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HacneacrBeHHOCTb

HaBepHoe, KaKbIii UeloBeK XO0UeT ObITh CUaCTIMUBbIM,
310poBbIM U GoraTeiM. [To KpaitHeil Mepe, IBa mep-
BBIX IIPM3HAKA B OIIPe/ie/IeHHO Mepe 3aBUCST OT 2eHO8.
OTrpoMHbIIi IPOPBIB B IOHMMAaHUM TOTO, KaK yHac/aemo-
BaHHbIe OT POJUTeeli reHbl BAUSIOT Ha popMupoBaHye
busmyecknx M MCUXOIOTUYECKUX OCOOEHHOCTel Yelo-
Beka, NMPoM30IleN 3a MocaefHee NecsiTuieTne Graropa-
Ps1 OTKPBITUSIM, COeNaHHbIM IIPU MCCIeOBaHUM TeHoMa
yeji0BeKa.

HayuHblIi1 TpoekT «eHom uenosexa» 61 HauatT B CIIA
B 1988 r. o unuMIMaTuBe gaypeata HobeneBCKo mpemMun
Ilxeiimca YoTcoHa, a B Poccun — B 1989 1. mo mHuIMa-
TUBe akajeMuka AjnekcaHzapa AnekcaHapoBuuya bBaesa.
MexIyHapOooHYI0 HayuyHyl0 nporpammy «[eHOM ueso-
BeKka» CPaBHMBAIOT IO MaclITabaM GMHAHCUPOBAHUS C
KOCMMYECKMMM MPOeKTaMM, a [10 HayYHOM 3HaUMMOCTU
IJ1s1 6MONIOTUM — C OTKPBITMEM MepUOSMIECcKOro 3aKoHa
o5t xummn. K HacTosiieMy BpeMeH) IIPOYTEHbI TeHOMBbI
JleCSITKOB ThICSY Jtofiell. I ecsiy epBbIii FeHOM 4esloBeK
6bU1 IpouTeH 3a 10 J1eT, To cejtuac 3a cueT MOSIBIeHMSI HO-
BbIX PMOOPOB 1 TEXHOJIOTHUII TAKOE ITPOUTEeHMe 3aHMMa-
€T HeCKOJIbKO JTHe.

OTKpBITUSI TEHETUKOB NOCTOSIHHO IIPUBJIEKAOT BHU-
MaHMe npecchl 1 obuiectBa. OfHAKO OMpeneneHye mos-
HOJI IOC/IefOBaTeIbHOCTY HYKJIEOTHUIOB IeHOMa 4Yelo-
BeKa Ha3bIBalOT TO 'MTAHTCKMM HayYHbIM IIPOPBIBOM, TO
YJCTO KOMMepUeCKOii akuyeit, KOTopast He MMeeT IIpaK-
TUYECKOTO 3HAUeHMsl IJisi GONbLUIMHCTBA Jofeit. B uem
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5Ke CMBICJT TTOTyYeHHO MHMOpMaIMu 1 YeM OHa MOKeT
OBITH 110JIe3Ha?

Y10 Takoe ren?

HacnencrBeHHYI0 MHGOPMAIMIO MOXHO CPaBHUTD
C TEeKCTOM, 3alMCAaHHBIM MOJIEKYISIPHBIMM OyKBAMMI.
Ha3pIBaloTcsl reHeTuYeckue «OYKBbI» HyKJIeomuoamu,
TO eCTb MOJIEKYJIaMM U3 siApa KIETKM (OT JATUHCKOTO
CJIOBA <«HYKJIEYC» — «SIAPO»). Bcero «GykB» B reHeTuye-
ckoM anaBuTe YeThIpe —
A (apenuH), I' (ryaHuH),
T (tvumuH) U L] (UMTO3UH).
Kaxkmast Takas «OykBa»
COCTOMUT M3  HECKOJb-
KMX [JIeCSITKOB  aTOMOB.

B renax 3anucad obuuii nna
pa3BUTUA OpraHM3Ma, a TaKxKe
NHGOPMALMA 0 MHOXECTBE MH-
JVMBUAYANbHBIX Pa3NUYui.

HykneoTuabl coenuMHeHbI
B JJIMHHbBIE I€NOYKM, COCTaBJsitone monekynabl ITHK.
B nonHom Habope mosnekyn JJHK udenoBeka 3 musuimap-
la OYKB-HYKJIEOTUIOB, OHM HECYT MH(GOPMALMIO O MPOo-
rpaMMe pa3BUTHUS OpraHMsma. B 3Toi 3ammcyu MOXKHO
PasIMUUTD OTHETbHbIE «C/IOBA» — 2eHbl (OT TPeY. «2eHOC» —
MIPOUCXOKIOEHUE).

I'en — 310 yyactok [JHK, cBSI3aHHBIN C pa3BUTUEM TOTO
WJIM MHOTO MpY3HaKa (11BeTa IJ1a3, IPYIITbl KPOBU, YPOBHS
Pa3sBUTUS HEKOTOPBIX CIIOCOGHOCTE, IIpeipacIioNoKeH-
HOCTY K TEM UJIM MHBIM 3a60/ieBaHMSIM). B reHax 3ammcan
006111 TUTaH Pa3sBUTUSI OPTaHU3Ma, OTIPeIeISTIONIIi 0CO-
GEHHOCTM UejI0BeKa KaK OMOIO0rMYeckoro Biaa, a TakKe
MHGOPMaIMSI O MHOXECTBE WMHAMBUAYATbHBIX pasJiu-
ynii. [TocsienoBaTenbHOCTh HYKIEOTUAOB B T€HE KOAM-
pYeT Ioc/ae0BaTeIbHOCTb aMUHOKUCIIOT B Oesike. [Teper,
KOAVIPYIOIIIei MocIef0BaTeTbHOCTbI0 OOBIUHO HAXOSTCS
CUTHaJIbI, YKa3bIBaIOIIVe, KOTa U C KaKOVi MHTEeHCUBHO-
CTBIO JIOJDKEH paboTaTh JaHHBIA T'eH. DTU CUTHAJIbl Ha-
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3bIBAIOTCS pe2yisimopHbeimMu yuacmkamu. OHY BKIIOYAIOT
M BBIKJTIOUAIOT CO3JaHMe «paboumx KOMUii» XpaHSIencst
B «JIHK-apxuBe» reHeTmMyeckoii mHbopmanum, Heob-
XOIMMOJi KJIeTKe B HAHHBIM MoMeHT. ViHbopmaIms Ko-
nupyetcst ¢ IHK Ha monekynbsl PHK (prboHyK/I€EMHOBOI
KM1CnoThl). Momnexkynbl PHK mepexopsiT U3 s0pa KIeTku B
yumonnasmy I TaM y4acCTBYIOT B CMHTe3e Oeska. PasHble
BUbI MoeKys1 PHK 1 6€/IKOB KOHTPOIMPYIOT MHOKECTBO
MIPOIECCOB, 06eCIIeuMBaOIINX KU3Hb U PAOOTY KIETKIU.
V NpUMUTUBHBIX Opra-
HM3MOB, TaKMX KakK 0ak-
y e LE KUﬂMleﬂlﬂMe Tepuu, TeHbl 3aHMMAIOT
Tk e 0100 8090 % el G
. V 4yenoBeka Ha 6eNOK-KO-
YYaCTKM COAEPXAT MHDOPMALVI0 JWpYIONIMe YYACTKM TIPH-
0 TOM, KaK W B KakoM nopszke xomuTcs He Gomee 5 %

JAO0J/DKHBI BKYATLCA TEHDI. HYKIEOTUIHBIX TIOCIEN0-

BaTesibHOCTEN. OCTa/libHbIE
yuactku JJHK comepykaT MHGOPMALMIO O TOM, KaK U
B KaKOM TOPSIAKe JOJIKHbBI BK/IIOUaThCs TeHbl. Eciu cpaB-
HuTh JTHK ¢ KHUTOIE, TO 3TO 6GbIa GBI OUeHb HEOOBIUHAS
KHUra. Kaskapie 95 cTpaHull cogepskaay 6bl MHCTPYKIINIO
0 TOM, Kak UMTaTh cienymomue 5. Takas crpykrypa JHK
HeoOXoAMMa IJIs1 IOAAePsKaHNs COTJIAaCOBAHHO paboThI
reHOB B MIJUTMApAax pasaMuHbIX KJIeTOK Tesa.

COBOKYITHOCTb BCEX T€HOB ¥ MEXTeHHbIX M0C/IeloBa-
TeJIbHOCTeli HYKJIeOTUIO0B Ha3bIBAeTCS 2eHOMOM. ODTOT
TepMMUH 0603HAYAET ¥ TeHOM OTHEeIbHOTO UeloBeKa, U
T€HOM UeJIoBeKa KaK 0MoIorn4eckoro syuma. Ooiee umc-
JIO TEHOB B reHOMe YeJIOBeKa — OKOJIO 25 ThICcsu.

Kaxkaplit TeH cBSI3aH ¢ GOPMMPOBAHMEM OTHOTO MU
HECKOJbKUX NPU3Hakoe — 1Beta rnas, Gopmsl HOCA, 0CO-
GeHHOCTel i 06MeHa BeIeCcTB, TPYIIbl KPOBU U MHOTUX
Ipyrux. IIpusHak MOXeT MMeTb HeCKOIbKO COCTOSTHUIA.
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Hampumep, 1BET I71a3 MOXKET ObITh KapuM, CEPbIM MU
rOJTy6bIM, BOJIOCHI MOTYT ObITh BbIOLIIMMMCS, BOTHUCTBI-
MU WIN IIPAMBIMU U T. 1. Pa3nuuHble COCTOSIHUS reHa,
COOTBETCTBYIOIME DPa3IMYHBIM COCTOSIHMSIM IpU3HAaKa,
Ha3bIBAIOTCS alenamu (COKpallleHne TepMIUHa «aismep-
HamueHole (popMbl»). SICHO, UTO U3 BCETO CYIECTBYIOIIETO
y JIIOfieii MHOTOOOpa3ust ajiiesieii JaHHOTO reHa Ye0BeK
ToJlyyaeT OT CBOMX POJUTeENell BCero Asa — OAUH OT Ma-
Tepy, Apyroi ot orua. CoueTaHue KOHKDPETHBIX ajlle-
Jieii pa3HbIX 'e€HOB, YHAC/IeL0BaHHOE YeJI0BEKOM OT ero
ponuTenei, Ha3bpIBAIOT 2eHOMUNOM. VIMEHHO TeHOTMUIT
OTpeiesisieT To, KakuM OyneT (peHomun — Habop BHELTHUX
MpU3HAKOB. LIBeT a3 win Gpopmy HOcCa OTHOCSIT K MOD-
donmornueckum (0T cnoBa mMoppa — Gopma) mpu3HaAKaM.
B ocHOBe dhopmMupoBaHust MOP(OIOTHYECKUX TPU3HAKOB
JIeXXaT 6MOXMMMYECKMe TTPOLIECChI, TPOoTeKarIe B Ka-
KO KineTke. Hampumep, 1BeT 11a3 CBSI3aH C HAIMYMEM
OTIpeIe/IEHHOTO MUTMEHTa B KJIeTKAaX PamysKHOil 060-
nouky. Hanuume mmurMeHTa SIBJSIETCS 6]/[0XI/[MI/I‘-I€CKI/[M
MMPpU3HAKOM. K 6I/IOXI/IMI/IquKI/IM Nnpu3HakKaM OTHOCUTCH
Y TpyIIIIa KPOBU.

XpoMocoMbl, reHbl U MyTaLum

[Tepen, nenenviem knetku mosnekynsl JJHK ynBamBaior-
Csl, ¥ IouepHMe KJIeTKU IOAy4YaloT TOUHYIO KOIMIO TOTO
Habopa TeHOB, KOTOPbIN ObLT Y POAUTENBCKON KIIETKM.
YTOO6BI IJIMHHBIE MOJIEKY/IbI HE 3aIyTaauCh, OHU CBEP-
HYThI B 60jiee IJIOTHbIE CTPYKTYPbI, HA3bIBA€MbIE XPO-
MocoMamu (puc. 1). Kaxxmasi xpomocoma COIEep>KUT OGHY
JIMHelHYI0 MoseKkymy JTHK, mommepskiuBaeMyro 6enkaMu.
V yenoBeKa BO BCeX KJIETKax, KpOMe IOJIOBbIX, MUMeeTCsI
46 xpomocom, unu 23 napbl. OmHY 13 XPOMOCOM KaXKI 0l
mapsl pe6eHOK IoTyyaeT OT MaTepu, BTOPYIO — OT OTIIA.
VIMEHHO MO3TOMY OH MTOXOK Ha 060X POIUTENEA.
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NN/

JHK

[HK HamoTaHa
Ha 6eNKoBble
«BYCUHbI»

KomnaktHas
yKnagka «6ycuH»,
Ha3blBaemas
XPOMaTUHOBbIM
BOJIOKHOM

Metnun
XPOMaTUHOBOIO
BOJIOKHA

Yknagka netenb
B XpOMOCOMe

Xpomocoma
Ha OHOW U3 CTaauM
NeNeHns KNeTku

Pue. 1. Yxnaaka IHK B xpomocome

ITonHbIi HA6OP XPOMOCOM B SIAPE KIETKN Ha3hIBaeTCs
Kapuomunom (OT rPeuecKux CJIOB KApUOH — SIAPO U mu-
noc — OTIevaTok). XpoMOCOMbI HYMEePYIOT 110 pa3mepy —
rmapa cambIx GOBIINX MTOMy4YnIia HoMep 1, cienyromas —
HOMep 2 U Tak [0 22-7 mapbl. XpOMOCOMBI 23-ii Maphl
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Ha3bIBAIOT 10/108bIMU, B OTIIVYME OT OCTAIbHbIX, HAa3bIBA-
eMBbIX aymocomamu. Y SKeHIMH XPOMOCOMbBI 3TOH Tapsbl
00603HavaIOT IATMHCKO# 6YKBOI X (UKC). A BOT Y MY>KUMH
XPOMOCOMBI 3TOJi TIapbl pasHbIe — OHA TaKas ke, KaK y
SKeHIIVH, X-XpOMOCOMa, a BTOpasi, MEHbINas 110 pasme-
py, o60o3HavaeTcst 6ykBoii Y (uzpex). B TMOIOBBIX KieT-
Kax — SILIeK/IeTKaX ¥ CIePMaTO30MAax — COMEPSKUTCS
M0 OJTHOY XPOMOCOME M3 KaXKIOii Mapbl, TO €CTh BCETO
23 xpomocoMbl. Takoit Ha60p XPOMOCOM Ha3bIBAETCS 2a-
NJI0UOHBIM, B OTJINYME OT QUNJI0UOH020 HaGOpa OCTAIbHBIX
(comaTnyecKknx) KiIeToK.

Bo BpeMsI ienieHus, TpeIIecTBYIONIEro 06pa3oBaHNIO
SAIEKIeTKM MM CIIePMAaTo301aa, Kaskaas XpOMOCO-
Ma HaxOIUT CBOIO Mapy U IUIOTHO MPWKMMAETCsT K HE.
3areM XpOMOCOMbI 0GMEHMBAIOTCST BparMeHTaMu IPYT C
IIPYTOM ¥ PAaCXOZSITCS 10 00Pa3yOIIMMCS TIPU [eTeHUN
KJ1eTkam (puc. 2).

12345678

== = ——

12345678

— 12345678
G
12345678 12345678

ST ===

12345678

Pue. 2. PexoMbrHaLys — 0BMEH YacTAMM TOMOIOMYHbIX XpOMOCOM
nepes 06D330B3HVIEM M10/10BbIX K/ETOK

[TopsiAOK TEHOB MPY 3TOM He U3MEeHSeTCs. DTOT MPO-
1lecc HasbIiBaeTcs pekomoOuHayueii. Eciu 6bl He OBLIO
peKoMOMHAIMM, TO Pe6EHOK TOayYaa ObI OT POIUTENS
[eTMKOM KayKITyI0 XpPOMOCOMY, TIOTYYeHHYIO TEM, B CBOIO
ouepe[ib, OT er0 POJUTEIEN, TO eCTh OT 6a6YIIKY U Je-
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OyIIKY. M3-3a peKoMOMHAIMY 6abyIIKMHBI TeHbI KaxkK-
0¥ XpOMOCOMBI IMepeMeINBATCS € AeIYIIKUHBIMU, U
y pe6eHKa IMpOoSIBJISIIOTCS HOBbIE COUETAHMS MTPU3HAKOB.
He y4acTBYIOT B peKOMOMHAIMM TOJIbKO IOJIOBBIE XPO-
MOCOMBI MY)KUMH, TaK 4TO Y-XpOMOCOMa IleperaeTcsi OT
OTIIa K ChIHY M3 TMOKOJeHUS B MOKOJeHMe TTOUTU Heus-
MEHHOIA.

[pu cIUMSTHUY SLIEKIETKM CO CITIEpMaTO30MI0M 00pa-
3yeTCs 3apofblleBasi KIeTKa, coaepykaliasi 4BOMHON (ou-
TJIOUIHBIN) HA6OP XPOMO-
COM — TaKoOii, Kakoit 6ymer
Jlajiee BOCIIPOM3BOIUTHCS
BO BCeX KJIeTKaX OpraHu3-
Ma, KOTOpPbIi Pa3OBbETCS
u3 3apoppiia. B MomMeHT

lotomcTBY OT poauTeneii nepe-
AATCs  TOMbKO T  MyTauuu,
KOTOpbIE MOSIBUAMCH B MONOBBIX
KneTKax.

OIJIONOTBOPEHMS Olpese-
JISIeTCST HaC/IeAcTBeHHAast MH(pOopMalusi, KOTOPYIO MoTyJa-
€T yeJIoBeK. B TeueHme Bceit ero skM3HM oHa OyIeT MouTu
6e3 M3MEHEeHMI TIePenyChIBAThCS MTPYU KAXKIOM JIeTIeHUn
KJIeTOK ero Tena. JIuuip uspenka npu KONUPOBaHUM HY-
KJI€OTUHBIX TEKCTOB IMPOUCXOMST OUIMOKM, HArpuMep
BMECTO OIHOIO HYKJIeOTMIa B IllellOYke OKa3bIBaeTCs
npyroii, dparment [JHK TepsieTcst win MeHsIeT CBOe I0-
JIO)KeHMe B reHOMe, a MHOT/A TOSIBJISIIOTCS BCTaBKU, KO-
TOPBIX He ObUIO B MCXOZHOM TeKcTe. Takue M3MeHeHMs,
Ha3bIBaeMble Mymayusmu, MOTYT IIPUBECTU K U3MEHeHU-
SIM CTPYKTYPBI 6€JIKa VJIM PETYISITOPHBIX YIaCTKOB F€HOB,
rMOeIbHBIM [JI51 KJIeTKHA.

MyTauum, feiicTBue KOTOPBIX IPOSIBISIETCS MPU U3-
MeHeHUM ONHOrO reHa (TOrZa Kak BTOPOI MapHBIM reH
0CTaeTCcsl HOPMasbHBIM), Ha3bIBAIOTCS JOMUHAHMHBIMU.
Ecnu ke MmyTanys posiBisieTCst TOAbKO TOra, KOTAa Mpu-
CYTCTBYET B 00eMX KOIMSX reHa, OHa Ha3bIBAeTCs peyec-
cueHoll. TIoTOMCTBY mepenarTCs TOIbKO MyTalUu, MO0-
SIBUBILMECS B [TOJIOBBIX KJIeTKaxX. B comaTnueckux KieTkax
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Ha IPOTSXKEHUU JKU3HM TOXKe HaKallJIMBAKTCI MYyTallViN,
KOTOpbIE MHOT/IA MOTYT CTaTh IPUYMHOI 60JI€3HI, HO OHU
TOTOMCTBY He TlepefaloTcs.

PaHbIlle CYMTAIOCH, YTO GOIBIIMHCTBO My TallMii Bpei-
HbI. DTO CBSI3aHO C TEM, YTO MMEHHO C TaKUX MyTaluii,
BBI3BIBAIOIIVX 3a60eBaHMs, ObLJIO HAYaTO M3y4YEHMUE
reHeTMYeCKUX XapaKTepUCTUK uesnoBeka. Ho ceituac,
KOorga TeHeTUKM HaYUYMJINUChb 4YUNTaTb HYKIEOTUIHbIE
TEKCTbI, CTAJ0 SICHO, UTO 3HAUMTESbHAs YacTb MyTa-
LM HUKAK He TIPOSIBJISIET-
Csl — OHUM HEeNTpasibHbI, TO
€CTb He OKa3bIBalOT KaKo-
ro-ambo TOJe3HOTO WU
BPEeIHOTO BIMSIHUSI Ha UX
obnamaTenss ¥ He TOABEP-
SKEHbI [JI€MCTBUIO OTOOpA.
Pas mosBMBIINCH, TaKue
MyTaluy IepelaTcs U3
TOKOJIEHUsI B TIOKOJIeHMe.
BonpmumHCTBO BpeIHbIX

Mpeobnagawmwas yactb Bpej-
HbIX MyTaLyii 0TCenBaeTcs 0T60-
POM: UX HOCUTENIN HE BbIXWBAT
WNM HE OCTaBNSHT MOTOMCTBA.
CnaboBpeaHble  MyTauuu, He
0YeHb CUNbHO CKa3blBaWLMECS
Ha XW3HECMOCOOHOCTH, COXpa-
HAKTCS HAa NPOTSXKEHUM MHOIMX
NOKONEHUAA.

MyTaluii, BeAymmux K rpy-
ObIM HaPYIIEHVSIM Pa3BUTHSI, OTCEMBAIOTCS OTOOPOM — UX
HOCUTENIM He BbDKMBAIOT MM HE OCTaBJISIIOT ITOTOMCTBA.
CnabGoBpeHbIe MYTallVi, He OYeHb CUJIbHO CKa3bIBalo-
IIMecs: Ha JKM3HECIIOCOOHOCTM, MOTYT COXPaHSThCS Ha
MPOTSIPKEHUM MHOTMX TIOKOJIEHUIA.

BobIIMHCTBO HacAeoCTBeHHbBIX 3a00/eBaHMit CBsI3a-
HbI C JaBHO BO3HUKIIMMM MYTalUSIMMNU. O,E[HaKO HEeKOTO-
pble U3 HUX BBI3BIBAIOTCS MYTALMSIMU, BOSHUKIIUMU Y
OIHOTO M3 poauTeneit 6oapHOr0. Cpeay HUX Haubosee
u3BecTeH cuHApoM [JlayHa. [Tpu Gonesuu JlayHa Hapy-
IIeHue BBbI3BIBAETCSI MPUCYTCTBMEM JIMIITHEH XPOMOCO-
Mbl 21. Takoe coCTOsIHME, KOTZa BMECTO Mapbl XPOMOCOM
TIPUCYTCTBYET Cpa3y TpU, HasbiBaeTcsl Tpucommeii. OHO
BO3HMKAaeT B pe3y/bTaTe HepacxXosKAeHMs XPOMOCOM ITpU
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06pa30BaHMM TIOJIOBBIX KJIETOK Yy OZHOTO U3 POJUTENEIA.
W3 436 u3ydeHHBIX CJIydaeB TPMCOMMUM 10 XpoMocome 21
B 93 % HepacxoxAeHNe XpOMOCOM BO3HMKIIO Y MaTepu.
V KeHIIVH crapiie 42 JeT 0KOJIO TpeTu 3apUKCUPOBaH-
HbIX 6epeMeHHOCTel TPUBOAST K TPUCOMUU Y SMOPMOHA
110 Pas3aMYHbIM XpPOMOCOMAaM (YacCTh U3 HUX CIIOHTaHHO
TIpepbIBaeTCs M3-3a HapylleHnii pa3BUTUS TUI0fA), TOTAA
KaK JJIsl SKeHIMH Mmutaaiie 30 JieT gost SMOPUOHOB-TPU-
COMMKOB — MeHee 5 %.

O6bsicHeHMsT 9TOMY (DeHOMEHY HeT. JIOTMUHO ObIJI0 ObI
MIPeIIONIOKUTD, UYTO C BO3PACTOM UMCJIO HAKOIIJIEHHBIX B
TIOJIOBBIX KJIeTKaX MyTalMii yBeIMYMBaeTCs Y MYKUMHBI.
V Hero HOBbIE TIOJIOBbIE KIETKM — CIIeEPMaTO30MAbI — 06-
pasyloTcsl Ha MPOTSKEHUM BCeil ero >KM3HM, TOrga Kak
SIATIEKIIeTKY, TIOJIOBbIE KIETKM JKEeHIIVHBI, 00Pa3yioTCs
TOJIbKO B SMOPUMOHATbHBII TIepUOf, (puc. 3).

nepeuYHasn

nepeuyHasn
nonosas Knetka

nonosas Knetka

22 fenenus
30 gene- (MuT03)
HHit (MUTO3)

CTBONIOBbIE
KNeTKI
nensres P

ka»gumev - 2 [ienenus \o ny6eprart
16 axeit — (meii03)

4 nenenus T”gj?:ﬁ: bie
(wiro3) fAWLeKNeTKa

2 penenust
(meito3)

cnepmaTto3ouabl Q\\Q\

Puc. 3. Yucno zeneHuii nonoBbIX KNETOK Y YeN0BeKa.
JIng cnepMaro301z08 Y4C0 MPOALEHHbIX ENEHMI BO3pacTaeT
B TEYEHWE BCEI1 XM3HN MYXYWHbI — 0T 35 eneHuii B Boapacte 15 et
10 6onee 800 k 50 rogam. Yucno aeneHuit Anq Boex SLEKNEToK
0/IMHAK0BO, HO OH Pa3NINYIOTCS BPEMEHEM, POBEAEHHbIM
B «3aCTbIBLLEM» COCTOAHUM NEPe; BTOPbIM JEeHIeM Meii03a

12

HacneacTBeHHOCTb



[Ijst 9TOrO TepBUYHAS TI0JOBasi KJIeTKa >KeHCKOTO
SMOpMOHA MPOXOAUT 22 HeeHus, KOTOpble He OTInva-
IOTCS IIO TUITY OeJI€HMS OT COMaTUMYECKUX KJIETOK. Hp]/[
TaKOM TUIIe [e/IeHNs, Ha3bIBaeMOM MUMO30M, UUCIIO
XPOMOCOM B MCXOJHO KJI€TKe U B IBYX HOBBIX, 06pa3o-
BaBIIMXCST TIPU AeNeHUM, OJHO U TO Ke — OUIUIOUIHOE.
TMocnenHue nBa AejeHus, B pe3yabTaTe KOTOPbIX U 00pa-
3yeTcs sileKaeTKa, Ha3bIBaloTcs Mmetiosom. [Ipu meriose
BHOBb 00pa30BaHHas KJIeTKa IoyvyaeT rariouIHbIIi Ha-
60p XpOMOCOM, T. €. B IBa pa3a MeHbIIe, ueM GbIJIO B UC-
XO[HO KieTKe. [lepBoe IeneHyne Meiio3a BCex OYmymmx
SIALIEKIETOK HAUMHAETCS B MISITUMECSTUHOM SMOpUOHE, U
Ha 3TOM 3Tarlle OHMU «3aCThIBAIOT», He TIPOJ/IS TOCIeTHEr0
TesIeHNs, HeOOXOAMMOTrO JIJIS CO3PEBAHUST SMILIEKIETKMN.
ITo mocTukeHUM KEHIIMHONM BO3pacTa MOJI0OBOJ 3penoc-
T KaXKIbIii Mecs1] ogHa (M3penka — ABe uau Gosee) U3
«3arOTOBJIEHHBIX BIIPOK» SIAILIEKIETOK ITPOXOAUT BTOPOE
IeleHye Meifo3a ¥ CTAHOBUTCS CIIOCOOHO K OIUIOLOTBO-
peHuio.

OO6I11ee UMCIO JeNeHuit IS BCeX SMIeKIeTOK OIM-
HAaKOBO, TaK BCe OHU TIPOXOIST IO POKAEHMS, a TOCie
POKAEHMS TOJIBKO 3aBEPILNAETCS HauaThlii B SMOPMOHAIIb-
HbII TIepuog, Meiio3. BO3MOXKHO, [IJi T€X TUIIOB MyTaluit
¥ XpPOMOCOMHBIX HapyIIeH!, KOTOpbIe uallle BO3HUKAIOT
Y SKeHIIMHBI, BasKHA TTPOJIOJIKUTETbHOCTb BpeMeH !, KOTO-
poe XpOMOCOMBbI ITPOBOJSIT B «3aCThIBIIIEM» COCTOSTHUY IO
3aITycka HOBOTO JIeJIeHMs TIPY CO3PeBaHUM SIIEKIeTKM.

[I1s1 criepMuMeB YMCI0 MPOVAEHHBIX Je/leHNii BOo3pac-
TaeT B TeUeHMe BCe SKU3HM MyskuMHbI. Criepmun 15-yet-
HEero IHOIM mpouutn 35 menmenwnit, Kk 20 romam 4mciIo
MPOMIeHHbIX OeeHuii cocrasiser 150, a B Bo3pacre
50 et — 840. 3a 3TO BpeMs y HUMX HaKaIlIMBAKOTCS OHO-
HYK/IEOTU/THbIE 3aMeHbI, UTO ITPOSIBJISIETCS B TIOBBIIIEHUN
C BO3pacTOM OTIIa YaCTOThI POKIEHMSI OONTbHBIX IETENA.
Han6osee yacTbIM 3a060/1eBaHMEM TAKOT'O TUIIA SIBJISIETCS
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OVIH U3 BUJIOB KapJIMKOBOCTU — aXOHAPOTIasus (puc. 4).
AxoHpporiasusi Bctpevyaetcst y ogHoro u3 100000 Ho-
BOPOXXIOEHHDbIX. HpI/I‘IV[Ha ee — NOMMHAHTHas MyTalust
B TeHe pelienTopa ropmoHa pocra. Y 20% Takux mereit
OIMH U3 poauTesieil pebeHka Takxke 6ojeH, HO B 80%
CJTyyaeB aXOHJIPOIIa3usl BbI3bIBAeTCSI MyTallieli, BHOBb
BO3HUKIIE! y OTia pebeHKa, MpuUYeM OONbIINHCTBO
MYTaI_U/H'/J[ — MU3MEHEeHMe HYK/IIeOTHUada B OOHOM M TOM JKe
y4JacTKe reHa.

Yacrtora cuHapoma [layHa 1:12 OTHOCUTENbHaA YacToTa
Y HOBOPOK/AEHHbIX POXAEHUSA AeTel, 6OJIbHbIX
axoHaponna3suei (152 cnyvasn)

T T T T T T T
22 32 42 52

BO3pacT Matepu, net BO3pacT oTua, nert

Puc. 4. 3aB1cuMOCTb YacToTbI MyTaLMiA 0T BO3PACTa POAUTENEIA.
YacToTa poxaeHns AeTed ¢ cuHapoMom JlayHa yBenuumBaeTes
C BO3PACTOM MaTepH, a IETeiA G axOHAPOn/a3ueit — ¢ BO3PacToM 0TUA

Bone3HeTBOpHbIE MyTallMy B GOJBIIMHCTBE IPYTUX
TeHOB OGHApY)KMBAIOTCSI HAMHOTO peske, HO YacTOTa
TIOSIBJIEHUSI MHOTMX M3 HUX TaKke 3aBUCUT OT BO3pacTa
ponuTteneii. CpemHsISI MPOAOKATENbHOCTD SKU3HU Yesio-
BeKa TOMbKO B XX BeKe BBIPOC/IA B PA3BUTHIX CTPAHAX IO
70-80 sieT, 4O 3TOrO Ha IMPOTSHKEHUM BCeVi ero MCTOPUU
oHa He npeBbimana 40 net. Buaumo, noToMy «rapaHTuli-
HBI1 CPOK» PaBOThI PEMPOTYKTUBHON CUCTEMbBI He Tpe-
BBIIIIAET 3TOTO Mpejera.

14

HacneacTBeHHOCTb



YacroTa MmyTauuii ¢ IpyrMMM MeXaHu3MaMu I0sIBJIe-
HMSI He 3aBMCUT OT BO3PAcTa, XOTSI OHU TaKyKe MOTYT yallle
BO3HUKATb MPY 06pPA30BaHMM raMeT Y OZHOTO M3 IMOJIOB.
IIprMepoM TOMY CIYKUT TeMOGbuausi — TOHVKeHHas
CBEpPTHIBAEMOCTb KPOBM, KOTOpasi BCTPeUYaeTcs y MyK-
yMH ¢ yactortoi 1 : 6500, a y skenmuu — 1: 100000 000.
TeH dakropa CBepPTHIBAEMOCTM KPOBM HaxXOAMUTCS Ha
X-xpomocoMe, ¥ GOJIbHOV MYsKUMHA ITOJIydyaeT MyTaHT-
HBII TeH OT CBOEIl MaTepu, KOTOpasi, SIBJSISICh HOCUTE/b-
HUIIe MyTaluu, 300POBa, Tak KaK MMeeT HOPMaJIbHbIiA
reH Ha BTOPOJ X-XpoMOCoMe.

TeModmINs OAyINsIa MUPOKYIO U3BECTHOCTD B CBSI3U
C TeM, UTO 3TO 3a60JieBaHMe HABIIOIAI0Ch Y HECKOIBKUX
YJIeHOB KOPOJIEBCKUX Ce-
meli EBponbl. OHO Ipo-
CIeKMBAeTCsl 10 aHIINUii-
CKOJ1 KoposieBbI Bukropun
(1819-1901). Cama kopo-

«[apaHTHiiHbIl CPOK» PaboTbl pe-
MPOAYKTVBHOIA CUCTEMbI HE npe-
Bbiwaer 40 nier.

JjieBa Bukropus He cTpa-
nana 9TMM 3aboseBaHMeM, HO, SIBJSIICh HOCUTEbHULIEH
peleccuBHOrO reHa reModuanu, mepenana ero CBOMM
netsim. B 69 n3 70 HeaBHO IpOaHANIM3MPOBAHHBIX CITy-
yaeB reMoOuUaNM MaTepy 60IbHBIX YHACTEIOBAIN MYTa-
LIMI0 OT CBOErO OTIIA, He CTpajaBiiero remoduiueii. To
€CThb MyTAalMM BO3HUKAIM TPU 0Opa30BaHMM CliepMa-
TO301/I0B, IIPMUYEM YaCTOTa MyTMPOBAHMSI OT BO3pacTa
OTIIa He 3aBucesa.



MIPeBPaTUTCS B HEPBHYIO KIIETKY, JIEIKOLAT U SPUTPO-
LIAT — OTIPEMEISIeTCS] TeM, KaKye IPYIIIbl TeHOB paboTaioT
B 3TOI KjeTKe. BOJBIIMHCTBO T€HOB B KaXK[I0M KJIEeTKe
«MomuaT». Habop akTMBHBIX T€HOB Pa3MyuaeTcs B 3aBU-
CMMOCTM OT TUIIAa TKAaHU, MTepruoaa pa3BmuTuUs OpraHmnsMa,
IMMOJTYU€HHBIX BHEITHUX WMJIM BHYTPEHHUX CUT'HAJIOB.
ITocToSTHHO paboTaloT BO BCEX KJIETKAX (KPOME SPUTPO-
LIMTOB, KOTOpPbIE€ B ITpOIlecce CO3peBaHMs TEPSIOT SIAPO C
comepskauieiics B HuX JJHK) TO/bKO Tak Ha3bIBaeMble TeHbI
«JIOMAIITHET0  XO3SJCTBa».
JTO Te TreHbl, KOTOpbIE 3a-
HSTbl CUHTE30M KJIEeTOY-
HBIX CTPYKTYp, ITPOMU3BOJ-
CTBOM 3HEPIrUy, PEMOHTOM
monekynbl THK. 3aBenyor
«TIOMAITHUM XO3SIiICTBOM»
OKOJIO OJHONM TISITOI BCex
reHoB. OcTa/IbHbIE T€HBI pa-

«BKnioyenre» 1 «BbIKYEHne»
TEHOB PEry/MpylTcs Cnewuab-
HbIMU  MOC/EA0BATE/ILHOCTAMM,
PacroNoXEHHbIMA B Hayane w
B KOHLE reHa. Cyapba Kaxzoi
KNeTKV onpejenserca TeM, kakue
Tpynnbl TeHOB B Hei paboTaior.

60TalOT TOBKO B TEX KIIET-
KaxX " B Te Nepnoabl, KOrja X «BKIIIOYal0T» ITpeJHa3HaYeH-
HbIe JJI1 HUX CUTHasIbl. Harpumep, reHbl 060HSITeTbHBIX
PENenTOPOB PabOTAIOT B KJIETKAX 0O0HSTETbHBIX TyKOBUII,
TIpUUeM B K&KI0¥ KJIeTKe paboTaeT OMMH U3 THICSTUM T€HOB
9TOrO THIIA. Tak UTO KIeTKa CIIOCOOHA PACIO3HABATD TOJb-
KO T€ KOMITOHEHTBHI 3a11axa, Ha KOTOPbIE «HAIe/IeH» CUHTe-
3MpyeMblii B Heli perienTop. CieKTpbl TeHOB, Pab0TaIOIINX
B KJIETKAX Pa3HOii CIeMaIn3auy — OOOHSTETbHBIX, M-
MYHHbBIX, KJI€TKaX )KI/[pOBO]L/'I TKAaHU U T. I1., — 3HAUYUTEJIbHO
ommmuaioTcs. Hanbosee ciokHa U pasHooOpasHa paboTa
TE€HOB B HEfPOHAX rOJIOBHOTO MO3Ta.

«BKITIOUEHME» U «BBIK/FOUEHME» TEHOB DPETYIUPYIOTCS
CIelMaIbHbIMY ITOC/IEN0BATEIBHOCTSIMM, PACTIONIOKEHHDI-
MU B Havajie U B KOHIIE TeHa. DT PETY/ISITOPHbIE YUACTKM
OIpenessitoT, B KAKMX TKaHAX, Ha KaKUX 3TallaX Pa3sBUTUA U
TIpY KaKMX BHEIIHUX UV BHYTPEHHUX CUTHAJIaX (HEPBHBIX,
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TOPMOHAJIbHBIX MJIM TTOJTYYEHHbBIX U3BHE) OyeT paboTaTh
TlaHHbII reH. Harpumep, reHbl, KOHTPOIMPYIOIIye GopMy
Tesa Apo30duITb, pacroIoskeHbl Ha XPOMOCOMAaX HEeCKOJb-
KUMMn 6JIOKaMI/[, npuyemMm mayT OOuH 3a APYTMM B TOM Ke
IOpsifike, B KAKOM MAYT KOHTPOJIMPyeMble MM YaCTy TeJla:
CHAvaJia TeHbl, KOTOPbIM TT0JI0KEeHO PA6OTaTh B rOJIOBE, ITO-
TOM I'eHbl IPY/IHOTO OT/IeNa, TOTOM Te, KOTOpbIe OIlpeiers-
0T pa3sBUTHE 3aHel YacTy Tena. BKIIOUamTCs 3TU TeHbl
10 oYepeny, KaKObIl B TOM YaCcTU Tejla, 38 KOTOPYIO OTBe-
4yaeT. Y yejioBeKa 3TU T'eHbI
PacroNOKeHbl B TAKOM JKe
MOpSIIKE M BKJIIOUAIOTCS B
TOV >Ke O4epeNHOCTY, UTO
U Yy JOPYyrMX SKUBOTHBIX.
B skcnepyMeHTax Ha Myxax
[I0Ka3aHo, YTO eC/n Iopsi-
JIOK BKJTIOUEHMSI 3TUX TeHOB
HapylieH, TO MOTYT TOIy-
UNUTBHCS MOHCTPBI, KAKMX He
npumymath u Criibepry —

locnepoBatenbHoe BKNHYEHME
W BbIK/HYEHWE TPynn reHOB B
pa3HbIX KIETKAX MPOMCXOAMT
VAMBUTENIbHO  COT/IACOBAHHO,
OYATO MMM ynpaBnseT HeBWAM-
Mblii Aupuxep. B kaxaoi knetke
KaK Obl «3BYYUT» CBOW aKKOpPZ,
TEHOB, W WX paboTa onpejenser
CNeLnudUYHOCTb KNETKN.

C TOTIOJTHUTETbHBIMM HOTa-
MM BMECTO aHTEHH Ha T'0JIOBE WM C [JIa3aMy Ha GPIOIIKe
" KpbUTbsix. CO0M B paboTe 3TUX TeHOB Y Ye0BeKa TaKKe
TIPUBOZSAT K HAPYIIEHNSIM PasBUTHS — K 3MEHEHUIO T0JI0-
SKEHUST OPTaHOB MJIM, HATIPYMEp, OTCYTCTBUIO HEKOTOPBIX
3y60B. Bojiee cepbesHble HAPYIIEHNS B 3TUX eHaX OCTa-
HaBJIMBAIOT Pa3BUTHE TIIOAA.

B HOpMe TOC/IeoBaTeIbHOE BKIIOUEHNME U BBIKITIOUE-
HMe 3TUX U OPYI'MX IPYIII [€HOB B PasHbIX KIeTKax IIpo-
UCXOIUT YOVBUTEIbHO COIIACOBAHHO — TaK, OYATO MMM
YIIpaBJsSieT HEBUAMMBINA Oupmskep. [eiiCTBUTENbHO, B
Ka)KIOJ KIeTKe KaK Obl «3BYUMUT» CBOI aKKOPI, TEHOB, 1 UX
pabora onpenenser CrieuuGUIHOCTh KIETKU. A TeHbI-I1-
PUSKEpBI — Te, KOTOPbIe TIOJAI0T CUIHAIbI OCTATbHBIM, —
HA3bIBAIOT MACMep-2eHaMU, «TeHaMV-HadaIbHUKaMI».
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PaccMoTpuM paboTy MacTep-reHoB Ha MpUMepe Tpo-
rpaMMbl OIIpefe/ieHMsT Tojia y YeyjoBeka. Y dyejloBeka,
KakK " y IPYTUX MJIEKOMMUTAIOLINX, BCE SMLEKIeTKN HECYT
X-XpOMOCOMY, TOT/Ia KaK ClIepMaTO30M bl Pa3/IMYaIOTCS —
OHM HeCyT X-XpOMOCOMY, Apyrue — Y-xpoMmocomy. Eciin
CIIepMaTo30UJ, JOCTABUII K SHIeKIeTKe X-XpOMOCOMY —
poIMTCS IeBouUka (Habop MosoBbiX xpoMocom XX). Eciau
K€ OH HeC Y-XpOMOCOoMY, TO 6ymeT Maapunk (Habop XY).
OmpeneneHye Toja y 3apobiiiia 3aBUCUT OT OJHOTO U3
MacTep-TreHOB, HaXOI1erocs Ha Y-XpoMocoMe. DTOT reH
BK/IIOUAETCSI Ha paHHeM
JTare pasBUTUS SMOpMOHA
M 3amyckaeT IIPOTpamMMy
pasBUTUSI 3apojblllia IO
MY>KCKOMY THUITY.

B nepByo ouepenp mnpo-

B otcytcTBue curiana ot Y-xpo-
MOCOMbI, €110 YMOJTYaHUI0», 3ap0-
JAblll Pa3BUBAETCA N0 XEHCKOMY
™ny.

rpaMMa aKTUBMPYET I'eHbI,
KOHTpOMpyolye GopMupoBaHie CEMEHHUKOB 1 GIOKK-
pyrolye pa3BUTHE SUUHUKOB. B ceMeHHMKaX TPOUCXOAUT
CUHTE3 MYM(CK020 20pMOHA mecmocmepoHd. Momekybl
TOPMOHOB, BKJTIOUasl pa3Hble «aKKOPZAbl» T€HOB B Pa3sHbIX
TUIAX KJIETOK, 3aITyCKaI0T paboTy IeJI0r0 Kackaja reHoB.
[Mop mnevicTBYEM MYXCKMX TOPMOHOB B ITPOLieCCe PasBUTHS
(bopMUpYIOTCS TTEPBUYHbBIE ¥ BTOPUYHbIE TTOJIOBBIE MTPY-
3HaKI, a Y B3POC/IOT0 Y€T0BEKA 9TV TOPMOHbI OITPEIENISIOT
TaK)Ke U MOJI0OBbIE 0COGEHHOCTH MOBEAEHNMS. B OTCyTCTBIE
curHama ot Y-XPOMOCOMBI, «II0 YMOJTUAHMIO», 3aPO/IbIII
PasBMBAETCS 110 SKEHCKOMY TUITY. [Ipy 9TOM BaskHYIO POJIb
UTPAIOT ICMPO2EHbL — HEHCKUE 20PMOHDL.

B Tex pegkux ciydasx, KOrja IporpaMma orpeje-
JIEHUS TIo/ia [aeT cO60u, MOXKET BO3HUKHYTh Takoe OT-
KJIOHEHME OT HOPMAJIbHOTO Pa3sBUTHS, KaK MCTUHHBII
repmabpoauTH3M (OMHOBPEMEHHOE Pa3sBUTHE U CEMEH-
HUKOB, ¥ IMYHVKOB Mpu HOPMUPOBAHUY HAPYKHBIX ITO-
JIOBBIX OPTaHOB ITPOMEXYTOYHOTO TUIIA), TMO0 (heHomun
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(Habop BHEIIHUX MPU3HAKOB) He GyIeT COOTBETCTBOBATD
xpomMocoMHOMY mony. Harmpumep, ¢ Habopom XY, ecin
MacTep-TeH Ha Y-XpomMocome He paboTaeT U MepeKiio-
YeHMe NPOorpaMMbl Pa3BUTHSI Ha MYKCKOJ TUII He IIPO-
VICXOJIUT, MOKET POAMUTHCS IEBOYUKA, PU3MUECKM XOPOIIO
pasBuUTas, HO MMeloIasi HEKOTOpPble aHOMAaJIUM B CTpOe-
HUM TIOJIOBO# CUCTEMBI (TaKue CIydau OGbUTM BBISIBIEHBI
Y HECKOJIbKUX CIIOPTCMEHOK, KOT/Ia BBEJI XPOMOCOMHBI
KOHTPOJIb 10712 HA COPEBHOBAHUSIX).

Ho He TO/NBbKO MOIOMKY F€HOB BAUSIOT Ha MOSIBJIEHNE
OTKJIOHEHWII B pa3BUTUM KaK HGU3NUECKUX, TAK U TICUXA-
YeCKUX MOJIOBbIX MPU3HAKOB. TaKkoli Xe pe3y/ibTaT MOKET
BO3HMKHYTh IIPU HapylIeHUy O6ajaHca TOPMOHOB B KPO-
BM 6epeMeHHOI1 JKeHIIMHbBI 13-3a 3a60JIeBaHMSI I B pe-
3y/IbTaTe MpremMa TOPMOHaIbHBIX IIPENapaToB.

Ecnu y B3powIoro venoBeka MO Kakoi-mMbo mpuum-
He HapyllaeTcss HOpMaJibHOe COOTHOIIeHMe MYKCKUX U
SKEHCKUX TOPMOHOB, TO TIOJI €r0 HEe MEHSIeTCSI, HO MOTYT
TTOSIBUTBCS TPU3HAKM, XapaKTePHbIE IJIS TPOTUBOIIOOK-
HOT'O I10J1a, — YCbI Y JKeHIIVH WM OJKMUPEeHMeEe I10 JKEHCKOMY
TUITY Y MY>KUMH. [TPOMCXOAUT 3TO TTOTOMY, YTO GOIbINAS
YacTh I'€HOB Y MYKUMH U Y JKeHIIMH OAMHAKOBA, a BBe-
IeHHbI M3BHE TOPMOH aKTUBU3UPYET TeHbI TPOTUBOIIO-
JIO’KHOTO 110718, KOTOPBIM B HOPMeE TIOJIOKEHO «MOJIYaTh».

Kpome 6MOMOTMYECKUX MEXaHU3MOB OMpeNeTeHNs
110713, Y yeloBeka JeiCTBYIOT ellle U MCUXOJI0TMYecKye — B
BO3pacTe OKOJIO TPeX JIeT pe6eHOK UIEeHTUPUIMPYET COO-
CTBEHHBI T10JT U IO, BAUSHMEM COIMAaTbHOV MUKpOCpe-
IIbI BBIOVIPAET COOTBETCTBYIOIIME €My MOJEIT MOBEeIeHMUS.

B3aumopeiicTBue reHoB 1 cpesbl
B pa3BUTUY OPraHU3Ma

[ToHMMaHMe MOJIEKYISIPHBIX OCHOB Pa3BUTUSI OpTa-
HM3Ma BHOPME M ITPU ITATOJIOT MU ITO3BOJISIET pa3paboTaTh
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