne TakoBble Ana paboynx ¢ 6onbLnm
cTaxeMm OBYyX acbecToTeXHMYECKMX NMPOM3BOACTB.
BennuuHa koadppumumeHTa ukcaumm F 3aBucut ot
COOTHOLLIEHMS1 HAbnogaeMon N oXnaaemMon retepo-
3urotHocTn. Ha puc. 11 nokasaHa ognHakoBasi Ha-
NpPaBnNeHHOCTb N3MEHEHUIN 3Ha4YeHun F B cpaBHMBa-
eMbIx rpynnax u3 Eropbescka n Acbecta. HanmeHb-
lWne BenuYUHbl KoadpduumeHTa dukcaymm ceomn-
CTBEHHbI rpynnamMm npou3BOLACTBEHHUKOB CO 3Ha4u-
TenbHbIM CTakeM paboTbl Ha COOTBETCTBYHOLLNX
npeanpuaTnax obomx ropogoB. O6e KOHTPOSbHbIE
BbIOOPKM M3 AaHHbLIX MONYNSAUMA 3aHUMAOT B 3TOM
OTHOLUEHUN MPOMEXYTOYHYIO MO3ULMI0, YTO Takxke
cBugeTenscTByeT 00 acbdekTe nonsipmusauum 6onb-
HbIX M 300POBbLIX NPOUN3BOACTBEHHMKOB C 60MbLINM
cTaxxem paboTbl MO BCE COBOKYMHOCTU paccMmaTpu-
BaeMbIX reHETUYECKNX MapKEpPOB.

dTOp NpUHAANEXUT K 3CCEHLMANbHOMY XUMU-
YeCKOMY MUKpO3anemeHTy. OgHako ero n3bbIToK Kap-
ONHANbHO MEHSIET XXU3HEHHO BaXKHYHK (PYHKLUMIO Ha
NPOTUBOMONOXHYIO — TOKCUYECKYI0, CO BPEMEHEM

npueoasa K Tshkenomy 3abonesaHunto — ornoopoasy.
B kauecTBe CyObeKTOB B MCCrefoBaHue Obiny BKILO-
YyeHbl 172 YenoBeka 60bHbLIX (NOOPO30M, paboTas-
WKnx Ha HoBOKy3HeLKOM anioMUHWEBOM 3aBofe
(HKA3) (1); 54 HeszaboneBlumx paboumx HKA3 npu
KOHTaKTe C coeguHeHusaMn dpTopa 6onee 11 net co
cpegHum ctaxxeM 20 neT (2); KOHTponbHas BblOopka
n3 r. HoBoky3HelLlka, conoctaBnmas no Bo3pacTy B
konuyectee 71 4venosek (3). NHAMBUAbI, BKNIOYEH-
Hble B KOHTPOIbLHYO rpynny xutenen HoBoky3HeL-
Ka, KOTopble He conpukacanncb ¢ PTOpPOM B CBOEM
npoceccnoHansHoOM MapLupyTe.

Puc. 12 pemoHcTpupyeT pasHoHanpaBrneHHoe
M3MeHeHMe annernbHbIX YacToT psga NoKycoB npwu
cpaBHeHuW rpynn 60mbHbIX (PrIFOOPO30M 1 3A0POBLIX
NPon3BOACTBEHHUKOB.

Cnepyowue aBa npuMepa xapakTepusyioT 13y-
YyeHHOe Hamu aAnddepeHLnansHoe BO3aencTaue
TSDKENbIX METannoB U UX NPOU3BOAHbLIX CPean COoOoT-
BETCTBYIOLLMX rpynn paboymx, ConpukacaBLLMXCS C
HUMU B NpoLiecce npodeccuoHansHOro MapLupyTa.

M3BecTHO, 4to Mspl/ ALAD, nonumopdusm reHa
depmeHTa d-aMnHONEeBYNUHaT Aernaparasbl, acco-
ummpyetcsa ¢ a(pPeKToM UHTOKCUKALUN CBUHLOM.
Tabn. 1 gemMoHcTpupyeT adhekT nonspusauum co-
OTBETCTBYIOLLUX annenen B psigy: 00nbHble CBMHLO-
BOW MHTOKCUKaLMEN ~ KOHTPOb ~ rpyrnna pe3ncTeHT-
HbIX pabo4mx.

«HebnaronpuatHeiiy annens eNOS*A reHa
depMeHTa 3HOOTENManbHONW CUHTa3bl OKUCK a3oTa
npencTasreH B rpynne 60mbHbIX HUKENEBOW MHTOK-
cukauuen B OBa pasa vaule, YeM B KOHTpoOne u B
6 pas valle, YeM B KOropTe pe3ncTEHTHbIX paboymx,
YTO Takke CBMOETENbLCTBYET 00 adpdekTe nonsipu-
3aumMn annenbHbIX YacToT. DTU pesynbraThl npea-
CTaBneHbl B Tabn. 2.

4. [onaprasn usmeHuusocms ajineneli 2ena
IHOOMENUANHOLL cunmazsl oxucy azoma (NOS
G8947T) 6 2pynnax 6onbHbIX CKACPOOCPMUEL
demelti, Pe3Ko PAIUAIOUUNCA 8 OMHOULCHUL
apexmuerocmu npumenenis 1eKapcmeenHot
mepanuu 8 3aUCUMOCTIU 0N 2CHOMUNUYECKOL
NPUHAOTCHCHOCTIU

Cknepogepmus sSIBNSIETCH XPOHWYECKUM BOCHa-
nuTenbHbIM 3a60neBaHNeM COeaUHUTENBHON TKaHM
N MErKMX COCYydOB C pPacnpoCTpaHeHHbIMK (PUdpPO3-
HO-CKIIEPOTUYECKAMUN U3MEHEHNUSIMM KOXM U CTPOMBI
BHYTPEHHMX OpraHoB. DTUOMOINS U NaToreHes3 aToro
3aboneBaHusi 4O HACTOSILLEro BpEMeHW NpeacTaBss-
IOTCS HEAOCTaTOYHO M3YYEHHbIMMU.

Becmmuux Mocxosckozo ynugepcumema. Cepus XXIII
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Yacrota
annensa
HP*1

i~}
>y

0.4 1

0.1

r. Eropsesck (MockoBckas 061.)

S
* 1. Acbecr (pernon Ypana)
0.2 -

0.1 4

P C Ws Wﬂ

Puc. 7. N3ameHeHune vacToTbl annens HP*1 B n3y4yeHHbIx rpynnax ropogoB EropbeBck 1 AcbecTt: P — 6onbHble
acbecto3om; C — koHTporb; Ws — manocTaxupoBaHHble paboune; Wg — BbICOKOCTaXXMpoBaHHble paboune

YacroTa
annens
PGMI1*1-

020 4

r. Acbect (pervon Ypana)

r. Eropsesck (Mockosckas o6n.)
045 ¢

0.10 4

0.05 }

.U.
O
F

£

Puc. 8. NameHeHune yacTtoTbl annensd PGM1*1- B nayyeHHbIx rpynnax ropogoB Eropbesck 1 AcbecT:
P — 6onbHble acbecTto3om; C — koHTposb; Ws — ManocTtaxupoBaHHble paboune; Wg — BbICOKOCTaXKMPOBaHHbIE
paboune

AHTPOIIOJIOTUSA  Ne 1/2012: 4-16 Becmnux Mockoseckozo ynueepcumema. Cepus XXIII
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Cnuybin BA.

GC*Is

Rhidle ppoas | POMI

GLO
x -

o]

* ACPI*C
o PI*S

pis  TF*C3

Pl SrFepGetIF

TF*B
g 1 ACPL

2+ *1(ABO)

1¥]:

q(ABO) *

AcPIéA
IVo

Puc. 9. Jlokanusaumsa m3yyeHHbIX rpynn (°) U3 ropoga
KOMMOHEHT: | — KoHTponb, || — ManocTaxmpoBaHHble

P(ABO) » [TF*Clee |

e

n

*GLO1"2 /

sPI*M2 « HP*2
U
*Rh*D

*PGM1*1-

. -
pim1

olll

EropbeBck MockoBckow obnacTtv B NpoCTpaHCTBE ABYX NepBbIX
paboune, Il — BbICOKOCTaxXMPOBaHHbIE pabouue, IV — 6onbHbIe

acbecTo3om,  — niokanusauus annenemn

l
11O
PGMI*2+ —
PI*M1* O 1T'F*C3
*Rh*D RIEZ apic1 .
GLol*1” AGRIIA L
"(ABO)GC*1F . _ oTF2-——
PGMI*2—* GC*1F « PI*S
PI*MZ. 1'
; 1

P(AH
AcpI=C*

*TF*C2

PGMI".I' «q(ABO)

0) ACP1*B

—.Ggc*2 GLoI*

*Rh*d

*PI*M

oIl

Puc. 10. Nokanunsaumsa ndydeHHblx rpynn (o) n3 ropoga Acbect YpanbCKoro permoHa B NPOCTPaHCTBE ABYX NEPBbIX
rMaBHbIX KOMMOHEHT: | — KOHTpOnb, || — ManocTaxumpoBaHHble paboyue, |ll — BbICOKOCTaXknpoBaHHbIe paboune,
IV — bonbHble acbecTo3oM, e« — nokanuaauusa annenemn

Becmmuux Mocxosckozo ynugepcumema. Cepus XXIII
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Puc.11. CpaBHuTenbHbIE BENWMYMHBI MHAeKca dukcaumm Pavita (F) (cooTHoweHne Habniogaemon n oXvaaemon
reTepo3vroTHOCTU MO BCEMY KOMMIEKCY M3YyYEHHbIX FEHOB) B M3YYEHHBIX rpynnax ropoaoB Eropbescka n Acbecta
(B — 6onbHble, K — koHTponb, M — ManoctaxvupoBaHHble paboyne, B- - BbiIcOkOCTaXXmMpoBaHHble paboyue,

E —r. EropbeBck, A — . Acbecr)

YacroTa A
aens T
60 <=PGMI*1+
45
<=Cerumen*d
) <=ACPI*A
A5
<=PGMI1*1-
[ Bonbubie Bosibubie c1| .r Monynan- r_ R
I'pynnbr: dumooposom | | ®m00posHoi" | oumbiii HE3ABO-
cramun | | CHMOTO- | oyTpOIb| | JEBLUME
[ | | MATHKOH I paboTHHKH

Pwuc. 12. PazHoHanpaBneHHoOe U3MEHEHME annernbHbIX YacToT (nonapusauus) B psay: 6onbHble dntooposom
cTtagum > 6orbHble C «MOOPO3HON» CUMMTOMATUKON > KOHTPOMb > He3abonesLune paboTHUKN
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Cnuybin BA.

Ta6nuua 1 PacnpegeneHne YncneHHoCcTen reHOTMNOB M 4acTOT annenen A-aMUHONEBYNMHAT Aernaparasbl
(ALAD) no nokycy Mspl B usy4yeHHbIX rpynnax B criyyae Bo3geMCTBUA CBUHLA

T N YucaenHoctr reHotunos Mspl ALAD YacroTel asuesneii tokyca Msp/ Piaw
1-1 1-2 2=2 ALAD*1 ALAD*2
Pmoremamen | 2 | @119 | arome | qzmwg | 004 | 0% | o0y
KO:;ggg::ag 207 © ll.?fg%) (7 .'Ifg%} (0.4]8%) 09563 0.0433 L0343
Bof;:;;::;::z;éua - (96.5?92%) (3.2;;%%} (0.0%%) (Baa s i

Tabnuua 2. PacnpepeneHune yactoT reHotunoB 1 anneneni VNTR nHTpoHa 4 aHgoTenmanbHOM CUHTa3bl OKUCU
asora (eNOS) B BbIGoOpKax 60nbHbIX HUKENEBOW MHTOKCUKaLMen, B KOHTporie v rpynne nuy 6e3 cumntomaTu-
KN MHTOKcuKauuen Ni npu KOHTakTe ¢ NPOM3BOACTBEHHOMW BPEeAHOCTbLIO CBbiwe 5 net

Casichsitia ['pynna 6onbHBIX KoHTponsHas rpynna ['pymnna pe3ucTeHTHBIX
amene ENOS N obs N exp N obs N exp N obs N exp
BB 47 45.29 151 150.32 49 49.08
AB 21 24.42 36 37.36 4 3.85
AA 5 3.29 3 2.32 0 0.08
Crw 1.4302; P > 0.05 0.2510; P > 0.05 0.0815; P >0.05
eNOS*B 0.7877 0.8895 0.9623
eNOS*A 0.2123 0.1105 0.0377
D-neHvumnnamuH asngetca aHTMpnbpo3HbIM BriBOIBI

npenapaToMm, NPMMEHAEMbIM NPY NIeYEeHUN CKNnepo-
aepmun. B Boibopke n3 216 geten B Bodpacte OT 6
00 17 neT c 10BEHMIbHOW CKnepoaepMuen, Nonyyas-
LIMX NeKkapcTBeHHbIM npenapat D-neHvumMnnamuH,
NPOBOAMIOCH FEHOTUMNMPOBaHNE MO FOKYCYy dHAOoTE-
nnanbHon NO-crHTasbl (NOS3) ¢ Luenbio BbisBreHus
BO3MOXHOW CBA3W agpdekTa Tepanum oT reHeTu4ec-
Koro nonmmopduama no aromy pakropy. beina no-
KaszaHa Bblpa)eHHas 3aBMCUMOCTb addhekTa Tepa-
nuu D-neHnumnnammHom ot reHotuna NOS3(G894T)
nauueHTa: B NOArpynne ¢ xopownm 3deKToM ne-
YeHuns okasanucb Hocutenu annens G ¢ npeobna-
AaHunem romosurot GG. HanpoTtue, B noarpynne ¢
oTcyTcTBMeM achdekTa npeobnaganu romosunroTsl TT,
a noarpynna ¢ yaoBneTBopuUTeEnbHbIM (HeonpeaeneH-
HbIM) 3(PEKTOM 3aHSAMNa NPOMEXYTOYHOE NOSoXe-
Hue [Makapos u gp., 2010]. 1 B aTom cny4ae pe-
3ynbTaThl OTYETIINBO CBUOETENLCTBYIOT 06 acdhdhekTe
nonapwusauumn Yactot annens G reHa NOS3 B 3aBu-
CUMOCTM OT 9P EKTUBHOCTM NlEYEHUS CKIepogepmMmm
D-nenuymnnnammHom (puc.13).

1. KoHTpacTHO-rpynnoBoOW NpUHLUUN CPaBHEHNS re-
HETUYECKOW CTPYKTYPbl pasHbIX rpynn MHAMBU-
0OoB nosBonseTr naeHTudguumposatb addekT
nonsipyu3auny annesnbHbIX YacToT MO OTAEMbHbLIM
reHam 1 no nx KOMMIeKCy.

2. TMonspHble konebaHWsa NPosiBNEHMS reHOB OTpa-
XaT m3nonormdeckme pasnuyums annenen no
KakdoMy FTOKyCy B AeTEPMMHALNN COOTBETCTBY-
oLmx 6enkoBbIX NPOAYKTOB.

3. [lpuMeHeHne KOHTpaCTHO-rPYNNoOBOW cTpaTerum
napannenbHO C UCMONb30BaHNEM COBPEMEHHbIX
MOJEKYNAPHO-TEHETUYECKNX TEXHOMOrMN (non-
HOrEHOMHOrO aHanu3a accoumauui, MUKPoUn-
MoOB 1 Op.) MOXET cnocobCTBOBaTL BbISIBIIEHMIO
KPYMHbIX KBA3MranioTMnoB, OTBEYAKOLLMX 3a OCO-
GeHHOCTU meTabonuyeckux nyten, obycnosnu-
BaKOLLMX PE3UCTEHTHOCTb UMW NPEeapPacnoNnoXeH-
HOCTb K TOMY UK MHOMY 3aboneBaHuio.

Becmmuux Mocxosckozo ynugepcumema. Cepus XXIII

AHTPOIIOJIOTUA  Ne 1/2012: 4-16



Tonsapu3anyst 4acToT A/UIENEN PA3HBIX TEHOB — PACIPOCTPAHEHHOE SBIECHUE B KOHTPACTHBIX TPYIIITAX... 15
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Puc 13. YactoTbl anneneit reHa NOS3 B nccnenoBaHHbIX rpynnax AeTen npu neveHnn 6onbHbix cknepogepmuen D-
NeHNUUNNaMmHoOMm

baarogapHocTH

ABTOp BblpaxaeT rny6bokyto Npu3HaTenbHOCTb
COTpyOHMKaM NabopaTopum 3KONOrMYeCcKom reHeTUKM
MIHLU PAMH B pasHoe BpeMs y4yacCTBYHOLIUX B
npeacTtaensemon pabote: A.l. HoBopagoBckomy,
U.C. Adanacbeson, .B. Mawn (I.B. Lypukoson),
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POLARIZATION OF FREQUENCIES ALLELES
OF DIFFERENT GENES IS THE WIDESPREAD PHENOMENON
IN CONTRAST GROUPS OF HUMANS

VA. Spitsyn

Federal State Budgetary Institution «Research Centre for Medical Genetics»,
RAMS, Moscow

In 1986—-2010 genetic polymorphisms have been studied in cohorts of patients with multifactorial illnesses,
and also in groups of persons steady against the development of considered diseases. The effect of polarization
of allelic frequencies, namely the phenomenon opposite to directional changes of their concentration from
the control populations in many of the studied independent genes has been established in the groups of
patients in comparison to cohorts of persons considered steady against their development. The effect of
allelic frequencies polarization was observed also concerning the degree of efficiency of treatment of some
widespread diseases, including some occupational pathologies. The phenomenon opposite to directional
changes in allelic frequencies has been noted for groups of patients, suffering from occupational illnesses
when compared with the healthyl workers with high record of service. The polar divergence of allelic frequencies
in a complex of genes from the control is shown also for modern human populations with different degree of
adaptation to natural factors of environment at the level of individual and group distinctions in their health
status. The contrast-grouping principle of comparison of genetic structure in different groups of individuals
allows identifying the effect of allelic frequencies polarization in separate genes and their complex. Polar
fluctuations of allelic frequencies reflect their physiological distinctions in each locus in determination of
corresponding protein products.

Keywords: frequencies alleles polarization, natural populations, widespread diseases, occupational
pathology
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