I'EHOM JIFOJIUHHU TA METO/IA MOI'0O BUBUEHHS
JEKLIISA 9

Tema: HexpoMocomHa CIajKoBiCTh

[lepeBaskHa OUIBIIICTD €YKAPIOTUYHUX T€HIB MICTUTHCS B KIIITUHHOMY SIZPI.
Kpim simpa, cBiii BliacHHU reHeTHYHUI MaTepial MalOTh IUTOIUIA3MATHYH1 OpPTaH el
CYKaplOTUYHOI KJIITHHU: MITOXOHPII Ta XJIOPOIJIACTH.

I'enomu 1ux opranen mictath redu Oi1kiB 1 PHK, HeoOXiaH1 1 iXHBOTO
(GyHKIIIOHYBaHHSI. 3a CBOEIO OpraHi3alli€lo TeHOMHU OpraHes 3Ha4HO BIIPI3HSIIOTHCS
BiJ] I/IEPHOTO TEHOMY I Hara/lytoTh TeHOMH MTPOKapioTiB. MoJIeKyIsipHa MallIHEPIs,
sKa 3a0e3Meuye eKCIpecito TeHETHYHOT 1H( opMaIlii B opranenax, TaKoX MoaioHa 10
npokapioTuyHoi. L{i (pakTu JImiu B OCHOBY €HA0CUMOI0THYHOT TEOP1T MOXOIKEHHS
MITOXOHJIPIM 1 TIACTHU/I, BIJATMOBIAHO JO $IKOi OpPTraHEeId BUHHUKIM B PE3YJbTari
HE3AJIeKHUX EHIAOCUMOIOTUYHUX TMOAIN: BUIBHO ICHYIOUl O-IIPOTOOaKTepii Ta
nianoOaktepii Oy 3aXOIJIEHI MNPOTOEYKapiOTUYHOK KIIITUHOIO-Xa3sTHOM 1
€BOJIIOI[IOHYBAIM Y chenu@iuni opranenu (MITOXOHApIL Ta XJIOPOILIACTU
BIJIMIOBIZTHO), K1 BIAMOBIAAIOTH 3a AuXaHHsS Ta ¢oTocuHTe3. 117 yac koeBorOLIIl
KJIITHHU-Xa3siHa 1 eHJ10CUMOI0OHTa YaCTHHA MITOXOHAPIaIbHUX 1 XJIOPOTJIACTHUX
reHiB (IHKOJIM TOCHTh 3HaYHA YacTHHA) Oysa MepeHeceHa B sICPHUI TEHOM.

TakyuM YMHOM, HAsBHICTH BJIACHOTO T€HETUYHOrO amapary 3abe3mnedye
MITOXOHJPISIM 1 XJIOPOTIIaCTaM CBOEPIIHY aBTOHOMHICTb BiJl SIZIEGPHOTO TEHOMY, ajie
BeJIMKa KUJIbKICTh KOMIIOHEHTIB, MOTPIOHUX JUIsi BUKOHAHHA iXHIX (YHKIIIH,
KOAYETHCA SIJIEPHUM T€HOMOM.

[MutonnazmarnyHa cnajkoBicTh ymnepiue Binkputa K. Koppencom i1 E.
bayepom y 1909 p. y kBiTkoBuX pocnuH. [li3Hime Oyao 10BeAEHO MPUCYTHICTH
CTaOLTbHUX 1 TOCTIHHUX FT€HETUYHHUX JACTEPMIHAHT, K1 HE PO3IICIUTIOIOTHCS IMTOA10HO
3 XpPOMOCOMHUMH 1 5IK1 3HAXOASITHCS 1103 SIIPOM. Y CIIaIKyBaHHS 03HAK MiHIIUBOCTEH
OpraHi3My, 3yMOBJICHUX IUTOILIa3MaTUUHUMU CTPYKTYPaMU, TOBEJICHO JIsl 0araThox
POCJIMH, TBApUH 1 JIFOIUHHU.

Hocisamu ciagkoBoCTi MOXKYTh OyTH TIJIbKM OpraHeu KJIITUHY, SIK1 37aTH1 10
camoBiITBOpeHHs. Cepen HUX OH1 PEeryOI0Th KJIITHHHUN METa00J113M (MITOXOHIPIT
1 IJTACTUIN ), @ 1HIL — TPOAYKYIOTh (P1OpuIIsipHi yTBOpeHHS (KJIITUHHUHM HEHTp, a00
IIEHTPOCOMH, 1 0Oa3ainbHi TpaHyau, abo KkiHerocomu). [loBemaeHo, 10 B IHX
HUTOIIA3MaTUYHUX CcTpyKTypax npucyTHs [IHK, sika BuKopucTOBYyeThCS IS
nepeaaBaHHs cnajaKoBoi IHPopmarlii. Ha BIAMIHY Bil CTanoi KUIBKOCTI XpOMOCOM,
HEXPOMOCOMHI CTPYKTYpHU MpPEJCTaBIeHl B KIITUHI O6araTokpatHo (Omm3pko 100
mnactua, 700 mitoxonapiit, 100000 pubGocom). 3aBAsKM Takid KUTBKOCTI ITHX
OpraHe’, IIMTOIIa3Ma B MOPIBHSIHHI 3 SIPOM, MEHIII MiHJIMBA, a HEBEIMKI YHCIIOBI 1X
3MIHHM HE CYNPOBOIKYIOTHCS ICTOTHUMH TTOPYIIEHHSIMU O3HAK B OPTraHi3Mi.

Mix MITOXOHAPISIMA OCHOBHHX €yKapiOTUYHUX Tpym (POCIWHH, rpudwu,
MPOTICTH Ta TBAPUHU ) CIIOCTEPITAIOTHCA CYTTEBI BIIMIHHOCTI B CTPYKTYp1, 610X iMil
Ta reHetulll. CaMe TOMy ICHY€ BHPOTIIHICTh TOTO, IO M€Kl €HJIOCUMOI0OTHYHI
BITHOCHHU PO3BUHYJIUCH B Cy4acH1 MITOXOHIPIl HE3AIEKHO.
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MiToxoHpii Ky»e BiApi3HAIOTHCS 32 pO3MipaMu Ta 3a hopMoro. Ix hopma He
€ CTaTUYHOIO: MITOXOH/IPIi POCTYTh, OPYHBKYIOTHCS, PO3MAIal0ThCs HA IIMATOYKH,
37IMBAIOTHCS 3 THIIMMU MITOXOHIPISIMUA Ta 3HOBY PO3JLISIOTHCS.

BitbIIicTh KJIITUH CCABIIB MICTUTH COTH1 MITOXOH/JIpiH, IPOTE B KPACHUX
KPOB’SIHUX TUTBIIX BOHU I[IJTKOBUTO BIJICYTHI.

[lin BOMBOM pI3HUX 30BHINIHIX YMHHUKIB B OpraHi3Mi BiJOyBalOThCS
cnenu@iyHi 3MiHM KOMIIOHEHTIB HEXPOMOCOMHOI CHaAKOBOCTI. BoHUM MOXyTb
ICTOTHO BIJIPI3HATHUCS MK COOOIO0 3a CTIMKICTIO T€HOTUITHOTO MposiBy. HalimeHin
CTIMKI 3MIHU OTPUMAJIA Ha3BY (hEHOKOTMI].

denHokorii — 11e 1HTyKOBaH1 3MiHU 03HAK OPTaHi3My, K1 30€piratoThbCs TITBKU
BIIPOJIOBXK MOr0 *KUTTs. Hamaaku Takoro opraHi3my mpu CTaTeBOMY PO3MHOKEHH1
BTPaAYyaroTh 111 O3HAKH.

OTpuMaHO JTOCTAaTHIO KUIBKICTh JIOKa3iB TOTO, IO MITOXOHMIPIi JIFOIUHU
MalOTh BJIaCHY CHAAKOBICTb. [neHTH(hiKOBaH1 BC1 TeHU MITOXOHIP1aIbHOTO TE€HOMY,
SK1 YCIIaJIKOBYIOTBCS JIMIIE B MaTepl depe3 IUTOILIa3My SHICKIIITHHH.
OxapakTepu30BaHO YHIKaJIbHI BIACTUBOCTI OpraHizallli MiTOXOHIP1aJbHOTO TEHOMY,
110 BIAPI3HAETHCS B SIIEPHOTO, MyTallli SIKOTO 3yMOBIIIOIOTh HU3KY XBOPOO JIFOIMHH.
VY HpoMy HapaxoByeTbes 16600 mm.H. MITOXOHIpIi Tepe1atoThCs IIUTOIIA3MOIO T
yac noainy. CriepMii He MarOTh MITOXOHAPIN, OCKUTHKY IIUTOIIA3Ma €JIIMIHY€ThCS
NPy J03piBaHHI YOJIOBIUMX CTATEBUX KJITHH. Y KOXKHIM SHLEKIITUHI MICTUTHCS
25000 MITOXOHIpPIH, KOXKHA MITOXOHAPISI Ma€  KIUIbLEBY  XPOMOCOMY.
MitoxonapiansHa JIHK mromnam Moke po3mIsgaTHCh SK HalMEHIIa XpoOMOCOMa
opraHizmy, mo ckianaerbes 3 5-10 inentnunux konid JIHK, sxi Hecyts 16568
HYKJICOTHTHUX T1ap 3 37 TeHaMHu, 1110 BIMOBIAI0Th 32 010CHHTE3 13 mosinenTyaiB
nuxanpHoro sadiora, nasi pPHK Tta 22 TPHK. Taka kxopoTka HykJIeoTHIHA
MoCiOBHICTh MiTOXOHApianbHO1 JIHK komye nuiie He3HauHy 4aCcTHUHY BCiX OLIKIB 1
PHK, mo MicTSTbCSA y MITOXOHIPISX.

MirtoxonapianeHa JIHK He MICTUTH IHTPOHIB, 1, B JEKUIBKOX BHITaJIKaxX
Nepliii HYKJIEOTHJ OJHOIO0 TeHy OJHOYacHO € OCTaHHIM HYKJIEOTHIIOM
MornepeHboro reHy. IHma ¢yHaamMeHTaabHa BIAMIHHICTE MIX SJIPOBOIO Ta
MmiToxoHapianbHo0 JIHK € gneski BIAMIHHOCTI B KOQYBaHHI aMIHOKHMCIOT Y
MOPIBHSIHHI 3 YHIBEPCATbHUM T€HETUYHUM KOJOM.
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Onnak, ciin 3a3HaunTu, mo cuate3 JJHK, PHK Ta 611kiB B MITOXOHIPISIX
3abe3neuyeThes pepMeHTaMH, K1 3akonoBaHo saepHoro JIHK. MitoxonapiaisHa
JHK myTtye y 10 pasiB mBuaie y nopiBHsaHHi 3 aaepaoro JHK.

Hoseneno, mo mitoxouapianbaa JIHK nepepaerbes TibKY Bl MaTEpl BCIM ii
HaIaKaM 1 BiJ] TOUYOK BCIM 11 MOKOIIHHSAM (MaTepUHChKe ycraaKkyBaHHs ). OCKUTBKU
MiToxoHapianbHa JJHK HamexuTh TUTbKH OMHOMY 3 0aThKiB, TO pEeKOMOIHAIIIHHI
3miHM, BnactuBl s siaepHoi JJHK B meiosi, BiACYTHI, OTXKe BIICYTHS 1
KOMO1HATHBHA MIHJIMBICTh. HyKJI€OTHTHA TOCITIIOBHICTB 3a3HA€ 3MIH B1J] TOKOJITHHS
JI0 TOKOJIHHA TIIBKM 32 PaXyHOK MyTallll, siki BiJOyBarOThCA B JECATOK pa3iB
1HTeHCUBHIIIE, HIXK B saepHiil [THK.

Hampukinii XX CT. BUALIEHO OKPEMUI pO3/I1JI TeHETUKU — MITOXOHIpiajibHa
TeHETHKA Ta HOBUH PO3JLUT MEAUIIUHU — MITOXOHApialibHa naTosoris. Kimacuunuvm
MaTOTHOMIYHUMHU TMPOSIBAMHA MITOXOH/APIAIBHUX XBOPOO BBaXKaIOThCS MIOIATII,
eHuedanonarii, Jakrar-aiuao3, cuaapoM Kepaca-Ceiipa, MiOKJIOHYC-CMICCIS
aTpois 3opoBoro Hepsa JleOepa, 100posKiCHI My XJIMHU Ta 1H1I1. [{7151 XBOpoO Takoro
TeHe3y BIaCTUBUU 3HAUHUM KIIIHIYHUHN MOTIMOP(Di3M.

Opniero 3 ¢QopM reHHoi Tepamii MOKHAa BBaXKATH TPaHCIJIAHTALIIO
MITOXOHJPIM (UM METOJ LUTOIIA3MAaTUYHOI 3aMIHU) — HEIIOAaBHO PO3p0OJIeHUI
METOJI, IO JI03BOJISE JIIKYBaTH Jeski hopMu O3 Ta 3amo0iraTi pO3BUTKY B
IJI0Ia 3aXBOPIOBAHb, MOB’SI3aHUX 13 Ae(EKTOM MITOXOHAPiH. MITOXOH 1T MalOTh
BiacHy JIHK, mo xoxye kinbka OUIKiB, TpaHcnopTHUX Ta pudocomuux PHK. ITonpu
HeBenmuukuid po3mip, msg JIHK HeoOXximHa i HOpMaIBbHOTO (YHKITIOHYBAaHHS
KJIITUHH, 1 MyTaIlli B Hil IPU3BOASITH A0 CEPHO3HUX, YACTO JIETATLHUX, TTOPYIIIECHb
po3BUTKY nuTuHU. MitoxoHapianbHa JIHK ycnaakoByeThCs TUTHHOIO Bijl MaTepi
(0OyMOBITIOIOYH IIUTOIIA3MATHYHY CIIAJKOBICTD), 1 IKIIIO MAaTH Ma€ B Hil MyTaIli,
JTUTUHA TaKOXX HAPOTUTHCS XBOPOIO.

VY BaXKUX BUIIAJIKaX €IMHUM JIEBUM METOIOM BUPIIIICHHS €T MPOOIEMH €
BUKOPHCTAHHS 370POBUX MITOXOHJIPIM BiJl AOHOpA JJIs 3aMIIICHHS MITOXOHIPIA
MaTepi, 1110 HecyTh MyTallii B MiToxoHApianbHii JIHK. Bake po3po0ieHo MeToau, 1o
JIO3BOJISIFOTH MEPEHOCUTH SIPO 13 AUIEKIITHHU YU 3UTOTH TAIlIEHTKH JI0 37I0POBOI
SIIEKJIITUHN Y 3UTOTH, OTPUMAHOI Bij JKIHKM-JIOHOpa. Taka sSHIEKIITHHA, 10
MICTUTh XPOMOCOMHUI MaTepiai JBOX 0aThbKIB Ta MITOXOHAPII B/l TPETHOT KIHKH,
Ja€ TIOYaTOK 3JI0POBOMY 3apOJKY, SKU HOPMAJbHO PO3BUBAETHCS Y MaTIll KIHKU
MMan€HTKH.

MeTtox nuTonIa3MaTUYHOT 3aMiHM Ma€e JIeK1JIbKa eTalliB:
BusiBnsieTbest 3UToTa Mapy MaIi€HTIB 3 YIIKOIKCHUMH MITOXOHAPISIMHU.
310pOoBe AAPO BUMMAETHCS 13 YITKOIKEHOT 3UTOTH.
SAnpo BUmanA€eTHCS 13 370POBOT 3UTOTH.
SAAapo manieHTIB MNEpeMINIyeTbCs [0 3UTOTH  JOHOPIB 31  30POBUMU
MITOXOHPISIMH.
5. Bnacnmimoxk mnpoBeIeHUX MaHIMYIALIN OTPUMYIOTH €MOpPIOH, T030aBlICHUI

MITOXOH/IpiaIbHUX XBOPOO.

Ha Miciii 3urot MoxxyTh OyTH SIMIIEKJIITUHU, TOJII MICJIsI IEPEHECEHHS SApa
3MIIACHIOIOTH IITYYHE 3aIUTIIHEHHS cliepMaTo30inaMu OaThKa.
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HermogaBHo yKpaiHCHKUM JIIKapsiM BAAIOCS YCHIITHO 3A1MCHUTH MTepecaKy
MITOXOH/JIpiH, 3aBasgku domy y ciuHl 2017 poky y KueBi HapomuBcs 310poBuit
XJIOITYUK.

TexHo0r110 nepecaKyBaHHS MITOXOHAPIN y TONYJSpHIN JiTepaTypl iHOM
Ha3WBaIOTh HAPOHKEHH M JUTUHU BiJl TPhOX OATHKIB, ajie 3 TAKUM BU3HAUCHHSIM HE
3rofiHi OUTBIIICTH (haxiBIB, 110 MPAIIOOTh Y 1ii ramy3i. MitoxonapiansHa JJHK
Komye e 13 O1IKIB TFOAMHU 3 KUTBKOX JIECSITKIB THCSY, 110 € B OpraHi3mi, TOOTO i
BHECOK 710 hopMyBaHHS (EHOTUNY JIOAUHUA MIHIMAJIbHUH.

OcranHim yacom MiToxoHapiaiabHa JIHK BUKOPHUCTOBY€THCS B MOMYIISIIIMHIX
JOCITIDKEHHAX, BUPIIICHH]I MUTaHHS TomypeHHas Homo sapiens mo rmraHeTi Ta
MOXOPKEHHSI JIFOJICBKUX pac, MOXOKEHHSI 1 TEHETUYHOL CTPYKTYPU OKPEMHX €THOCIB
1 TTOMYJISIIIIH.

Tak, TOCUTH IIKaBUMH € HayKOBI JOCHII/DKEHHS IOJ0 JOMIHYBaHHS Ha
MIJIAaHET1 HaIaJIKiB MITOXOH/IpiaabHO1 €BH.

MiTtoxoHpianbHa €Ba — iM’s1, TaHE MOJICKYJISIPHUMH 010JI0TaMH KiHII1, SKa
Oy/la OCTaHHIM CHUIbHUM MPEIKOM YCIX HUHI ICHYIOUUX JIFO/IEH IO MAaTePUHCHKIM
minii. Ockuibku MitoxoHApianeHa JIHK ycnagkoByeThes TUIBKU 10 MaTEPUHCHKIN
JH11, y BCIX HUHI cydacHuX jrojaen taka JJHK Oymna orpumana Big «E€Bu».

MiToxoHIpii — 1€ BHYTPIITHBOKJIITHHHI OpPraHeu, 0 MalOTh HEBEITUKY
BlacHy xpomocomy. Ha Bigminy Bin simepHoi JHK, sika MICTUTH nepeBaxHy
KUIBKICTh T€HIB 1 B IPOIECI CTATEBOTO PO3MHOXKEHHS IT1ITAETHCS PEKOMO1HALIIT, TaK
110 HAIIaJIKK OTPUMYIOTh ITOJIOBUHY T€HIB BiJ1 0aThKa, a APYTY MOJOBUHY BiJl MaTepl,
MmiToxoHapii Ta ix JHK nutvHa oTpuMy€e TUIBKHA 3 MATEPUHCHKOL SIMIIEKITITUHM.
Ockinbku MiToxoHapiansHa JIHK He mignaeTbes pekoMOiHallii, 3SMIHU B HI MOXKYTh
B1ZI0YBaTHCS BUKJIIOYHO 3a JIOMIOMOTOIO PIAKICHUX BUIAAKOBUX MyTarii. [nsxom
MOPIBHSHHS MOC1I0BHOCTI MiToOXOHApianbHOi JIHK 1 BUHUKHEHHS B Hil 3 4acoM
MyTaIliii MO>KHa HE TUTbKY BU3HAYUTH CTYI1Hb CTIOP1HEHH S HUHI ICHYIOUYHUX JTFOIEH,
a ¥ mpuOIU3HO BUpaxXyBaTH 4ac, HEOOX1THUM 111 HAKOMMMYEHHS MyTallii B Till 4u
THIIA MOMYJISIIii iroaek. TakuM YMHOM, MOKHA OOYUCITUTH 1 €M10XY, KOJIU MyTarlii
e He OyJ1o, 1 peIKoBa MOMYJISIiS JIFoAeH Oyiia TeHETUYHO OTHOPITHOIO.

VY 1987 poui Pebekka Kann (Rebbecca Cann) 3 koseramu npuiycTuiy, o
MITOXOH IpiasibHa €Ba Momta kUt Mixk 140000 1 280000 THCSY pOKIB TOMY. 3T1IHO
3 OUIBLI MI3HIMH pO3paxyHKaMH MITOXOH/IpiaiabHa €Ba xxuia 6mausbsko 140000 Tucsu
pokiB Tomy B Cxianiit Adpuui.

Xova MITOXOHJpiaJibHa €Ba Ha3BaHa B 4YecTh O10diHHOI, 1i HE CIia
OTOTOXHIOBATH 3 010TIHHIM ITepcoHakeM a00 BBaYKaTH, 110 BC1 JIFOH € HAIaKaMH
JuIe onHiel kiHKu. MiToXoHIpiajgbHa €Ba — HayKoBa aOCTpaKIlisi, CTBOpEHA s
CIpOILEHH po3paxyHKiB. Hacrpasi MoBa ii/i€ po BiJTHOCHO OMHOPITHY F€HETHUHY
NONYJIALII0, Cepe/l HAIAIKIB K01 OUIBIIICTh HUHI ICHYIOUMX JIOAEH OTpUMaIn
MmitoxoHapianbHy JIHK Bif omHi€l xKIHKH, B TOM Yac SK HAIIaJAKH 1HIIAX KIHOK 10
npsAMil KIHOU1H JTHIT Ti€T K TPEAKOBOT MOMYISIIT HE JOKHIIN 10 HAIIIUX JAHIB. SIKIIO
y KIHKU HEMa€ >KOMHOI Jo4kH, To ii miToxonapianbHa JIHK He Oyme mepemana
HalllaJIKaM JaJi ii BIaCHOTO CHHA, X04a IMOJIOBUHY 1HIIIMX T'€H1B YCIaAKYIOTh CUHU 1
1X HaIIaJaKu.
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OCK11bKH MO YIS HI TeHETUKH BBaKalOTh 0aTHbKIBIIMHOIO
MITOXOHIpianbHOT €BU AQpuKy, il 1HOAI HA3UBAIOTh appuKaHChKOIO €Boto. [lpu
HalJIaBHIIOMY MO MPEAKOBOI MOMYJALIl y JtOJeH YTBOPHIJIHUCS YOTHUPU
ramorpynu LO, L1, L2, L3. 3 Hux, nepia nepesaxae y OylMeHiB, Apyra y mirmeis.
JIBl ocTaHHI TakoX € y appUKAaHCHKUX HAPOIIB, ajie TUIbKH Bija ramjorpynu L3
BiXoaaTh Makporpynu M 1 N, Hocii sikux mirpyBanu 3 Adpuku B €Bpasito.

[cHyIOTH anbTepHATUBHI MOSCHEHHS MITOXOH IpiaibHOI T€HEaNorii Hapo/IiB
3emni. Hanpukiazn, aHajgoriuie reHeanoriuie IpeBo MOINIO BUHUKHYTH, SIKILIO Ha
paHHil cTaali po3cereHHs OUIBIIICTh JIFOIEH 3aruHyla yepes3 sKich emigemii abo
NPUPOAHI KaTacTpodu, a Ti, MO0 BUKIIM MPEACTABISUIN COO0I0 HEBEIUKY TPYITy
KpOBHUX ponnyiB. O HAK cripoOU OOy AyBaTH T'€HEATOT10 Ha M1CTaB1 JOCI1KESHHS
IHIIKUX TeHIB HE MiATBEPKYIOTh rinore3y karactpodu. Kpim toro, ciix 6patu 10
yBaru OOMIH TeHaMH, SKWM BiAOyBaBCs B pe3yJbTaTi IUIIOOIB MIXK JAJIEKUMU
poAMYaMu, B pe3yJbTaTi YOr0 T€HOMH MPOIOBKYBAIH 3MIIITYBATHCS B TTOMYJISIISIX
Bke Imicnga Buxomy 3 Adpuku. HaliOinpiia pi3HOMaHITHICTE MyTailii, ska
CIOCTEpIraeThes B ahpUKaHCHKUX HAPO/IB, TAKOK MOYKHA MOSICHUTH MO -P13HOMY. 3
OHOro OOKy, IIeé MOXe OyTH pe3yabTaTOM TPUBAJIOTO IPOKUBAHHSA MPEAKOBOL
nonyssauii B Agppuiii. 3 iH10oro 60Ky, B Adpuill 4aciB najeosiTy HaceJIECHHs MOIJIO
OyTH TIPOCTO YHCENBHIIINM, HIXK B IHIIUX PET10OHAX.



