I'naBa IX. CoBpeMeHnHasi 0M0JI0THSI M MeTULIMHA

HopmanbHas Xn3HeaesaTenbHOCTb YeroBeka, Kak u ocoben nwoboro
Apyroro BuAa, BO3MOXHA TOSNbKO MNPW COYETaHUW TeX IKOSTOrMYeCcKnx
(PaKToOpoOB, K KOTOPbIM WO npucnocobneHne B XO4e €ero 3BOMUUN.
HapylweHne cooTBeTCTBUA OpraHM3Ma ycroBusM CyLLeCTBOBaHUS NPUBOANT K
rméenn nnu passuTmo 6onesHen.

BonesHn m™oryt O6bITb Bbl3BaHbl CaMbiMX  Pa3HbIMW  BHELUHUMMU
Bo3gencTemsaM. Kpome TOro, CywlecTBYylOT HacnencTBeHHble OGonesHw,
KOTOpble pa3BMBAlOTCA MPU HaNU4MM reHeTUYECKUX U3MEHEHUN B MOSOBbIX
KneTKax.

He Bcergja  MOXHO  nNPOBECTU  YETKyHD  rpaHuily  Mexay
HacneacTBEHHbIMM U HeHacneacTBEHHbIMKU 3abonesBaHuAMU. [eHeTudeckas
CTPYKTypa Kaxgoro opraHusama HenosTopumMa. Ha oguH 1 TOT Xe BHeLUHUK
akTop pasHble 0ocobu pearnpyroT MO-pasHOMY, T.e. UMEKT pPasfU4YHYo
npeapacnonoXeHHOCTb K TEM UNN UHbIM 3aboneBaHUAM.

B ocHoBe npaktnyeckn nwboro 3aboneBaHus NEXUT HapyleHue
HOpManbHOro  (PyHKUMOHMPOBAHUA  KNeTok opraHnama. CoBpemeHHas
BGuonorma gocTurna Takoro YPOBHSA, KOTOPbIM MO3BONSET YyCTaHaBnvBaTb
MOSIEKYNSIpPHbIE U KIETOYHble  MEeXaHU3Mbl  pas3BUTUS  MaTonorum  u
LueneHanpaBneHHO wuckatb W paspabaTtbiBaTb 3(EKTMBHbIE METOAbI
ANarHOCTUKW, NpeaynpexageHna n neveHns sabonesaHui.

§ 55. Bausinue BHEIIHUX (PAKTOPOB HA 3/I0POBbE YeJI0BEKA

3aboneBaHnsi MoryT ObiTb BbI3BaHbl M3MEHEHMEM CaMbIX pPasHbIX
(PaKkTOpOB BHELWHeNn cpeabl. OTO MOXeT OblTb NOBbIWEHME YPOBHSA
NOHU3NPYIOLLLErO U3MyYeHUs Unn nepenagbl AaBieHUs, 3apaXKeHne BMpycamm
UNN MUKPOOpraHmaMammn. M3mMeHeHnss XMMU4YEeCcKOro coctaBa BO3gyxa Wnuv
NALWK,  KOTOpble  MNPoOUCXogAaT, B TOM 4ucne UM B pesynbraTte
NPOn3BOACTBEHHOM OEATENBHOCTM YENOBEKA, TaKKe BIIMSAIOT HA 300POBbLE.

BbisiBneHne npuynHbl 3aboneBaHUst U KMETOYHbIX MEXaHM3MOB €ro
pasBuTMa  nomoraet BbibpaTb  MeToabl  NleYEHUA UM Crnocobbl
npegynpexaneHnsi Nnatonornu.

YenoBek, KaKk M JIPYrue€ >KUBOTHBIC, SBISISICH TeTEPOTPOPOM, HE
yMEEeT CHHTE3MpOBAaTh BCE HEOOXOIMMble eMy BeliectBa. Ero
HOpMaJIbHAsl KU3HEJEATEIBHOCTh HAPYIIAETCS TIPU HEJOCTATKE B
IPOJYKTaX MUTAHUS HEKOTOPHIX HEHACBIIIEHHBIX >KUPHBIX KUCIOT (§3),
amuHokHuCOT (§5), ButamuHoB (§12). B yacTHOCTH, TIpU OTCYTCTBUHU
ButamuHa C (acKOpOMHOBOM KHCJIOTBI) CHIJKAETCS CIIOCOOHOCTh
opraHusma IPOTHUBOCTOSITh MHDEKITMOHHBIM 3a00JIEBaHUSM,
YMEHBIIAIOTCS pPETreHEpallMOHHbIE CBOMCTBA JSIMHTENUs, Pa3BUBACTCS
nuHra. Y OOJIBIIMHCTBA KMBOTHBIX 3TO COCAMHEHHE CHUHTE3UPYETCS B
OpraHu3Me€ W3 TJIOKO3bl, U TOJBKO Y HEKOTOPBIX MIIEKOIUTAIOIINX, B
YaCTHOCTH, Y MPUMATOB, COOTBETCTBYIOIINN (hepMEHT “yTepsiH” B XOJe
ABOJIIOIIMHU, T. K. OHHM, OyAy4d BCESIHBIMH >KUBOTHBIMH, TOIYyYalH
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aCKOp6HHOBYIO KHUCIIOTY B AOCTATOYHOM KOJIMYCCTBC C paCTI/ITeHBHOﬁ
IULIEH.

YacTb BUTAaMMHOB YEJOBEK IIOJIy4aeT B PE3YJIbTATE MKU3ZHEACSATEIbHOCTH
OaKTepuii-CUMOMOHTOB, KUBYILUX B KUIICYHUKE.

JUIsi TOCTPOCGHHMSI MHOTHUX JKM3HEHHO BaXXHBIX COCIMHCHHM
YeJI0BEKYy HEO0OXOAUMMO TMOJydaTh € MUIIEH JT0CTaTOYHOE KOJUYECTBO
Kanblus, Gocdopa, kemea MW APYrUX OHMOTEHHBIX XUMHYECKUX
anemeHToB (§2). Tak, mpu HemocTtarke HoAa B MMILEBBIX MPOIYyKTax
HapymaeTcss (YHKIOHMS  IIATOBUIHON  Jkenme3pl. M3BecTHO — maxke
3a00JI€BaHNE - DHJEMHUYECKUU 300, KOTOpPOE MOpakaeT JIoJed B TeX
MECTHOCTSIX, T/I€ B TIOYBE U BOJE HU3KOE COJICpIKaHUE Hoa.

Hapymienne (yHKIMOHUpPOBAaHUS OpraHW3Ma HAOMI0IaeTCs He
TOJIBKO TIPU HEJOCTATKE, HO M MPU M30BITKE HEKOTOPBIX BEMIECTB. Tak,
W3BECTHO 3a00JIeBaHUE, KOTOPOE PAa3BUBACTCS MPU H30BITKE BHUTAMHHA
D; ¢ yBenMUYEHHBIM MOTPEOJEHUEM XOJIECTEpPOJIa CBS3BIBAIOT Pa3BUTHE

aTepoCKJIepo3a 1 UILIEMUYECKOM O0JIe3HH cepAla U T. 1.

ATepockiiepo3 u uieMudeckas 00JIe3Hb ceplilia HaXOAATCS B CIIHCKE CaMbIX
pacrpocTpaHeHHbIX 3a0osieBaHuii. KoHEYHO, He Bcerma WX MPUYHHON SBIISIOTCS
TOJIbKO BHEITHHE (PAKTOPBI, CYIIECTBYET U T€HETHYECKas MpeapacioiaokeHHocTb. Ho
B OTOM ciydae TpeOOBaHUS K IMUTAHUIO JOJKHBI OBITH OCOOCHHO CTpOrUMH. B
YaCTHOCTH, €CJIM B palMOHE OOJBHBIX aTEPOCKIEPO30M 3aMEHUTHh HACBHIIICHHBIC
JKUPHBIC KHUCJIOTBI TOJIMHEHACHIIIEHHBIMK, TO WX COCTOSIHAE 3HAYUTEIBHO
yiydmaercsi. Takoil MeTos jgeueHust ObUT MPEATIOKEH MOCIE TOr0, KaK BBISICHUIOCH,
YTO aT€pOCKIEPO3y MPAKTUUYECKH HE MOABEPKEHBI AICKUMOCHI [ peHananuu, KOTOpbIE
MOTPEOIAIOT OoJbIIIoE KOJIUYECTBO pBIOBETO KuUpa, coJiepKaIiero
TIOJIMHEHACHIIIICHHBIC )KUPHBIC KHCIIOTHI.

Oco0oe BHUMaHWE YUYEHBIX W Bpadel MPHUBJICUYCHO K BBHISICHEHUIO
MEXaHU3MOB 3a00JIEBaHUI, BBI3BAHHBIX 3arpsS3HEHUEM OKPY>KArOIICH
Cpenbl TPOAYKTaMH TPOU3BOJCTBEHHOW JIESITEIILHOCTH  YEJIOBEKa.
UyxepomHble  JUIsl  KUBBIX ~ OPraHU3MOB  BEIIECTBA  HA3BIBAIOT
KCeHOOHOTHKAMHU (Tped. Xenos - 4y»oil u biotos - xku3Hp). Cpean HUX
€CTh BEIIECTBA KaK HEOPTaHUYECKOW, TaK U OPraHUYECKON MPUPOJIBI.

W3 HeopraHmueckux BEIIECTB CIIEAyeT 0C000 YIOMSHYTH
TOKCUYHbIe MeTaWIbl. [Ip0 TOKCHMYHOCTH MBIIIbSKA 3HAIOT BCE, HO
OKa3aJIOCh, YTO TOKCUYHBIM JICUCTBHEM OOJaJal0T U HEKOTOPHIE APYTHe
METaJUTbl, TAaKWe KaK CBHUHEI, KaJMHH, PTyTh U JaXe MIUPOKO
pacCIpOCTPAHECHHBIN AITFOMUHUM.

Hekortopsle pacTeHusi 00y1a1atl0oT CIOCOOHOCTBIO aKKyMYJIUPOBATh
B ce0c OmpeelieHHbIe METaUIbl, IOATOMY BEIUKAa BEpPOSTHOCTH
MOTaIaHusl UX 4Yepe3 LeNU MUTAaHWs B OpraHu3M uernoBeka. Kietku He
CHPABJISIIOTCA C  yTWIM3AIMed M30BITOYHOTO KOJIMYECTBA HOHOB
MeTaiuioB. llocrmeqHue CTaHOBATCS HMHUIIMATOPAMU  OKUCIUTEIBHBIX
MPOLIECCOB, HAPYMIAIOIMIMMUA HOPMAIbHOE (PYHKIIMOHHUPOBAHHUE TPEKIC
BCEro KJIETOYHBIX MeMOpaH. KpoMe TOoro, MOHBI 4y>KEPOJIHBIX METAJIJIOB
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MOT'YT KOHKYPHPOBAaTh ¢ OMOTeHHBIMH METaJUIAMH 3a MecTa B (hepMEHTax
U Jpyrux Oenkax, NpU O3TOM O€ITKH TEPSIOT CBOK AaKTUBHOCTD.
PesynpraTom  sgBuseTcs OO  OCTpoe  OTpaBIICHHE  OpPraHHW3Ma,
3aKaH4YMBaroIIeecs CMEPTEINbHBIM HUCXO0JI0M, 160 MEJIEHHO
Pa3BHUBAOIICCCA 3360J’I€B3HI/IG, KOTOPOC MOKCT ITPOABUTHCA TOJIBKO 4CPEC3
HCCKOJIBKO JICT.

Peakiust Ha TOKCHYECKHE METaJUIbl 3aBUCHT U OT J03bl, U OT MHUTaHUs (TIpU
MOJTHOIICHHOM TIHTaHUH JIEHCTBHE TSDKEIBIX METAJUIOB MPOSBIseTcs ciabee), U OT
UHIUBUAYAIbHBIX OCOOCHHOCTEH opraHusMa. [ljis yCTaHOBIEHHS CBSI3U MEXKAY
COJIepKaHWEM TOI'0 WJIM MHOTO MeTajlla B OKpYy»Karolled cpeie U 3a00JeBaHUAMU
YyenoBeKa OOBIYHO CPAaBHUBAIOT YAaCTOTY 3a00JIeBaHUI B pallOHaX C pa3HOW CTENEHBIO
3arps3HEHUs. B 3arps3HEHHBIX paiioHax ¢ 0osiee BBICOKOW YacTOTOM HaOIOJAr0TCs
TaKMe M3MEHEHHUS B OpPraHU3ME YeJOBEKa, KaK YMEHBUIEHHE HMMYHOJOTHYECKOU
PEaKTUBHOCTH, aJulepruyeckue 3a00JeBaHus, 3aMelUIeHne (U3UYECKOr0 U HEPBHO-
NICUXUYECKOTO PpA3BUTHUs, aHEMHs, pa3BUTHE HOBOOOPA30BaHUM, XpOHHUYECKHE
3a0osneBanud. B Takux pailoHax dyamie poxIawTCs JETH C  BpPOXKJIECHHBIMU
aHOMAJIMSAMU Pa3BUTHS.

Tokcuunbie OpPraHnMYCCKHC BCUICCTBA BLIpa6aTLIBaIOTCH KUBBIMH
OpraHu3MamMu JJid 60pB6LI 3a MECTO B ’Kocucteme. Bcee BbI, HABCPHOC,
CIBIIIAINA O CTOJOHSYHOM WIJIN I[I/I(l)TepI/II‘/IIHOM TOKCHHAaX, O TOKCHHax
AA0B ITYCI, CKOPIIMOHOB, SOOBHUTHIX 3Meﬁ, paCTCHI/Iﬁ u ap. OI[H&KO
KOJIMYCCTBO TOKCHHOB CCTCCTBCHHOI'O IIPOHUCXOXKIACHHA HC HACT HU B
KaKOC€ CpaBHCHHUC C KOJIMYCCTBOM, Bpra6aTI)IBa€MbIM yejaoBekoM. JIuib
HEAaBHO YCIOBCUYCCTBO OTKa3aJIOCh oT MMPUMCHCHUA 00EBBIX
OTpaBJIOIMIMX BCIICCTB, HO IIOCTOAHHO B OKPYXKAOIIYIO CpCay
MOCTYIMAKOT TOKCHYCCKUC OPraHUYCCKUC BCIICCTBA, O6pa3y10H_II/I€CH IIpu
CropaHnm HCKOIIacMOoro ToOIiIMBa MW MYyCOpa, B BHAC OTXOIAOB
METAJLTypru4yecKoii, XUMHYECKOU u 1EJUTIOJI03HO-0yMa)kHOM
IMPOMBINIJICHHOCTH U T.II. BLI6pOHIeHHBI€ B aTMOC(i)epy TaKHEC BCIICCTBaA
OOBIYHO COp6I/Ipy}OTCH Ha ITOBCPXHOCTH IIBIJICBBIX Y4dCTHUI U MOI'YT OBITH
ICPCHCCCHBI Ha OOoIBIIINE PacCCTOAHUA.

HaunbGonee wu3BecTHhie cpeau HUX OeH3(a)iupeH MW rpynmna
XJIOPOPraHNYCCKHUX BCHICCTB, HN3BCCTHBLIX II0J HA3BAHUCM JHOKCHHLI
(puc. 55 - 1). ns 5TUX BEUIECTB JOKA3aHO BBIPAXKEHHOE KAHIIEPOTEHHOE
JICHCTBHE.

bens(a)nupen - oHO U3 BEIECTB, 0OPa3yIOMIMXCS MPH CropaHuu Tabaka. B
BO3/yX€ HEMPOBETPHUBAEMOW KOMHATBHI, TJl€ HAXOAWUTCS KYPWJIBILHUK, COJEp)KaHHE
OeH3(a)upeHa MOKET B THICSYM pa3 MPEBBILIATh TO KOJIUYECTBO, KOTOPOE CUUTAETCS
OTHOCUTEJIBHO 0€30MacHBIM JUIsl 340pOBbs. TakuM 00pa3oM, pUCK paka JIETKHX IS
HaXOJSIIMXCSl B TaKUX KOMHATax JoJed pe3ko Bo3pacTaeT. VMIMeHHO mosTomy
3arpeaT KYpUTh B CITy>KEOHBIX TTOMEIIEHUX.

JIMOKCHHBI OTIIMYAIOTCS XUMHUYECKOM YCTOMYMBOCTBIO M OYEHb IUIOXO
BBIBOZSTCSA M3 opranmzMa. KpoMe KaHLEpOreHHOro JEHCTBMs, OHHU 00JaJlaroT ele
YTHETAIOIUM JIeHCTBHEM Ha BHYTPUYTPOOHOE Pa3BUTHE OpPraHuU3Ma M NPHUBOIAT K
POXICHUIO JIeTe ¢ MHOXKECTBEHHBIMH YpPOJICTBAMH, a, KDOME TOTO, PE3KO CHIDKAIOT
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HUMMYHUTCT. KieTounbsii Mexanusm I[eﬁCTBHH JUOKCHHA 3aKJII0YacTCAd B TOM, UTO OH
MPUCOCOAUHACTCA K OAHOMY M3 TUIIOB q)epMCHTOB 1 MCHACT UX I[eﬁCTBHC TakK, 4TO T€
HAYMHACT MTPOM3BOINTH TaK Ha3bIBaeMbIe CBOOOIHBIE PAIMKAJIBI, KOTOPHIE 3aIyCKAIOT
OKHCIIUTEIbHBIEC IPOLIECCHI B KICTKE.

Nudexnuuonnbie 3a0o0jieBaHUsl - O3TO OIrpOMHas 00JIaCTh
HapyIICHUH HOPMAJIBHOTO (PYHKIIMOHMPOBAHUS OpraHU3Ma B Pe3yiIbTaTe
3apaKCHUST MUKPOOPTaHU3MaMHU: BUPYCAaMH, OaKTEpUSMH, TpuOaMu H
npocredmumu.  Yacto  Oone3Hb  pa3BUBAaeTCs B pe3yjbTaTe
WHTOKCUKAIMK. TOKCHHBI MOTYT WHTHOMPOBATH JCHCTBHE KJIECTOYHBIX
dbepMeHTOB, HapyIIaTh HOPMAIBHYIO MPOHHUIIAEMOCTh MEMOpaH U Jaxe
paspyuiarh ux.

Jnst  Toro, 9ToOBI ycHEemHO OOpoThCcs C UHPEKIMOHHBIMH
3a0oneBaHusIMU,  TpeOyeTrcs  JeTalbHOE  3HAHWE  MEXaHHM3MOB
pacripocTpaHeHus WHQEKIMM W pa3BUTHA Oojie3HU. B  pasmuyHbIX
ClIy4yasX UCIOJIb3YIOTCS pa3Hble METOBI.

Jlnsa  nedeHuss WHQPUIMPOBAHHBIX MHKPOOPTaHU3MAMHU  JIHOJICH
4acTO MPUMEHSIOT aAHTUOWOTHUKH, KOTOPBIC SBIISIIOTCS IPOJAYKTaMHU
JKU3HEAEATEIbHOCTA JIPYTUX MUKPOOPTaHU3MOB. MeXaHU3Mbl JICHCTBUS
pPa3HBIX AHTHOMOTHKOB PAa3IMYHBL. TaK, MEHHUIWLIMHBI MPEMSTCTBYIOT
0o0pa3oBaHMIO KJIETOYHOM cTeHKH Oaktepuii (§21), TeTparuKINHBI
HaApyLIArOT CUHTE3 HYKJIEUHOBBIX KHUCJIOT U T.[.

HpI/I JJIUTCIIbHOM IPUMCHCHHUN AHTHOMOTHKOB PAaHO UJIK NTO3JHO IMOABIIAKOTCA
MYTaHTbI, YCTOWYMBBIE K HUX JeHCTBUIO. [oBopsAT, uTO “BbIpabaThiBaeTcs”
YCTOWYHMBOCTh K aHTHOMOTHKY. [109TOMY BeJeTcsi OCTOSIHHBIA MOUCK BCE HOBBIX U
HOBBIX BEINECTB,  JICHCTBYIOIIMX HAa pPa3HOOOpasHbIE TPOLECCH B KIETKaxX
NaTOT€HHBIX MHKpPOOPraHM3MOB. MHoOrga yaaercs MONy4YUTh aHTUOMOTHKH C
MIUPOKAM TPOTHBOMHKPOOHBIM J€HCTBUEM IIyTeM XHUMHYECKOH MOIH(pHUKAINN
HPUPOTHBIX PEANISCTBEHHIKOB (aAMIMIMIIINH, HAIPUMED).

Or wMHOrMX HHQEKIIMOHHBIX 3a00JieBaHUN  TPEAOXpaHsCT
IpeaBapuTeibHas HMMYHH3AlUd WHAKTUBUPOBAHHBIMU BHUpPYCaMHU U
OaKTepusaMH JTMOO0 UX TOKCUMHAMHU, COXPAHUBIIUMH aHTUTE€HHbBIE CBOMCTBA
(§24). Hns OopbObI ¢ BUPYCHBIMH HHGEKIUSIMH TpeBapUTEIIbHASL
MMMYHH3aLUs SBJIsIeTCS HauboJiee 1eHCTBEHHBIM METOIOM.

TpamunuoHHBIE BaKIMHBI - 3TO JHMOO YOWTHIE LENbIe KIETKH, JMOO B
3HAYUTEIHLHON CTEIEHH OCIIa0JIEHHBIE BUPYJICHTHBIC IITAMMBIL. O1H BaKIIMHbI 49acCTO
Hed(P(PEKTUBHBI, UMEIOT Mayl0 TPOJODKUTEIFHOCTh JEHCTBHS, HWHOTIA JIaXe
BBI3BIBAIOT CMEPTEIbHBIH MCXO, OMACHBI U TPYAHBI B U3TOTOBICHHWHU, JOPOTH U HE
OJHOPOIHBI IO cocTaBy. Hampumep, mnpu BakIMHAIMKU YOWUTBIMH KJIETKAaMH
BO30yAMTENs KOKIIONIA YacTO BO3HHUKAIOT 10004HbIe 3(dekTs, wumeronme
HEBPOJIOTHYECKUM xapakrep. B To ke BpemMs HMMyHH3auus 00€3BpEKEHHBIM
KOKJTIOIITHBIM TOKCHHOM JaeT XOPOIIHEe pe3yIbTaThl. MaccoBoe MPOM3BOICTBO TAKUX
MYTaHTHBIX TOKCHHOB JIa€T TeHHAsl MHXKCHEPUSI.

OpHaKko HE OT KaXJ0T0 BUPYCHOTO 3a00JIeBaHUS ITOMOTAaeT HMMYHHU3AIHSL.
Hampumep, perpoBupychl (§9) HaxonaTcss B OpraHu3Me Kak BUPUOHBI, COJEpKallue
PHK. Ho kpome HHMX CylIeCcTBYeT HHTErpupoBaHHass B XpomocoMmbl JIHK-komwus
BupycHoii PHK, k k0TOpoii HEBO3MOKHO co31aTh UMMYHHUTET. IHOT1a UMMYHM3a1Us
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MOXET Ja)ke TMPUHECTH BpeA, Kak »d3TO MPOUCXOTUT B Cllydae BHpyca
umMmyHonepuiura yenoBeka (BUY) (§24). [ns  OGopebsr co CIIHNdom
pa3pabaTbIBalOTCsl COBCEM Jpyrue noaxoisl. OIHUM M3 HHMX MOXKET OKa3aThCs
BBEJICHUE B OpraHu3M OOJBHOTO KOpOTKUX mnocienoBatenbHocTeil  PHK,
KOMILUIEMEHTapHbIX Havany uHpopMmainuoHHbix PHK Bupyca, - aHTHCMBIC/I0BBIE
PHK. C oOpa3oBaBmumucs  JBYLENOYEUHBIMH  Y4YacTKAMH  HE  MOTYT
B3aUMOJICHICTBOBaTh PHUOOCOMBI, CHHTE3 BHUPYCHBIX O€JIKOB HE MPOHCXOIUT,
CIIeIOBATENIHO, HE OOpa3yloTCs HOBbIE BHUPHUOHBL [l MOTHOTO H30aBJIEHHUS OT
BUpPYyCa BO3MOXXHO MCIIOJIb30BaHME FeéMOCOPOLIUH - MPOLETyphl IPOIMYCKAHUSA KPOBU
yepe3 clelualibHble KOJOHKH, COJAEpIKalllMe aHTUTela U K BHpYCy, M KIETKam,
3apa’ka€MbIM BUPYCOM. DTH aHTHUTENA MPUKPEIUICHBI K BEIIECTBY, 3aNOJIHSIOIEMY
KOJIOHKY. OHHM copOMpYIOT Ha ce0si BUPHOHBI, COAEpIKaIHecs B KPOBU, U KIICTKH,
Cpeau KOTOpBIX MOTYT OBITh KaK 3apakeHHblE, TaKk M He3zapakeHHble. KpoBb
OYUILAETCS OT BUPYCA, HO JIMIIEHHBIN OJJHOrO U3 Ki1accoB T-IMM(OLUTOB YeIOBEK Ha
JIBE HEIETH CTAaHOBUTCS a0CONIOTHO Oe33allUTHBIM Iepen Jto0ol nHpekuuel, u ero
HY)KHO COJIEp)KaTh B HIEAIBHO CTEPWIBHBIX yCIOBHAX. Yepe3 aBe Hemenu
HOSBIISIIOTCSI BHOBb CHHTE3UPOBAHHBIE TUM(OIUTHI U YETIOBEK MTOJHOCTHIO 370POB.
HaunbGonee CHJIBHOC BJIMAHUC HC6HaFOHpHHTHLIX BHCIIHUX
(GakTOpOB TMPOSBIAETCS MNpPH HUX JACHCTBUM Ha (POPMUPYIOIMMIACS
3apojpil. Okoiio 2% JeTei poKIarTCs C BPOXKICHHBIMH MATOJOTHSIMU
Pa3BUTHA, BbI3BAHHBIMUA BOSHCﬁCTBHHMH Ha MaTCpI/IHCKI/Iﬁ OpraHu3M TakK
Ha3bIBa€MbIX TepaToreHoB (ot Trped. teratos - ypom). OITo
HOHU3UPYIOLICC H3JIYYCHHC, TOPMOHAJIBHBIC WM IIPOTHUBOOITYXOJICBBIC
IMpCIiaparThl, I/IH(l)eKHI/IOHHLIe 3a00JIeBaHUs TaKHUC, KaK KpaCHYyXa,

TOKCOILIa3M03, TEPIIEC U JIP.
Bomnpocsl

» Kakue opranu3mMsl criocOOHBI CHHTE3UPOBATH BCE HEOOXOUMbIE UM
OpraHuyecKue BeulecTna’?

e JIis 4ero UCIOJIb3YIOTCS B KJIETKAX UOHBI XKelle3a, KaabLusl, Kalus,
HaTpusi?

» Kakue npouecchbl OyyT HapylIeHbI B KJIETKE, €CIIM MEMOpaHbI
NOTEPAIOT CBOMCTBO U30MPATEIBbHON MPOHUIIAEMOCTH ?

§ 56. HacsiencreenHnble 3a001eBaHusI

Kaxabin coTbih pebeHOoK poxaaeTcss C HacneacTBEHHOW MaTonornen.
KonnyectBO U3BECTHbIX HacneacTBEHHbIX 3aboneBaHuin npesbliwaet 4
Tbicauyn. Cpean HUX eCcTb MOHOreHHble 3aboneBaHusA, T.e. ABNAKOLWMECH
pesynbTaToM MyTauum O4HOrO reHa, HO eCTb U Takue, KoTopble 00yCnoBneHbI
KOMMNIIEKCOM reHoB. HekoTopble HacneacTBeHHble ©OonesHn  nedat
TepaneBTMYECKN, B TOM 4UCHEe U C MNOMOLLbK MPOAYKTOB, MNOSTyYEHHbIX
MeTogamMu  FeHHouM  uHXeHepun. CospgaloTcs MeToabl  BHeOpPeHUs
HeoOXOAUMOWN reHeTUYECKOM WHGOPMaLUMN HENOCPEeACTBEHHO B  KMETKU
OonbHOro Yyenoseka.
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PaspabaTtbiBaioTca mMeToAbl NpeHaTanbHOM (NnaTt. prae - Bnepeau u
natalis - OTHOCAWMNCA K POXOEHUI0) AUArHOCTUKKU, KOTOpble MO3BONSAT
ONarHoCTMpoBaTb HEKOTOpble MaToSfIorMM y 3apoAblller Ha paHHUX aTanax
BHYTPUYTPOBHOro passuTus.

HacnencrBeHHble 3a0051€BaHMs COCTABISIOT IPUMEPHO YETBEPTYIO
4acThb OT BCEX BPOXKACHHBIX MATONOTMH. OHM SBISIFOTCS PE3YyJbTaTOM
MyTalHil B OJHOM WJIH HECKOJBKHX I'e€HaX.

I'eneTnueckue HapylIEeHUs] MOTYT IPUBOJUTH K TMOEIN 3MOpHUOHA
Ha pa3HbIX CTAJUSIX Pa3BUTHS, MOTYT ObITh IPHUYMHON paHHEW (A0 roaa)
cMepTu pedeHKa, MOTYT MPOSIBUTHCS Cpaszy MOCIE POXKACHUS WIH BO
B3pOCJIOM COCTOSIHMM. Tak, cepnoBuAHOKIEeTOYHass aHemuss (§ 5)
HAYMHAET NPOSBIATH CEOsI TOJBKO MOCIE POXKIACHUS pEOEHKAa, TaK Kak
TeH, KOOUpyIoIIuiA [-lienb remorioOuHa, He paboraeT y U0z
(Monexkyna reMmorjoOMHa IUIOJa COCTOMT M3 uened O u Y. B
NOCTA3MOPUOHAIBHOM Pa3BUTUU I'e€H, KOJUPYIOIIMHA Y-LI€Tb, MPEKpalaeT
paboTy U BKIIOYAETCS I'€H, OTBETCTBEHHBIN 32 CUHTE3 [3-1IeTH).

CylecTByeT TSXKeNoe HacleJACTBEHHOE 3a0oyieBaHUE - XOpesl | eHTHHITOHA.
OHO BBIpaXKaeTcsl B HAPYIMICHUH KOOPJIWHAIIUU JBW)KCHUH W PA3BUTHHU CIA00YMUS.
OHpeHCHHeTCH OHO JAOMHHAHTHBIM TICHOM C MOJIHOM NEHCTPAHTHOCTBIO 25,
PAaCIOJIOKCHHBIM B 4-i1 XpoMOCOME. HpI/I3HaKI/I OOJIE3HH HAYMHAIOT BBIABIATHCS

TOJIKO TOCJE AOCTHKEHUs 00ibHBIM 20-25 ser. YacTo K 3TOMy BpEMEHHU YeJIOBEK
yCIIEBAET OCTABUTh IOTOMCTBO U, CIEI0BATEIbHO, IEPEaTh I'EH 110 HACJIEACTBY.

PebeHok MOXKET TMOMYy4YuTh TEHETHYECKOe 3a00JIeBaHUE IO
HACJIEJICTBY OT CBOMX JaleKuX npeakoB. Ho myTtaius MOKeT BOBHUKHYTh
U npu (HOpMUPOBAHUM TMOJOBBIX KJIETOK Y €ro HEMnOCPeICTBEHHbIX
poauTtenei. Ananusupys poaociioBHsie (puc. 29 - 10; 56 - 1), MoxHO
yCTaHOBUTh,  OMpeneiseTcss  3abojeBaHWe  JIOMHUHAHTHBIM  WJIU
peneccuBHbIM reHoM? B kakoit XpoMocoMe pacroJioKeH I'eH: B MOJIOBOM
i aytocome (puc. 56 - 2)?

Yactora MYTaHTHBIX ajulefied B MOMYJSIUMH, Kak IPaBUIIO,
HEBEJIMKAa, MOATOMY Maja BEPOATHOCTh BCTPEYH JBYX T'€TEPO3UTOT, B
MOTOMCTBE KOTOPBIX BO3MOKHO MOSBJIICHHE peOeHKa C MaTOJOTMYECKUM
npu3HakoM. OHAKO 3Ta BEPOSITHOCTh BO MHOTO pa3 yBEJIMYMBACTCS IS
JeTel, POIUBIIMXCS B OJIM3KOPOJACTBEHHBIX Opakax (puc. 56 - 2; 56 - 3).

[laTonoruss MOXeT pa3BUBaTbCS HE TOJBKO TMPU HAIUYUHU
MYTaHTHBIX T€HOB, HO U B CJy4yae YBEJIIMYEHUS UX YHUCIa, HAIPUMEDP B
clyyae JyIUIMKAllMM Y4YacTKa XpOMOCOMBI WJIM HaJW4Ms JIUIIHEH
XpoMocoMbl. Hanpumep, npu HENPaBUILHOM PAcXOXKACHUH XPOMOCOM B
nepBoi aHadaze MeHo3a MOTyT BO3HUKHYTh KJIETKH C 22 u 24
xpomocoMamu. [Ipu cAMSTHUM WX C HOPMaIbHOW raMeTOM BO3HUKAIOT
3UroThl ¢ 45 u 47 xpomocomamu. Cyp0a Takoil 3uroTsl 3aBUCUT OT TOTO,
Kakasi XpoOMOCOMa OTCYTCTBYET WJIM Kakas Xpomocoma juiuHss. Ecnu
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HEJ0CTAaeT ayTOCOMBI, TO TAKUE 3apOJBIIIN THOHYT HA Pa3HBIX CTATUIX
BHYTpUYTpOOHOTO pa3zBuTus. B ciayuae 47 XpoMOocoM B JUIUIOUTHOM
Habope BcCe 3aBUCUT OT TOrO, Kakasg Xxpomocoma jwuimHsas. Ecou ato 1-
20-1 wnm 22-91 XpOMOCOMBI, TO TakKe HaOII0JaeTCsl TUOelb BO
BHYTPHYTPOOHOM IEpUOJEC PA3BUTUS 3apOJbIIIA, JIMOO HOBOPOKICHHBIH
pOXIaeTcsi C MHOTOYMCICHHBIMU TOPOKAMHU pa3BUTHS M BCKOPE
norubaet. Eciu numnss 21-5 xpomocoma, To y peOeHKa JUArHOCTUPYIOT
cuapom /Jlayna. IlaTonorust HazBaHa Tak MO MMEHM OIKMCABIIETO €€
BIiepBble Bpaya. OHa MpOSBIAETCS B 3aJCPKKE pOCTa, YMCTBEHHOH
OTCTaJIOCTH, M MHOXKECTBEHHBIX HAPYIICHUSX Pa3BUTHUS, KOTOPbIE
OpUBOAAT K Oosiee OBICTPOMY CTapeHHUIO OpPTaHM3Ma U COKPAIIEHHOM

MPOIOJDKUTEIIBbHOCTH JKU3HU.

W3MeHeHus B 4ynciie MOJIOBBIX XPOMOCOM IPOSIBISIOTCS HEMHOTO HHave. [[eno
B TOM, 4YTO Y-XpOMOCOMa COJIEP’KUT JIMIIb HECKOJbKO TEHOB, BIIMSIOIIMX Ha
OmnpeAesIeHue MY CKOro mnoJjia, ocHoBHas 4yacTth ee JIHK reHetnueckun HeakTuBHA. X-
xpoMmocoma coaepKuT okoio 2000 renos. [lomyuaercs, 4TO y My>KCKUX OpraHU3MOB
HaXOJATCS OFHA 7032 ATUX I'€HOB, a Y JKEHIIUH - JIB€, HO pab0TaeT TOJIbKO OJHA U3
HUX. Brtopas momoBas XpomMocoma JKEHCKMX OCOOEH TpakTHYeCKH He
dbyskuuoHupyer. Takum o00pa3om, JHIIHIS Y-XpoMocomMa y MYX4WH ¢ XYY-
HAO0OpPOM TOJIOBBIX XPOMOCOM TpakTHuecku ceOsi He mnposBiseT. Jlummss X-
xpomocoma y keHImMH (XXX) Takxke mposBIseT ceOs He 3HauuTenbHO. Jlaxke
mamHAs X XpoMocoMma y MYXCKHX ocobOeil (XXY) BBI3bIBacT HE Takue OOJbIIHe
M3MEHEHUs, Kak HaOmonatTcesa npu cunapome Jlayna. boiee Ttoro, »u3HecrnocoOHbI
KEHCKHE 0co0H ¢ OHOM ToJ0BON XpomMocomoii (X0), a HapyIIeHUs UX pa3BUTHSI, TaK
Kak y ocobeil XXY, cBA3aHbl ¢ M3MEHEHMEM pPOCTa U HEJOPA3BUTHEM IOJOBBIX
OpraHoB. YMCTBEHHOE Pa3BUTUE MEHSIETCS HE3HAYUTEIIBHO.

Ycnex JsedeHuss HaclE[ACTBEHHBIX 3a00JIEBaHMM pa3ivueH B
KaXXJI0M KOHKpPETHOM ciy4ae. Hanpumep, cymectByer 3aboneBaHMe
¢denunkeronypusa. OHO pa3BUBaeTcsi IMpU HeJocTaTke (¢epMeHTa,
IIPEBPAILIAIOIIEI0 AMUHOKHUCIIOTY (DeHMIIAIaHUH B TUPO3UH. B pe3ynbTare
B OpraHu3Me HaOJIOJaeTcsi, C OJHOM CTOPOHBI, HEXBAaTKa THUPO3MHA,
KOTOpPbIA HEOOXOAMM Uil CMHTE€3a NMUITMEHTa - MEJaHWHA, TOpMOHA -
TUPOKCUHA W Apyrux BemiecTB. C Apyroil CTOPOHbI, UMEETCS M30BITOK
(deHunnanannHa, KOTOPBIM y 3I0pOBBIX 0COOE MpeBpaliaeTcss B THPO3HH,
a 3aTeM pACILIEIUIAETCS 0 YIVIEKHCIIOrO ra3a M BOAbI U TaKUM 00pa3oM
BBIBOJUTCS U3 opraHusma. Pa3BuBaercsa 3a0oieBaHUE, KOTOpOE
OpOSABIISIETCS B 3HAUYUTENIBHOM 3aJIep’KKE YMCTBEHHOTO Pa3BUTHS.
Cuuraercs, 4To (peHUTAIAHWH BCTYNAeT B HECBONUCTBEHHBIE €My PEaKLUU
Y BO3HUKAIOUIME MPOAYKTHI, OTPABISIOT KJIETKUA T'OJIOBHOTO MO3ra. JTO
3a00JIeBaHUE HAYYMUJIUCh JIEYUTh C MOMOIIbIO CIEUHUALHON TUETHI, B
KOTOPOM  CTpPOrO  KOHTPOJUPYETCS  COAEpKAHME  aAMUHOKHCIIOT
(deHnnaNaHuHa U TUpPO3UHA. YeM paHblIe HAYMHAIOT TaKyl0 JUETY, TeM
yCIIECLLIHEE JICYEHHUE.
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Psim MOHOTEHHBIX HACIIEJICTBEHHBIX 3a00JI€BaHUN B HACTOSIIICE
BpeMsl TOJIa€TCsl JICUCHUIO BBEJICHUEM B OpraHu3M  OCJIKOB,
CUHTE3UPOBAHHBIX T€HHO-UH)KEHEPHBIMH METOAaMH (CaxapHbIi auader).
Pa3pabaTpiBatoTcss METOJbI T€HOTEPANMU - BHEAPEHUE B KJIIETKW T'eHa,
KOTOPBIN oOecnieunBaeT cUHTE3 Oenka B kieTke. st 3Toro Heo6xoammo
UMETh  TIOCIIEJIOBATEIbHOCTh, KOAMPYIOUIYI0 HOPMaJbHBIM  OEJoK,
BCTPOCHHYIO B moaxoasmmii BekTop (§54). Kiterku 6071HOTO BBIACIAIOT,
BHenpsroT B HUX JIHK, 3aTtem BemyT oTOOp B KJIETOYHOM KYJIbType TEX
KJIETOK, B KOTOpBIE T€H BCTPOWJICS M TIe OH paboTaeT. DTHU KIETKH
Pa3MHOXAIOT ¥ BBOJAT O0JIbHOMY. Takyto mporeaypy MOKHO MPOIeaTh
C KJIETKaMU TI€YeHHM, KOCTHOTO MO3ra W HEKOTOpbIMU Apyrumu. K
COXKaJICHUIO, TAaKW€ KJIETKH BCKOpE MOTHOAIOT U HEOOXOIUMO BCIO
npolenypy NOBTOPATh, HO, TE€M HE MEHee, COCTOSHHE OOJIbHBIX
yJIy4IIIaeTcs XoTsi Obl HAa HEKOTOPOE BpEMsI.

3a0oneBaHusi, 3aBHUCSAIINE OT MHOTHMX T€HOB, CBSI3aHHEIE,
HalpuMep, C U3MEHEHUEM YHCJIa XPOMOCOM, MOKa JIEYUTh HE YAAEeTCH.
31ech Ha IOMOIIh TPUXOST METOBl MPEHATAIbHON quarHocTuku. OHU
MO3BOJISIIOT yYCTAHOBUTH T'E€HETUYECKHUE HApPYIICHUS B  3apOJBIIIE B
BO3pacCTe€ HECKOJIBKUX HEIeTb BHYTPHUYTPOOHOTO pa3BuThus. B sTOM
Cly4ae POJUTENN MMEIOT BO3MOXKHOCTH PEIINTh, XOTSAT JIM OHU HMETh
HEH3JICUNMO OOJILHOTO peOcHKA.

CymectByeT ciyk0a MEIUKO-TeHETHUYECKOTO KOHCYJIbTHPOBAHMUS,
KyJa oOpaimarTcs POAWTENH, Y KOTOPBIX BBICOK PHCK POXKICHUS
OonmpHOrO pebeHka (BO3pacT JKEHIIMHBI cTapmie 39 Jer, paHee
0oOHapy>XCHHbIE B CEMbE HACJICJACTBCHHBbIC 3a00JICBaHUS, BO3JICHUCTBHE
MOHU3UPYIOMIETO U3TyUYCHUS UM XUMHUYECKUX MyTareHoOB H JIp.).

3HaHNE TEHETHMYECKUX MPUYMH PA3BUTHUSI HEKOTOPHIX MATOJIOTHIMA

MIO3BOJISICT OLICHUTH PHUCK TOSBICHUS OOJIBHOTO peOCHKA.

Hanpumep, B KOHCynbTalMio oOpallaeTcsi cympyskKeckas mapa, y KOTOpoi
nepBblii pedeHok ¢ cuHapoMoM JlayHa. IX uHTepecye, KakoBa BEPOATHOCTb TOTO,
YTO WX BTOpOM pebeHOoKk Oyner 370poBbIM?  (OOCienoBaHHE WX TMEPBOTO peOEHKa
oOHapy>kuBaeT y Hero 47 xpoMocoM, TpH 21-x xpomocoMbl. YacToTa HENpaBUILHOTO
pacxoxkeHus: XpoMocoM 21-ii mapsl cocTaBiigeT B cpeqHeM ans nomyiasuuu  0,001-
0,002. Ognako WHOTAA BCTPEYAIOTCS CilIy4yau, KOTJa B KJIETKaX HMHIUBUIYyMa C
cuaapomoM Jlayna oOnapyxuBaroT 46 xpomocom. Torma TpoBOIAT JETaTbHBIN
aHaJlu3 XpOMOCOM oOoux poauteneil. YacTo oka3bplBaeTCs, 4YTO Yy OJHOIO U3
poauTeneil KapuOTUI U3MEHEH: HeOOJBIION y4acToK 21-i XpOMOCOMBI IPUKPEIIICH
K KaKoH-TO JIpyroil XpoMocome, KOTopasl IpH 3TOM YBEIUYMJIach B pasmepax. Jlus
TOTO, YTOOBI OOHAPYXHUTH ATy XPOMOCOMHYIO IEPECTPOWKY HHOTJAa HEOOXOIMMO
UCIIONB30BaTh METOJbI AuQdepeHInaIbHoro oKpamuBanus xpomocoM (§ 14) (puc.
56 - 4). IlepeHoc yuacTka XpOMOCOMBI C OJIHOTO ME€CTa Ha JPYroe 4acto He
CKa3bIBaeTcsl Ha (EHOTHIIE WHANBHIYYMa C TAKOH TepecTporKoi xpomocoMm. OqHAKO
IPU PACXOKICHUM XPOMOCOM B MEi03€ MOryT MOJydaThCs HecOATaHCHPOBAHHbIE
ramMeTrbl, B KOTOpbIX JHOO HE XBaTaeT TEHETHYECKOrO0 Marepuana, 00 OH
OKa3bIBaeTCs B TPOWHOM 03¢ (puc. 56 - 5).
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B Takoii cuTyanuu BEpOSTHOCTb pPOXKACHUS pebeHka ¢ cunHapomoMm JlayHa
coctasister 1/3.

[Ipn BBICOKOM pHCKE POXKIAEHUS OOJLHOrO pedeHKa MPOBOMAST
JNanpHEeWIIMd aHanu3. KpynHble NMOpPOKM pa3BUTHS 3apoJbllla MOKHO
BBISIBUTH IIPU AHAJIU3€ KPOBU MATEPUHCKOIO OpraHMW3Ma, B KOTOPOMl B
ATUX ciydasx oOHapykuBaroT crnenuduyeckue Oenku. Mupopmanuo o
KPYITHBIX ITIOPOKaxX JAeT TAKXKe yJNbTPAa3BYKOBas JAWArHocTHka mioga. Ho
JUISl aHaJIM3a KApUOTUIIOB WJIM YCTAHOBJIEHNWS MOHOTE€HHBIX 3a00J1eBaHUMN
HE00XO0/IMMO MCCIEI0BATh KJIETKH IJIOAA.

Jlnst 3TOro, He MOBpEXIas 3apojiblll, OEpyT KIETKHM BOPCHUHOK
XOpUOHA WM JIUMQPOLUMUTH M3 KpPOBU MynoBUHBI. [lomemaror ux B
VCKYCCTBEHHBIE YCJIIOBUS U CTUMYJIMPYIOT KJIIETOYHBIE IEJICHHUS.

B Hacrosimiee Bpemsi Hay4yWJIMCh JIMarHOCTHPOBATh Yyxke Oosee
1000 moHoreHHbIX Oosie3HEN. B kneTkax 3apozbiiia MOXKHO OOHAPYKUTh
HE TOJIbKO OTCYTCTBUE HOpPMaJibHO paboTtaroniero QepmMeHTa, HO U
ONPENEIUTh M3MEHEHHBbIN reH. 3nech nomoraer JHK-auarnoctuka, B
OCHOBE KOTOPOM  JIeXkar METOJbl  MOJIEKYJISIpHOM  Ouonorum
NO3BOJISIIOLIME OOHAPYXKUTh M3MEHEeHUs mnepBuyHOM cTpykrypsl JHK.
DT METOIbl TOCTOSHHO COBEpPUIEHCTBYIOTCA. lIpeanpuHumarorcs
NOMBITKM TNPOBOJUTH JTUArHOCTUKY TEHHBIX OO0Je3Hed B KIETKax
3apoJpIlla 10 TOTO, KAK OH UMIUIAHTUPYETCS B CTEHKY Matky. Jljist 3TOro
OT 3apojbllIa Ha CTaauu § KJIETOK OepyT 1-2 Giacromepa, aHATU3UPYIOT
ux JHK wu, ecnu mnaronoruss He OOHApYKUBAETCS, 3apOABILI
UMIUIAHTUPYIOT B Martky. Takoil  cmoco®  mpemynpexacHus
HACJIEICTBEHHbBIX 3a00JIEBAHUI Ka)keTcd HauboJiee MePCIEKTUBHBIM.

Bonpocsl

* B uem paznuumne Mexay HAcIeICTBEHHBIMU U BPOXKICHHBIMU
3a00JICBaHUSIMH ?

» Kakumu MeTogaMu MOXKHO YCTaHOBUTD, YTO 3a00JICBAHUE SBIISICTCS
HACJICICTBEHHBIM, a HE 3aBUCUT OT BHEIIHUX yCIOBUIA?

* Kak MO>XHO YCTaHOBUTbH PEIIECCUBHOCTh MJIM JOMUHAHTHOCTD
MyTallMHU 1 €€ JIOKAJIU3AIMIO B MOJOBOM XPOMOCOM HJIM ayTOCOME Y
yenoBeka? A y apo3oduiibr?

* Ha puc. 56 - 7?? naiigute mnapsl XxpoMocoMm Nel, No2, No3,
xpoMocoMbl NeNe 13-15, NoNo 19-20, NoNo21-22 +Y.

» Kak BbI cunTaere, MOXKHO JIM OTJIMYUTD HA Mpernaparax KEeHCKUN
KapUOTHUIT OT MYKCKOT'0, HE PUMEHSIS METO1bI AU PepeHITnaILHOTrOo
OKpallIBaHUs?
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» Kak 6y,Z[€T IMPOABIIATHCA ,IIOMHH&HTHLIP'I IMPHU3HAK B ITIOKOJICHUAX, CCIIN
I'CH, CTO OHpC,Z[GHfI}OHII/Iﬁ, HaXoaUuTCs B Y-XpOMOCOMe?
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