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JBUKYILHMIT OTBOP B XOJE DBOJIIOLIMU YEJOBEKA
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OnHuM U3 Hanbosiee MHTEPECHBIX M YAUBHTEIBHBIX OTKPBITHH, CBSI3aHHBIX C CEKBEHHPOBAHHEM TE€HOMA
MIMMIIaH3€e, SBISACTCS TO, YTO T€HOM IIMMIIAH3€ OYEHb IOXOK Ha FEHOM YEJIOBEKa: IMOCIEI0BATEIbHOCTD
abcomoTHO coBnanaet B 30 % renos. bomee 99 % xoaupyIOMMX MOCIeA0BaTEIEHOCTEH OTMHAKOBHI, 4 TCHEI,
B KOTOPBIX UMEIOTCSI PA3IMYHS, OTIINYAIOTCS BCETO JIMIIb 10 |—2 aMHMHOKHCIIOTHBIM 3aMeHaM. bomnbioe
CXOJZICTBO B ITOCJIEJOBATEILHOCTAX MOCITYKHIJIO OCHOBAHUEM JUISl THIIOTE3bI, YTO HE U3MEHEHHS B HOCIIe-
JIOBaTeJIbHOCTH, @ N3MEHEHHUS B PETYISIIMY T€HOB MIPAlIU POJIb B ABOMIIOIMHN deroBeka. OnHaKko paboTsl,
C/IeIaHHbIC B OTHOCHTEJIFHO HEJIaBHEE BPEMSI, TIOKA3bIBAIOT, YTO IBOIIOLMS MOCIIEN0BATEIBHOCTEH OblIa
OYCHP BaYKHA B XOJIC UEIIOBEYESCKOH IBONIONNHI. B HEKOTOPBIX CIIydasx, HapuMep B ciiydasx reHoB FOXP?2
1 MHEKpotedarnHa, ObUTO TOKa3aHo, 9TO HeOOobIIoro yncia (1—2) aMHHOKHCIIOTHBIX 3aMEH B BaKHOM O€JIKe
MOXET OBITh IOCTaTOYHO, YTOOBI N3MEHHTH €T0 (PYHKIIHIO U MTPUBECTH K TOSBICHUIO ()EHOTUIIA, CBOIICTBEH-
Horo yenoBeky. Hamra paboTa siBiseTcs KpaTKuM 0030pOM HCCIIEI0BAHUN F€HOB, KOTOPBIE TTOJBEPTAINCH
OBICTPBIM H3MEHEHUSIM B XO7I€ BOJIFOLINH YEJIOBEKA. MBI TaKkKe MPUBOANM COOCTBEHHBIE IaHHBIE TT0 OLICHKE
BPEIHOCTH Pa3HbIX THUIIOB MyTaIlMii B KOAUPYIOMIMX PaliOHaX y YeJIOBEKa, OCHOBAHHBIE HA aHAIIN3E CyIIle-
CTBYIOIIHMX MOIUMOP(HBIX BapHAHTOB. B 11e1om 3Ta paboTa MpuBOANT 10KA3aTEIbCTBA HEIAaBHEN OBICTPO
SBOJIIOIMH Ha MOJIEKYJIIPHOM YPOBHE B XOJI¢ aHTPOIIOTeHEe3a. AHAIN3 H3MEHUYMBOCTH B TOIMYJISLIUX 1103~
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BOJIAET MIPEATIOJIOKUTE CYIIIECTBOBAHNE 0T60pa 1 B COBPEMEHHBIX Y€JIOBEYECKUX ITOITYIIAUAX.

BBenenune

B 3T10i1 cTarbe MBI IPUBOAMM KpaTKHid 0030p
padoT Mo JABMKYIIEMY OTOOPY B XOJIE 3BOJIIOLIUH
YeIIOBeKa, a TAKKE HAIlli COOCTBEHHBIC OIICHKH OT-
HOCHUTEIBHON BPEAHOCTH PA3HBIX TUIIOB MyTallUii B
KOJMPYIOIIUX paiioHax yenoBeueckoro reoma. Cy-
IIECTBYET JIBa OCHOBHBIX THTIa 0TOOPA: IBIKYIIAH 1
crabunmmsupyromwii (purifying). JABmwkymmii or6op
JIEHCTBYET, KOT/Ia MyTaITis TaeT HEKOE MPEHMYIIIeC-
TBO €e HOocUTeNsIM. B 9TOM ciiydyae yacToTa MyTaluu
B IOMYJISIIIUU OYJIET BO3pacTarh, [IOKa MyTallus HE
3adukcupyercs. B ciryuae BpemHBIX MyTaIuii oT-
00p IeCTBYET MPOTHB HUX, COXPAHSISI UX YaCTOTY
Ha HU3KOM ypoBHE. CKOpOCTh (pUKCAITNH MyTaIiit
YacTO Ha3bIBAIOT CKOPOCTHIO 2BOMIONHH. OHA W3-
MepsieTcsl KaKk 4yacToTa 3aMEH Ha MOTCHIUATbHBIN
CalT B JaHHOM SBOJIFOITMOHHOMN JIMHUM (C MOMEHTA
pasnenenusi BUA0B). st ONEHKH OTHOCHUTEIHLHON
CKOPOCTH 3BOJIOIIMM B Ka9eCTBE TOYKH OTCYETa
OepyTcsl 3aMEHBI, IPUBOASIINE K HEHTPaITbHBIM
MyTanusaM. CKOPOCTh IBOJTIOIUH 10 HEUTPaTbHBIM
MYTaIUSIM OTIPEICIISACTCS TeHETUISCKUM Jpeidom.
B cnyuae nBmxkymiero orbopa myTtanuu OyayT

(hukcupoBaThCs OBICTpEe, YeM HEHTpabHEBIC, a B
CITydae CTaOMIN3UPYIONIeTo 0TOopa — MEIJICHHEE.
Just mo0Ooro reHa MOKHO OLEHUTH YacTOTy 3aMeH
o cuHOHMMHUYHBIM caiitam (Ks) u mo Hecuno-
mumuuHbiM caiitam (Ka). Ecn Ka = Ks, 1o 310
O3HAYaeT, YTO BCSI NBMEHYMBOCTH B T€HE HEUTPAIIh-
Has1, oTOopa 1o Hemy He ObuT0. Ecm Ka < Ks, To
0TOOp HETaTHUBHBIN (MI3MEHEHHS B TEHE OTMETAIOTCA
otbopom), a ecu Ka > Ks, To usMeHeHHsI B TeHE
MIOJIXBaTHIBAIOTCS. OTOOPOM, U OTOOp JBUKYIIUH.
BonbmHCTBO paboT, IMTHPYEMBIX B 3TOM 0030pe,
OBLIO CAETaHO B paMKaX 3TOTO IOIXO/A.
JlOBOIBHO TIOMYNSPHBIM ABISIETCS MHEHHE,
4TO OTOOP B COBPEMEHHBIX UEIIOBEYCCKHX ITOITY-
JIAIUSIX OUEHb CJIa0, €U BOOOIIE TPUCYTCTBYET.
D10 MHeHue Oa3upyercss Ha TOM, YTO MHOTHE
00JIe3HH, IPUBOAMBIINE K CMEPTH B pAaHHEM BO3-
pacte, B Hacrosiiee BpeMs Ooliee HE SIBISIOTCS
netanbHbIMU. OZHAKO OTOOp MPOTHB MYTAIUH,
KOTOPBIC BBI3BIBAIOT JIe(DEKThI PA3BUTHUSI, HUKOTIA
He Tpekpamiaincs. bonee Toro, MOKHO OKHIATh,
4TO OTOOP B MHIyCTPHAIBHO PAa3BUTHIX OOIIECTBAX
MOJKET YCHIINBAThCS. DTO CBS3aHO C H3MEHEHUSIMU
B CTpaTeTuu Pa3MHOKEHHUS B COBPEMEHHBIX Uelo-
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BEUECKUX Momyssiuusx. CIBUT penpoayKTHBHOTO
BO3pacTa Ha Oosiee MO3AHUI CPOK OTKPHIBAET BO3-
MO’KHOCTB 0TOOpa IMPOTHB MYTalNii, MPUBOISIIIX
K Ooye3HAM OoJiee TO3THETO BO3pAcTa, KOTOphIE
HE BIIMSJIN Ha PENpPOAYKTUBHBIM IOTEHLHAT B
mpeAIICCTBYOIMX MMOKOJICHUAX. Ecnm yenosek He
003aBeJics JETbMH JI0 TOTO, KaK Y HEro MPOsIBUIIACH
reHeTH4Yeckast 00JIe3Hb, TO BO3MOKHO, YTO OH JIH00
CO3HATeNbHO HE OyJeT 3aBOAWTH JAETeH, MO0 He
CMOXKET 3TO CHEJIATh MO COCTOSHHUIO 3A0POBBS.
,Z[OCTYHHOCTB TCHETUYCCKOI'0 KOHCYJIbTUPOBAHUA
OyZIeT MPUBOIUTH K TOMY K€ PE3YJIbTaTy.

I'enbl, mpeTepneBNIne HETABHIOIO
OBICTPYIO 3BOJIIOLIUIO

B 37001 cTarbe Mbl pACCMOTPUM I'€HBI, KOTOPBIE
peTepren HelaBHIOW OBICTPYIO 3BOJIOIUIO.
[Toka3zareneM OBHXKYILEro OTOOpa SBISETCS TOT
¢akt, uro mocnenoBarenpHocTh JJHK 1 cTpyk-
Typa COOTBETCTBYIOLIETO O€lKa MEHSJINChH B
XOZIe HBOJIIOIMH OBICTpEe, YeM HEKOAMPYIOUIHe
mocJeaoBareIbHOCTH ToTo *Ke reHa (Fay et al.,
2001; Payseur et al., 2002; Sabeti et al., 2002;
Voight et al., 2006). I'eHbl, KOTOpBIE TOIBEPTraINCh
JIEHCTBHIO IBHXKYIIETO 0TOOpa, MOXKHO IOzpas3-
JeJINTh Ha ABe Kareropuu. Ilepmas — 3TO reHsl,
KOTOpBIE OBICTPO IBOIIOIUOHUPYIOT Y MHOTHX
BUJIOB, HaIIpUMEp, T'€HbI, BOBJICUCHHBIC B 3aIIUTY
ot naroreHos (Vallender, Lahn, 2004). [Tatorexst
Y 3alIMTHBIC CUCTEMBI, KaK U3BECTHO, HAXOISTCS
B MOCTOSIHHOW «TOHKE BOOPY>KEHUI», B KOTOPOI
Ka)KJIbI{ BUJ IIBITAETCS] AOOUTHCS IPEUMYILECTBA.
[TapasuT crapaercs 0OMaHyTh 3aIIUTHBIE CHCTEMBI
X034HMHA U TMOJYYUTH JOCTYIl K €ro pecypcam, B
TO BpeMs KaK XO3SMH CTapaercsi OJIOKUpOBATh U
HEHTpann30BaTh naToreH. [I[puHINI «TOHKH BO-
OpYKEHHI» MEXIy KOHKYPHUPYIOLIUMH BHUAAMHU
(MM XO3SIMHOM | TTapa3uTOM) YacTO HAa3bIBACTCS
MPUHIIMIIOM KpacHoi koponessl (Valen, 1973). B
ITOM «TOHKE BOOPYKEHHI» MOTYT OBbITh JIOKAJILHBIC
no0ebl U MOPaKeHHUsI, KaK MPaBHUJIIO0, yCTaHABIIH-
BaeTcs M00AIbHOE paBHOBECHE, KOT/Ia XO3UH U
naroreH cocymecTBytoT (Yamauchi, 1999; Justine,
Durette-Desset, 2000). I'eHbI apyroii Kareropun
KOHTPOJIUPYIOT MIPU3HAKH, CTICIIM(IYHBIC JJTs BUA
Homo sapiens: pa3mepbl MO3Tra, IOBEICHUE, Opra-
HBI 4yBCTB U [103HABaTEIbHBIC CIOCOOHOCTH.

Hwxe MBI paccMOTpUM HpPHUMEPHI 3BONIOLHN
TEHOB U3 00EHX KaTerOpHi.

T'envi, 60671€u€eH bIE 6 3aL4UMY OM NAMOZEHOB.
['eHbI, KOHTPOIHUPYIOIINE KOMITJIEKC THCTOCOBME-
CTUMOCTH, OBUIN TEPBBIMH, JJISI HUX MPOJAEMOH-
CTPUPOBAHO CYIIIECTBOBAHHE Y YETIOBEKA JIBIIKY-
mero oroopa (Hughes, Nei, 1988; Ohta, 1991).
['eHbI 9TOTO KOMILIIEKCA OBICTPO IBOIOLHOHUPYIOT
n y apyrux Bunos (Filip, Mundy, 2004). Ecrect-
BEHHBII 0TOOP 10 TeHaM KOMIUIEKCa THCTOCOBMe-
CTHMOCTH TIPUBOJIUT K YBEITMYCHUIO TEHETHYECKOTO
paszaoobpasusi. OTOOP UACT B MOJB3Y TETEPO3UTOT
W PeIKUX ajieNieil Wik, TOYHee TOBOPS, MPOTUB
YacThIX ajilesied, OTOMY 4TO OHHM — Hambolee
4acThIil 00BEKT s araku matoreHoB (Borghans
et al., 2004). [Ilpyrue TeHbl UMMYHHOH CHCTEMBI
TaKkKe OBICTPO HBOIIONMOHUPYIOT Y MHOTHX BHJIOB.
[Tpumepamu MOTYT CITY)KHTh: UMMYHOTJIOOYJIHHBI,
B-nedeHCcHHBI, KOTOPBIC SBJISIFOTCS HECHEIU(pUY-
HBIMH aHTHUMHUKpPOOHBIMH O€JIKaMH; PeLernTopbl
T-kusnepoB, KOTOPBIE YHaCTBYIOT B PAaHHEM aHTH-
BupycHOM oTBete (Boniotto et al., 2003; Semple et
al., 2003). beakn MeMOpaH KJIETOK KPOBH TaKKe
TTOABEPTAIOTCST OBICTPOI IBONIONUN, TBUKUMOM
MaToreHaMH, JIa)ke €Clid OHHM HEMOCPEJICTBEHHO
HE y4acTBYIOT B IMMyHHOM oTBeTe (Livingstone,
1960; Saitou, Yamamoto, 1997).

Knaccuueckuii mpumMep OanaHCUPYIOIIETO
oTbOopa — 3T0 0TOOP HA YCTOHYHUBOCTH K MAIIIPHIi-
HOMY Tu1azmonuto Plasmodium falcipirum (Mears
et al., 1981). B aTom cinyuae myTanus B 6eTa-1iio-
OMHE BBI3BIBACT B T€TEPO3UIOTE YCTOHYMBOCTDH K
MapasuTy, HO B TOMO3HIOTE — CEPIIOBUIHOKIIETOY-
HyI0 aHeMHI0. B aToM citydae oTO0p, BBI3BaHHBIH
MPUCYTCTBUEM Tapa3uTa, BBI3BaJl HEOOBITHO
BBICOKYIO YaCTOTY MYTaHTHOTO aJUIeIIs B paiioHax,
npuiexanux K mycteiHe Caxapa. ['en G6PD toxe
MMEET aJUIeNIbHBII BapHaHT, 00ecrnedrBaONIHi
YCTOWYMBOCTB K MAJISIPUH, U 9aCTOTA 3TOTO aJuIeIs
MOBBIIIIEHA B ATHX e palloHax. B 1eixom TeHsl,
HanpsMYyI0 BOBJICUEHHBIC BO B3aMMOJIEHCTBHE XO-
3SIMH-TIAPA3UT, OUSHB YaCTO MOJIBEPTarOTCsl 0TOOPY
(Trowsdale, Parham, 2004).

T'ensl, omeeuarowjue 3a cnocoonocmy ycea-
ueams HOGYI0 nuugy. DTH TCHBI TOKE HAXOMSTCS
oJT IelicTBIEM IBIKYIIeTo otOopa (Zhang et al.,
2002). Y OoJbIIHHCTBA BHIOB CITOCOOHOCTH YCBa-
WBaTh MOJIOKO TPOTIA/Ia€T B MOMEHT MPEKPAIICHHS
BcKkapMiuBaHus. OIHAKO B HEKOTOPBIX MOITYJIs-
LUSIX YeJIOBEKa CIIOCOOHOCTHh YCBaMBaTh MOJIOKO
COXpaHsIeTCS U BO B3POCJIOM COCTOSIHUH. DTa
CNocoOHOCTh, HECOMHEHHO, J1aBaJia 3HAYNTEIIbHbIC
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SBOJIIOLIMOHHBIC TPEUMYIIIECTBA, U HEYJUBUTEIHHO,
YTO I'eH JIAKTa3bI [TOABEPTAJICS IBHXKYILIEMY OTOODY.
O1eHKH TOKa3bIBAIOT, YTO BAPUAHT, TO3BOJISIOLITHIHA
yCBanBaTh MOJIOKO BO B3POCIIOM COCTOSTHHH, Pac-
npoctpanmics B EBpasun okono 5—-10 Teic. et Ha-
3a/1. JTO XOPOILO COBMAIaeT BO BPEMEHHU C BO3HHK-
HOBEHHEM MOJIOUHOTO )XKUBOTHOBOJICTBA (Hollox et
al., 2001; Bersaglieri et al., 2004). Yactora 3T0oT0
aJUIeNs CTPEMUTENFHO BBIPOCIIA B TEUEHHE KOPOT-
Koro mepuoga. OOBSICHICTCS 3TO TEM, UTO JIFONH,
CIOCOOHBIE YCBaWBaTh MOJIOKO, UMEJH JIyUllIne
IIIAHCHI HA BhDKMBaHUE B TOT nepuoyl (Bersaglieri et
al., 2004). Ilomxenynounas pubOHyKJIea3a TakkKe
MoJIBEprayiach HeJJaBHEMY JecTBUIO oTOOpa. Ha-
n0oJIee BEPOSTHON IPHINHOMN OBICTPOH 3BOTFOITIH
sTOTO (hepMEeHTa y YeIoBeKka ObLI iepexoy K Oosee
ooraroit Msicom rnuine. [lepexon Ha TakoH pexuM
NUTaHUs TpeOOBajl CIOCOOHOCTH HEUTPATIH30BaTh
0aKTepuu, 4aCTO BCTPEUAOIIUECS B MSICHOM IMHUIIIC
(Finch, Stanford, 2004). B cBsi3u ¢ aTuM cnemyer
OTMETHTb, YTO TeH aJJAHNHIIIMOKCHIIATAMHUHOTPaH-
chepasbl, paznuuusi B KOTOPOM OYEHb CHIIBHBI
MEXJly TPABOSIHBIMU U XUITHBIMHU JKUBOTHBIMH,
TaKXKe AEMOHCTPUPYET HEJABHIOI OBICTPYIO 3BO-
morro y uenoeka (Holbrook et al., 2000). Onaum
U3 SIPKUX TIPUMEPOB T€HOB, KOTOPHIE OTHOCHUTEIh-
HO HEJaBHO TIO/IBEPTaIIUCh OBICTPOI IBOJIIOIHH,
SIBIIIETCSI almkoroipaeruaporenasa-2 (Oota et al.,
2004). CymiecTByeT pacupOoCTpaHCHHBIA ajlIelb,
KOTOPBIN BBI3BIBAET HECIIOCOOHOCTH OpPraHM3Ma
CIIPABJISATHCS C OOJBIIMM KOJTUYECTBOM alIKOTO-
7. DTOT ajuieNib 0COOCHHO YacTO BCTPEYAETCS B
crpadax BocTouHoit A3nuu, 1 3TO 00BSICHSICT 9acTO
BCTPEUAIONIYIOCS CPE/I MOHTOJIOHJIOB HETIEPEHO-
CUMOCTb aJikoroist. HesicHo, moueMy dTOT ajuienb
pacnpocTpaneH UMeHHO TaM. OfiHa U3 UHTEPECHBIX
THIIOTE3 COCTOUT B CIEIYIOIIEM. AJKOrOib, KakK
W3BECTHO, YCYT'YOISIET BpEIHOE JICWCTBUE BUpyCa
renarurta B, KOTOpbIii TOXKE CUIIBHO pacipoCTpaHeH
B BocTtounoit Azum. Takum oOpaszoMm, HaTHIHE
aJJIessi HeePEHOCUMOCTH aJIKOTOJIsI MOXKET OBbITh
BBITO/IHO, TAK KaK 9TO CMSTrYaeT TCUCHUE TenaThTa
B (Lin, Cheng, 2002).

TI'envl, onpedensiouwgue yeem xoxcu. ONuH U3
HanOoJ1ee U3yYeHHBIX TeHOB, KOTOPHIE OTIPEIEIISIOT
IBET KOkH, — 3T0 reH MC IR, KOTOPBIi KOTUPYET
peLenTop MeNaHOKOPTHHA M PETYIHUPYET MPOH3-
BOJICTBO MEJIaHWHA, BBI3BIBAIOIIETO MUTMEHTa-
o koku (Mundy, Kelly, 2003). Oxpacka koxu
HAXOJUTCS TIOJT ISMCTBUEM JBHXKYIIIETO 0TOOpa |

CBsI3aHAa C 3aIlUTON OT YJIBTPa(HOIECTOBBIX JTydeH
(Harding et al., 2000). Y upnanaues, naTdaH u
IIBE/IOB OOHAPYKEHBI TPU Pa3HbIE MyTaIlX B 9TOM
I'eHE, KOTOPhIC BBI3BIBAIOT OCIA0JICHUE MUTMEH-
TallMd KOXKH U PBDKYI0 oKkpacky Bosoc (Harding
et al., 2000; Makova et al., 2001). ITouemy 3Ta
MyTal¥sl paclpoCTPaHMIIACh CPEIU UPIIAHAIECB?
OnmHO U3 MPENIoI0OKEHUH — ITO CBA3aHO C TEM,
YTO B CEBEPHBIX IMHPOTAX OTCYTCTBYeT O0TOOP
B MOJIb3y 0OJIee TEMHOW KOXKH, KOTOpasi HE JaeT
HUKAKOTO MPEUMYIIECTBA. DTO MOITBEPIKIACTCS
TEM, YTO MyTaI[Us PHKEBOJIOCOCTU OTCYTCTBYET B
Adpuxke. [pyroe o0bsiCHEHHE CBS3aHO C TIOJIOBBIM
or6opoM. Bo3MOXKHO, 4TO PEDKEBOIOCOCTh CUUTA-
JIaCh TIPUBJIEKATEIHHBIM ITPU3HAKOM, YTO TIPUBEIIO
K pacipoCTPaHCHHIO MyTall|H.

TI'enwt, omeeuarouque 3a pazmnorcenue. 1 eHol,
OTBEUAIOIIIKE 33 PA3MHOXKEHUE, TAKKE OBICTPO 3BO-
JIIOLMOHUPYIOT. MHOTHE OCJIKH CIIepMaTO30HUI0B,
KaK [TOKa3bIBaeT aHAIIN3, HAXOSTCS TIO]T ICHCTBUEM
nBrkytero oroopa (Torgerson et al., 2002). I'ensr,
ydacTByIole B oopasoBanuu zona pellucida y
xeHmuH (ZP2, ZP3), Takxe OBICTPO IBOJIOIH-
onupytor (Swanson et al., 2001). [pyrue reHsi,
BOBJICUCHHBIC BO B3aUMOJICHCTBUE STUICKICTKH U
CriepMaro30u/a, TakKe JIEMOHCTPUPYIOT JJOKa3a-
TeIsCTBA OBICTpOH dBomoruu (Maston, Ruvolo,
2002). Dra »BoIonNs 00BICHIETCS TOHKOH BOOPY-
JKEHU MEXy CIIepMaTO30MJI0M U SAUIIEKIETKOM.
CriepMaTo30u/1 «CTapaeTCs» MPOHUKHYTh BHYTPb
00O IIEHOM, TOT/Ia KaK SUIEKIeTKa CTPEMUTCS
OTPaHWYHUTh POHUKHOBEHUE BCETO OJHUM CIIep-
MaTO30HIOM.

TI'envt, Konmponupyrouwjue pazgumue op2anos
uyyecme. Hanbosnee sipkuM SBOJTIOIMOHHBIM TIPH-
00peTeHHEM BBICIIUX IIPUMATOB SIBJISICTCS [IBETHOC
(TpexuBertHoe) 3penue (Shyue et al., 1995). Ono
JIOCTUTAETCSI TIOSBJICHHEM TPEX THIIOB OIICHHOB,
KOTOPBIE y3HAIOT MPEUMYIIECTBEHHO KPACHBIH,
CHHHUH U 3eneHbli niBeTa. CUHUNA OIICUH UMEETCS
y BCEX MPUMATOB U KOHTPOJIHUPYETCS ayTOCOMHBIM
reHoM. B X-xpomocome y Jrojieii 1 BBICIIUX IIPU-
MatoB Ctaporo CBeTa pacrtoioKeHBI JIBa IPYTUX
OYEHB MTOXOKHX MEKIY COOOH TeHa — T'eHbI 3eJIeHO-
T'O ¥ KPaCHOTO OTICHHOB. MIHTEpeCcHO, 9TO 00e3bsIHBI
Hogsoro CBeTa UMEIOT BCETO OZMH OIICHHOBBIN I'eH
B X-XpoMocoMe. DTOT TeH UMEET aJlJICJIbHbIC Ba-
PHAHTBI, COOTBETCTBYOIIIUE KPACHOMY U 3€JICHOMY
oricuHaM. B pesynbrare camibl ¥ TOMO3UTOTHBIC
CaMKH CIIOCOOHBI pa3inyaTh TOIBKO 1B IIBETA,
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TOTAAa KaK FeTEPO3UTOTHBIE CAMKH Pa3IMyaroT
TpH LBeTa, Kak Jtoau 1 npumarsl Craporo Csera
(Shyue et al., 1995; Boissinot et al., 1998).

I'eHbI, perynupyromye JesiTeTbHOCTh OPTaHOB
BKyca, TaK)Ke ObICTPO IBOTIOLUOHUPYIOT. CraaKuii
BKYC JIFOJIM Pa3IM4aloT Jy4llle, YeM BhICIIHE 00e-
3bstHbI (Shi ef al., 2003). Xopo1o u3BeCcTHBIN pH-
Mep nonumopdusMa, Bce erie NPUCYTCTBYIOLINN
B UEJIOBEYECCKOM MOMYJISLMH, — 3TO CIOCOOHOCTH
pasnmuuaTh BKyc (heHmnTrokapbamuaa. [Ipemmo-
Jaraercs, 4To TOMY CIIOCOOCTBYET ypaBHOBEIIIHU-
BaIOIIMI OTOOP B TOJIB3Y TETEPO3UTOT 110 TIOKA HE
n3BecTHBIM puunHaM (Wooding ef al., 2004).

I'eHbl, BOBJICUEHHBIE B PACIIO3HABAHHE 3aI1aXO0B,
TAKX€e IBOJIIOLIMOHUPOBAIIN, XOTS U1 YeJIOBEUeC-
KOTO BBDKWUBAHUSI YYBCTBO 3araxa He SBISETCS
rnaBHbIM. OJTHO M3 OOBSICHEHUU — ATO TO, YTO
OBICTpOE HAKOIUICHHE HYKJICOTHIHBIX 3aMEH B 3TUX
reHaxX BO3HHUKAET HE 3a CUeT JBMXKYILEro oToopa,
a BCIenCTBUE ocialleHnus CTaOWIM3UPYIOIIEeTo
otbopa (Glusman et al., 2001). 3To penIroIoKe-
HUE comiacyeTcsi ¢ pakTaMu, TOKa3bIBAIOIUMH,
YTO MHOTHE I'eHBI, YYaCTBYIOIINE Y APYTHX BUIOB
B PAacMO3HABaHMH 3aI1aX0B, Y UeJIOBEKa IIpeBpalia-
1oTcs B iceBnorensl (Gimelbrant et al., 2004).

T'envt, konmponupywuwue nogedenue. Muo-
rUe MOBEICHYECKNE NPU3HAKU YEJIOBEKA UMEIOT
SIPKO BBIPA’)KCHHBIM N€HETUYECKHI KOHTPOJIb, U
HEKOTOPBIE U3 ATHX T'€HOB MOJ[BEPTaICh CUIIbHON
CEJICKLIUH B XOZIC YEIIOBEUECKOW IBOJIOIHMU — Ha-
npumep, red MAO-A, KOHTPOTUPYIOINHA HMITYIb-
cuBHOCTh 1 arpeccuBHOCTH (Gilad et al., 2002).
AHaoruaHeIM 00pa3zom reH DRD4, cBsI3aHHBIN
C TMIOMCKOM HOBBIX OIIYIICHUH, TAKKe TOJIBEPIKECH
oroopy (Seaman et al., 2000; Ding et al., 2002).
Bo03MOXXHO, YTO TeHETHYEeCKHE BapHaHThHI, KOHT-
POJIUPYIOLINE CKIIOHHOCTD K HCCIIEIOBATEIbCKOMY
MOBEJCHUIO U MOMCKY HOBBIX OLIYLICHUH (ecin
TeHeTHYECKasi U3AMEHYMBOCTD 110 3TOMY IPU3HAKY
JIEHCTBUTENFHO CYIIECTBYET), MOTJIH OBITH BaXK-
HBIMH B XOJI€ MUTPAIIH U3 TPEAKOBOH MOMYISIIHN
B Adpuxke. OnrH U3 Hanboee U3BECTHBIX TEHOB,
BOBJICUCHHBIX B CHEHU(PUIECKOE YEIOBEUECKOE
noBesieHue, — 310 red peun FOXP2 (Fisher et al.,
1998; Haesler et al., 2004). Mytannuu B 5TOM TreHe
BBI3BIBAIOT PeUeBbIC Ae(PEKTHI. ITOT AP PEKT CBsI3aH
HE C aHATOMUYECKUMH HApYUICHUSIMH B POTOBOU
MOJIOCTH, & C HENPAaBUIbHBIM PaCIIOIIOKEHUEM
HEHpOHOB B peueBoii 30He. IHTEepecHOo, uTO OpTO-
JIOTMYHBIHM TeH y NTUILl KOHTPOJIIUPYET UX CIOCO0-

HOoCTh oOyuarbcst ienuto (Haesler et al., 2004).
XOTsI 3TOT TeH JOCTaTOYHO KOHCEPBATUBHEIH (UTO
MTOKa3bIBAET eT0 (PyHKIMOHAIBHYIO 3HAYMMOCTB), B
YeJI0BEYCCKOU TMHUH 3a(PUKCUPOBATNCH HECKOITb-
KO HYKJICOTUAHBIX 3aMCH, YTO MOXCT YKa3bIBaTb HA
TO, YTO ATOT I'eH MOABEPTaJICs OBICTPOIA SBOIOLIUU
B JIMHUY, BeJlyIlIeH OT 00e3bsH K uenoBeky (Zhang
et al., 2002b).

W3BecTHO, UTO B TEUEHUE MOCIETHNX 2—3 MITH
JIET DBOJIIOIINY YEJIOBEKa 00HEM MO3Ta YBEIIMIHII-
cs O6onee uem B 3 paza (McHenry, 1994). Beiio
HaiineHo nBa reHa — ASPM u mukpouedanus,
MyTallly B KOTOPBIX TPUBOIAT K ()OPMUPOBAHHIO
MO3Ta MEHBIIIUX Pa3MepOB, TIPY TOM He HaOITto/Ia-
eTcs Ipyrux aHaromuyeckux nedekrtos (Jackson
et al., 2002; Bond, 2002). beuro mokaszaso, 94To B
JIMHUHW BBICHINX IIPpUMaToB 06a OTH T'€Ha NIOABCP-
ranuch HenaBHel ObicTpoii »Bomouuu (Evans et
al., 2004; Wang, Su, 2004). UaTepecHo, 4TO 3TH
TeHBI IBOJIOIMOHUPOBAIA 3HAYUTEILHO ObICTpEe
B JIMHUHW YeJIOBEKa, YeM B JIMHUSX BBICIIHX 00e-
3bsiH. Taxoke MHTePECHO, YTO TeH MUKpOIIehaTnH
OBICTPO PBOJIOIMOHUPOBAT Ha Oojiee paHHUX, a
ASPM — Ha caMBIX TTOCJIEAHHX dTallaX BOZHUKHO-
BeHHMs uesioBeka. Ele ofuH reH, BO3MOXKHO, TAaKKe
BOBJICYCHHBIN B KOHTPOIIb pa3MepPOB MO3Ta, XOTsI
¥ KOCBEHHO, — 3TO T€H TsKEI0M e MHO3MHA 16
(Stedman et al., 2004). DTOT TeH SKCIIPECCUPYETCSI
B JIMIICBOM MyCKyJarype. brijio mokasaHo, 4To oH
WHAKTUBUPOBAJICS B UEIOBEUYCCKON JIMHUU TOCTIC
pasneneHus ee ¢ TuHueH mummnan3e. OTMETUM, 4TO
9Ta WHAKTHBAIWS POU30IIIIA OKOJIO 2,5 MIIH JIET
Ha3aJl ¥ COBITAJIacT BO BPEMEHH C BOSHUKHOBEHHUEM
Homo erectus. IHakTHBAI#sI 3TOTO TeHA OCJIa0MIIa
MYCKYJIbl YCJIFOCTU, YTO CHAJIO aHATOMUUYCCKHE
OTrpaHUYEHMsI HA BEPXHUM pa3Mep MO3ra.

I'enernuyecknii monumopgusm SNP
U IBOJIIOLUSI IOMYJISLUIA Ye0BeKa

Haunbonee pacnpocTpaHeHHBIM THIIOM TCHE-
THUYECKOTO MOJUMOPPU3Ma SIBISIIOTCS SIUHUY-
Hble HyKieoTuanble 3amenbl (SNP). B cpennem
onuH SNP npuxonutcs Ha 400 HYKIE€OTHUIOB
(Sachidanandam et al., 2001; Altshuler et al.,
2005). ITomasmsromiee 6ompnHCTBO SNP B reHOME
YyeJloBeKa pachojokeHO B MHTPOHAX U B MEXKTEH-
HBIX paiioHax. SNP, pacnoynoxeHHbIE B K30HaX,
MOJIPA3/ISIISIOT HA CHHOHUMHUYHBIC (HE MEHSIOIIUE
KOJMPYEMYIO0 aMUHOKHUCIIOTY ) 1 HECHHOHUMUYHBIC
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(MeHsIOIIME aMUHOKHUCIIOTY). B camoii Gonbiioi
0aze manHbIX 10 SNP — dbSNP (NCBI) conepxut-
cs 6onee 11 M SNP. BepostHO, TTomaBistomniee
OompmHCTBO SNP HEHTpaTbHBL, UMEHHO TO3TOMY
10 HUM CYIIeCTBYeT nmosumopdusm (Sunyaev et al.,
2003; Zhao et al., 2003). OgHaKO HEKOTOpHIC U3
HHUX MOTYT BIIUSITh Ha CTPYKTYPY U (PyHKIIHIO OeJKa
(Miyataetal., 1979; Fay et al.,2001). SNP mmpoko
WCTIOJIB3YIOTCS JUTS IOMCKA T€HOB M TeHETUYECKUX
BapHaHTOB, KOTOPBIE OTPEACISAIOT MPEAPacIIoo-
JKeHHOCTB K pa3anyHbIM Oose3usaM (Comeron et al.,
2003; Pardi et al., 2005). [TockoJibKy O4EHB Ba3KHO
3HaTh, BiuseT 11 SNP Ha cTpykTypy ¥ QyHKUINIO
Oemka, OBIIO MTPEIOKEHO HECKOIILKO aITOPUTMOB,
KOTOpBIE TTO3BOIIAIOT ATO MpEACcKa3aTh JUO0 HA
OCHOBAHHH 3BOJIOIIMOHHON KOHCEpBAIUH, JIHO0
0 TIpeJrojaraéMoMy BIUSHHUIO 3aMEHBI Ha Tpe-
TUYHYIO CTPYKTYpY O€JKa, eCIi TaKoBasi N3BECTHA,
a TarxKe MyTEeM COYCTAHUS ATHUX JBYX IOIXOJ0B
(Ramensky et al., 2002; Mooney, 2005). [Tockonb-
Ky HekoTopele SNP HapymaroT cTpykrypy Oenka,
TO OHM MOTYT BIUSTh U Ha TPUCTIOCOOICHHOCTb.
KocBenHnble naHHbIE YKa3bIBAIOT HA TO, YTO OOJIb-
MIMHCTBO (yHKIMOHANBHBIX SNP moxBeprarorcs
oroopy (Fay et al., 2001; Nielsen et al., 2005).

B name#t pabote MBI OMBITAINCE OIICHUTH OT-
HOCHTEJIHHYIO BPETHOCTH PAa3HBIX TUTIOB MY TaIlHiA
B YEJIOBEYECKOM T€HOME, MCTIONB3ys JaHHBIE IO
SNP. 1o mociaeqHuM naHHBIM pa3Mep KOAHPYIO-
[IEeH YaCTH FeHOMa YeJI0BEKa COCTaBIsieT ~ 34 Mb
(Hattori, 2005). EcTh Takke maHHBIC TIO 4acTOTE
WCTIONE30BaHUS BCeX 64 KOIOHOB Yy 4eIOBEKa U
OI[EHKH OTHOCHTEIHHBIX YaCTOT MYTHPOBAHUS
KaXKJI0TO HYKJICOTH 1A B KaXIbIi (Bcero 12 BO3MOXK-
HBIX BApUAHTOB, TI0 TPH JUTS K&XKJ0T0 HyKJICOTH/IA)
(Nakamura et al., 2000). [Tocieanue ObUTH TOJTY-
YEHBI 10 MICEBIOTEHAM, TO3TOMY OHH OTPaXKaroT
(hOHOBYIO YACTOTY MYTHUPOBaHUsI, HE TIOJBEPKEH-
HyI0 BiustHHIO oTO0pa (Graur, Li, 2000). Kax bt
KOJIOH MOYKET IIPOM3BECTH 9 BApUAHTOB MyTAHTHBIX
KOJIOHOB (TPH BO3MOKHBIE 3aMEHBI B KaXKJIOW U3
Tpex mo3unuii). Takum oTrpazom, obluee Yucio
nap (HOpMaJbHBIH KOZOH — MyTaHTHBIM KOJIOH) —
64 x 9 =576. [1o Ty aMHUHOKUCTIOTHON 3aMEHBI
WX MOYKHO TIO/IPA3/IENINTh Ha HECKOJIBKO KaTerOpHii:
CHHOHUMUYHBIC, HECHHOHUMUYHBIEC (MHUCCEHC),
HOHCEHC-MYTAllMM M MYTalluH, YIUTHHSIOMmNE Oe-
JIO0K (IIpeBpaliaroiie HopMaldbHbINH CTON-KOIOH
B KOJIOH, KOAMPYIOIIUI aMUHOKHCIOTY). Hecu-
HOHUMUYHBIE 3aMEHBI MBI ITOJIPA3/ICIHIN Ha KOH-

CepBaTUBHBIC M paJuKalbHble. KoHCepBaTUBHbIE
MyTallii 3aMEHSIOT AaMUHOKHCIIOTY Ha XHUMUYECKH
CXOHYIO, a PaIUKaIbHbIE — HA XUMUYECKH OTIINY-
nyto (Dagan et al., 2002). MBI O1IEHIIIN YHCIIO TTO-
TEHIIHATHHBIX OJHOHYKJICOTUTHBIX 3aMECH KK 101
KaTeropuu BO BCEM IeHOME.

PaccmoTpum nokyc ¢ iBymst ajuiensimu, 4 U a, B
OOITBIIION CITyYaifHO CKPEIMBAIOIICHCS TTOMYIISIHH.
IlycTh A — HOpMaJIBbHBIN ajuieb, @ — MyTAHTHBIN
BapuaHT. [lycTh 3HaUEHNS )KU3HECTIOCOOHOCTH JUIS
TPEX BO3MOXKHBIX TEHOTHIIOB TAKOBBI: 1 st AA,
1-hs noist Aa, v 1-s uis aa. 3neck h — ko3hduiueHTt
JIOMUHHPOBAHUS, JIJIsl HETIOTHOTO JOMHUHUPOBAHUS
0<h<1;s(0<s<1)— rkoxpduruesr ordo-
pa. PaBHOBecHas yacToTa MyTaHTHOTO ajlIems,
KOTJ]a YBEIIMYEHHE €r0 YacTOTH (B pe3yibTare
de novo BO3HUKAIONINX MyTallMii) ypaBHOBEIIINBA-
eTcs ee CHIJKEHHEM B pe3yJbTare 0TOopa, BEIUUC-

asercs o popmyne g = hi (Crow, Kimura,
-S

1970), rae ¢ — paBHOBeCHas YACTOTa MyTaHTHOTO
ajens a; | — 4actora de novo BO3HUKaOIIEH
MyTaluuu A — a Ha IIOKOJICHUE.

Cpennsisi paBHOBECHAs! 4YaCcTOTa MYTaHTHOTO
angens, ¢, — 3To mapaMeTp, KOTOPbIH Mbl XOTHM
OLICHUTD JUIS KayK101 (DYHKIMOHAIBHOM KaTeropun
SNP. Mbl He MOXeM MpsIMO UCTIONb30BaTh SNP
C MX M3BECTHBIMH YacCTOTAMH JUIS OLIEHKH 3TOIO
rapameTpa, Tak Kak 3TH OIIEHKH! OyIyT 3aBbIIICHEI.
JleCTBUTENBHO, YaCTOTHl MYTAHTHBIX aJulenei
W3BECTHBI JIUIIb JJISl T€X CalTOB, KOTOPBIE IO-
numop¢Hbl. OgHaKo B OOJBIIMHCTBE CAalWTOB, B
KOTOPBIX TOTEHIUAILHO MOIJIM ObI OBITH 3aMEHBI,
ronuMophu3M He HaOmomaeTcs. Takum oopa3om,
SNP, koTOpbIe TPUCYTCTBYIOT B 0a3ax JaHHBIX, —3TO
T€, B KOTOPBIX YaCTOTAa MyTaHTHOTO BapHaHTa J0-
CTaTOYHO BELICOKA, YTOOBI €0 MOXKHO OBLIO OOHa-
PYXUTbH NIPH CPAaBHUTEIHLHO HEOOJBIIOM YHUCIIE
MIPOCKPHHUPOBAHHBIX XPOMOCOM. UTOOBI IOy YUTh
HECMEIIECHHBIE OLIEHKH PAaBHOBECHON YaCTOThI, MBI
JOJDKHBI y4eCTh BCE TTOTEHITNABFHO TIOIUMOPQHEIE
CaiThl TeHOMa, a TaK)Ke YHCIIO TPOCKPUHUPOBAH-
HBIX XpomocoM. Ecimu omycruts neranu (cm. Gor
lov et al., 2006), MbI TOKa3aJH, 4TO KO3DDHUIUESHT Ce-
JIEKLIMH TIPOTHB JAHHON KaTerOpUK MyTaLiii 0OpaTHO
TIPOTIOPITHOHAJICH JT0JIE HAOII00aeMbLX TIOTAMOP(H3-
MOB JJAaHHOTO THITa CPETU BCEX NOMEHYUATbHO 803~
MOHCHBIX TIOTMMOP(U3MOB 3TOTO THTIA B YeITIOBEYEC-
KoM reHoMe. [1oapoOHOCTH MOYKHO HalTH B paboTe
W. Topnoga ¢ coaBropamu (Gorlov et al., 2006).



368

Becmnux BOI'uC, 2007, Tom 11, Ne 2

Ucnonesys 6a3y nanaeix dbSNP, Ml orienmmm
JTOJTFO MYTAaIlUi, KOTOPbIE IEHCTBUTENFHO BCTpEya-
FOTCS B YUEJIOBEYECKOW MOIYIISIINH, CPEIH BCEX Te-
OpPETHUYECKH BO3MOXHBIX MyTallMi B KOAUPYIOLIEH
YacTH, JJIs KaKJOro TUMa MyTaiuil. Mbl Halwm,
YTO JOJISl PEATIbHO BCTPEUAIONIUXCS CHHOHUMUY-
HBIX MyTallil IO OTHOLICHUIO KO BCEM BO3MOXK-
HBIM MYTaIUsIM 3TOTO THITA ObLIA CAMOUN BBICOKOM
(2,2 x 107°), 105151 HECCHHOHUMHYHBIX — HIKE, @ JI0JIS
HOHCEHC — caMo# Hu3koi (6,5 x 107) (puc. 1).

Ms1 mokazanu, 94TO BEPOSITHOCTh TOTO, UYTO B
JAHHOM caiite OyaeT monMuMopQH3M OmpeesieH-
HOTO THUIIA, OTPULIATEIBHO KOPPEIUPYET C BpeEl-
HOCTBIO 3TOH KOHKPETHOU 3aMEHBI B 3TOM CaiTe.
DTa CBS3b MO3BOJSET OIEHUTh OTHOCHUTEIBHYIO
BPEAHOCTh MyTaluii. B KauecTBe TOUKM oTCUeTa
MBI B3sUIM HOHCEHC-MYyTallMK Kak HauboJiee Bpe/l-
Hele. Eciu ux Bpeanocts npuHATh 3a 100 %, ToO
CpenHssl OTHOCUTENbHAS BPEAHOCTh IOHTHUPYIO-
mmx myramuit Oymet 21 %, MucceHc-mytanuii —
12 %. UnTepecHo, 4TO BPEIHOCTh PalUKaIbHBIX
(17 %) n xouncepBatuBHBIX (4 %) MHUCCEHC-MyTa-
Ui pasnuyaercs 6ojiee ueM B TpH pasa. K ceoemy
YAUBJICHUIO, MBI HAIITH, YTO CHHOHUMUYHBIC 3a-
MEHBI 110 BpeHOCTH (3 %) 0ueHb CX0KHU C KOHCEP-
BaTHBHBIMU MHCCEHC-MYTAIUSIMHU.

%
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MsI Takke OOHApPYKWIH, YTO BPEIHOCTh MY-
Talui, HAPYIIAIONUX CIUIAaHCHHT, COCTaBIsAET
npumepHo 50 % BpeIHOCTH HOHCEHC-MYTAIlHi.
BeposiTHO, 4TO BpeIHOCTh CHHOHUMHUYHBIX 3aMEH
OMpeNessIieTCs TEM, YTO CPEAU HUX BCTPEUAIOTCS
MyTaIluu, KOTOPbIC HapylIarT crutaiicuar. OHu
PAaCIIONIOKEHBI JIN0O B CaliTax, MPUIIETAOIIHX K IK-
30H-HHTPOHHOH TPaHHUIle, THOO0 B TaK HA3bIBAEMBIX
SK30HHBIX YCHUJIUTENSAX CIUIaiiCMHra. DK30HHbIE
YCUJIMTEINN CTUTACHHTA — 3TO KOPOTKHE TIOCIIEO-
BaTeJbHOCTHU U3 5—7 HykieotuaoB (Cartegni et al.,
2003; Fairbrother ef al., 2004). OHu Ba)KHBI 15
OITO3HABaHUs JK30HA CINIAMCHHIOBOM MAIIIMHOM.
Ecnu B pesynbsrare MyTaruu, B TOM 4HCIIE H CH-
HOHMMHWYHOH, HapyIIeHa MOCIIe0BaTeIbHOCTh B
9K30HHOM yCHIJTUTENIE CTUTAHCHHTA, TO IK30H MOYKET
ObITh He pacrio3HaH u He BKitoueH B MPHK (Gorlov
et al.,2003; Jin, Cote 2004; Carlini, Genut, 2000).
Hpyroii Bpensbiit 3pPeKT CHHOHUMUYHBIX 3aMEH
MOKET 3aKITI0YaThCS B HEOOXOIUMOCTH JIJIS1 KIIETKH
BOBJIIEKaTh OoJiee peaKyto TpancopTayto PHK, aro
3amemysieT cuaTe3 oenka (Polony et al., 2003).

Takum 00pa3oM, MbI TIPEATIONIAraeM, 4T0, XOTs
OOJIBIIMHCTBO CHHOHUMHUYHBIX 3aMEH HEUTPAJIbHBI,
HEKOTOpas JIoJisl X OYCHb BPEJIHA — CPaBHUMA C
HOHCEHC-MYTaIlUsIMU, U 3TO JIAeT CPETHIOI0 BpeI-

Log
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0,0
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Puc. 1. Habironaemeie 1 okuaeMble JOJN Pa3IHYHBIX TUIIOB TOYKOBBIX MYTAIH B TCHOME UCIOBEKA.

a — Habmrogaemble (4epHblil) u oxugaeMsle (cepslit) nomu SNP. OxunaeMble 1onu ObUIH HONMYYEHBI HA OCHOBAaHUU HYJICBOH
THIIOTE3bI O TOM, YTO HET Pa3IM4uil B cuiie 0TOOpa MPOTHB Pa3HBIX THIIOB TOYKOBBIX MyTaluii; 0 — jgorapudM OTHOIIEHUS
HaOmogaeMoi Kk oxxugaeMoit foine SNP. TopH3oHTanbHas IyHKTHPHAS JIMHHUS COOTBETCTBYET OTHOLICHHIO, OKHIAEMOMY HPH

HYJIEBOM THUIIOTE3E.
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HOCTB Nopsiika 3 % OT BpEAHOCTH HOHCEHC-MYyTa-
. UHTepecHo niepeBecTy Hallli OTHOCUTEIIbHEIE
OIIEHKH B a0CONIOTHEIE. J[J1s 3TOTO Hy»>)Ha HH(OP-
MAIIHs 10 a0COTIOTHOM BPEIHOCTH XOTSI OBI OTHOM
13 KaTeropuil 3aMeH. Mbl MOKEM IPEIION0KUTb,
YTO HOHCEHC-MYyTAallMHd BCErna BEAyT K IOTepe
¢byHKIMH Oenka. DKCIIEPUMEHTHI Ha APOXIKAX U
HEMaToZe MokKasajiu, 4To ToJbko 10 % reHoB siB-
JISTIOTCS HACTOIBKO BOKHBIMU, YTO MX UCKITIOYCHUE
n3 renoma netanpHo (Kamath ef al., 2003; Conant,
Wagner, 2004; Segre et al., 2005). Eciu npexamno-
JIOXKUTH, YTO 3TO K€ BEPHO U JUI YeJoBeKa, TO
MOYKHO CKa3aTh, 4YTO CPE/IHSS BPETHOCTh MyTalUH,
CBSI3aHHOM C TIOJTHOM TOTepe OeIKOBOH (ByHKITUH,
Oyzner okosto 10 %. Torna Hamm OTHOCHUTENbHBIE
OIIEHKH MOKHO TTIEPEBECTH B aOCOJIOTHBIE, IIPOCTO
pasznenuB ux Ha 10. MBI MOKEM TakXke OIEHUTH
MYTALMOHHBIH IPY3, CBA3aHHBINA C HATMYUEM [10JIN-
Mophu3Ma 1o MucceHc-MyTauusiM. CpeaHsist 4acTo-
Ta MyTaHTHOTO (0oJiee penKoro) BapuaHTa [
MHUCCEHC-MYTallui B YEIOBEYECKHX MOIMYISAIUIX
cocrasinsieT okoio 10 %. B 6aze manabix dbSNP
ecTh ma"Heie 0 = 10 TBIC. MUCCEHC-MYTAITUAX.
DTO 03HAYAET, YTO CPETHUI HHIUBUAYYM TE€TEpPO-
3UroreH no 1 Teic. MmyTtanuii. Hamomunm, uro, no
HaIllMM OIIEHKaM, BPEIHOCTb MHCCEHC-MYTaIlHi
cocrasiseT 12 % BpPeIHOCTH HOHCEHC-MYTALUH.
Ecnn mo ananoruu ¢ JaHHBIME, MTOTYYEHHBIMHU B
IKCIIEPUMEHTAX Ha Apo30duiie, JTahHUN U JIp., MbI
NpUMEM, YTO CpenHUi K0d()OUIHEHT JOMUHUPO-
BaHus cocTasiseT 0,1, To 3TO 03HAYAET, UTO CPE-
HUU YeloBeK HeceT 1—2 neTanbHbIX SKBUBAJICHTA
TOJIBKO IO MHCCEHC-MYTaIusIM. JTOT abCypaHbIT
pe3ynbTaT MOKa3bIBaeT, YTO peajibHasi BPEAHOCTh
MOJUMOP(HBIX MUCCEHC-MYTAIUI JOJKHA OBITh
3HAYUTEIBHO HU)KE, YEM CpPEeJHEreHOMHas BpPE/l-
HOCTh MUCCEHC-MYTalHH.

MpI Takke MOKEM OICHUTh CpeHee TaJleHHue
JKU3HECTIOCOOHOCTH B KaXKIOM TIOKOJICHHH H3-32
mytarmit. Cpenmsist vactora MytupoBanus 2 105, B
reHOMe YesioBeKa CyIiecTByeT ~ 7,5 -107 moTeHIu-
aJIbHBIX CATOB MUCCEHC-MyTalui. Takum o0pasom,
B Ka)/IOM IOKOJIEHHH Ha OJIMH T'€HOM BO3HHUKAET
~ 1,5 muccenc-mytanuii. [lockonbky cpenHsis Bpea-
HOCTb MUCCEHC-MyTauuu B rereposurore ~ 0,002,
TO TIaJIeHNE KU3HECTIOCOOHOCTH M3-3a MyTalllil Ha
OJTHO TIOKOJICHUE JIOJDKHO OBITh MPHOIU3UTEIHEHO
1 %. Ecnu crona sxe 006aBUTh MaieHNE KU3HECTIO-
COOHOCTH, CBSI3aHHOE C HOHCEHC, ATOHTUPYIOIIUMHU
Y CHHOHMMHYHBIMHA MYTAIlUSIMHU, TO CyMMapHOE

Ta/ICHUE KU3HECIIOCOOHOCTH COCTaBUT 2—3 %. DTO
03HAYaeT, YTO MyTAIMOHHBIN TPY3 WM IOTEPH, BbI-
3BaHHBIC HOBBIMH MYTAITUSIMU B KOJUPYIOIIHAX Paio-
HaX, COCTaBJISIFOT HECKOJIBKO IPOLIEHTOB. PeanbHbli
0TOOp MPOTHUB 3UTOT U OTOOP J0 PEIPOITYKTHBHOTO
MIepHOo/Ia B IIEJIOM TOPa30 MHTCHCUBHEE B YEJIOBE-
YeCKUX monyIsiusix (10 50 %, coriacHo OoleHKam
Wells, Delhanty (2000)), uTo 06ycioBiieHO B 60ITb-
IO Mepe XPOMOCOMHOM HeCcOaTaHCHPOBAHHOCTEHIO.
Taxum 06pa3oM, BKJIa]] HOBBIX TOYKOBBIX MYTaITHi
B UCJIOBEUECKYIO CMEPTHOCTh JI0 PETIPOTYKTHBHOTO
TIePHO/Ia CPABHUTEIILHO HEBEIHK.

B sTtom kopoTkoM 0030pe MBI MOTBITATUCH
T0Ka3aTh, YTO B HEJABHEH YEIIOBEYECKON HUCTOPUH
neiicTBoBa oTOOp 1Mo MHOTMM TeHaM. 1o remam,
BOBJICUCHHBIM BO B3aMOICHCTBHE XO3IMH—TIApa3HT,
WA TeHaM UMMYHHOT'O OTBETa JIBHKYILUE OTOOD
HE SIBJISICTCS CICIUPUUSCKUM IS YeJI0BeKa — OH
JIEHCTBYET Y MHOTUX BHJOB. MyTallyii B IPyTUx
T€HaX OTHOCSITCS K 3BOJTIOIIUH YEPT, KOTOPBIE OTIIU-
YaroT YeJI0BEKa OT €T0 ONIMKANIITINX SBOIOIIMOHHBIX
POICTBEHHUKOB. B 001116M, BOIIPOC O TOM, CKOJTEKO
HYKHO MyTaIlHii, YTOOBI «13 00€3bsIHBI CCATh Ye-
JIOBEKAy, OCTACTCs OTKPBITHIM. HekoTophie aBTOPHI
CKJIOHHBI JyMaTh, YTO BCETO HECKOIBKO KITFOUEBBIX
MyTaI¥id JABUT M YeJIOBEUECKYIO IBOIOIHIO. Jlpy-
THe aBTOPHI IPEAIOIAraroT, YTO UX OBUIA COTHU U
JIKE THICSYH.
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Summary

One of the most interesting findings resulting from sequencing chimpanzee genome was its similarity with
human genome: the sequence is identical in 30 % of the genes. More than 99 % of coding sequences are the same,
and genes in which variation exists differ usually by 1-2 amino acid substitutions. This similarity suggested that
changes in gene regulation rather than sequence played the most important role in human evolution. However, some
recent studies show that evolution of sequences, too, was very important in evolution of humans. In genes such
as FOXP?2 or microcephalin, few (1-2) amino acid substitutions in an important protein appeared to be enough to
change its function and lead to substantial phenotypic effects. This work is a short review of studies of genes that
underwent recent changes during human evolution. We also present our own estimates of harmfulness of different
types of mutations in coding regions of human genome, based on an analysis of existing polymorphisms. In general,
this work presents evidence of recent rapid molecular evolution in the course of anthropogenesis. An analysis of
polymorphisms suggests presence of selection in contemporary human populations.





