[ eHOM YyenoBeKa: Hac/1eACTBEHHOCTb, 310P0BbE
1 2BOIOLINS

[[eHOM 06bedmHAEeT HaC1eaCTBEHHOCTb, 6OE3HUM 1 3BOTOLUNIO
B OOHOW CUCTEME 3HAHUW.



* 3a4yeM BMONOrMU HYXXEH MrEHOM

[TpoeKkT «[ eHoM YenoBeka» caenan HK ynutaemoun
KaK KapTy opraHmamMa. CerogHsa reHoMumKa
nomMoraeT HaxoAuTb HACNeOCTBEHHbIE PUCKMU,
YTOUYHATb OAMArHO3bl, MOHMMAaTb MPOUCXOXOEHNE
yenoBeKa 1 ObICTPEE Pa3BMBATb MOMIEKYISPHYIO
MeOULIHY 1 BUOTEXHONOTUN.




® /|3 yero CoOCtTouT yenoBeyeckmm

flpepHaa AHK

OCHOBHas 4YacTb HaceaCTBEHHOW MHbOoPMaLMK COCpeaoToUYeHa B aape
KNeTKW. 34eCb HAaXOAATCA XPOMOCOMbI, HECYLLME TeHbl 1 PerynaTopHble
YyYaCTKM, KOTOPble ONpeaenatoT CTPOEHWE OpraH3Ma M OCO6EHHOCTU ero
Pa3BUTKA.

MutoxoHgpuanbHaa JHK

Hebonbwaga konbuesasd LAHK MUTOXOHOPUM OONONHAET 940E€PHbIN TEHOM.
OHa HacnefnyeTcs NPenmMyLLeCTBEHHO NO MAaTEPUHCKOW TMHUN

1N CBSA3aHa C paboToM KNETOYHOrO AbIXaHWUS 1N SHEPreTUYECKMM OOMEHOM.,

XpOMOCOMHbIN Habop

B HopMe y uenoBeka 46 XxpoOMOCOM: 22 Napbl ayTOCOM M OHa Napa
MOMTOBbIX XPOMOCOM. Tako HAabop OANHAKOBO BaXXEH U ANs nepenaym
NPU3HAKOB, U AN onpeaeneHrsa nona.

CTpoeHue reHa

[eHbl BK/IIOYAOT KOAMPYOLLME YYACTKU U YYACTKM, KOTOPbIE YYaCTBYIOT
B UX paboTe. DK30HbI, UHTPOHbI 1 PErYATOPHbIE 31EMEHTDI
ob6ecneyrBatloT He TOJTbKO XPaHEHME, HO U TOYHOE MCMONb30BaHME

H—ICI)O NEIZIZE
OB Opbl nperyndauunsa

HOBTOpFII-OLLI,I/IeCFI rnocnegoBaTte/ibHOCTW AO0JINO CHUTAJIMCb <JTMLLUHNMIN>,

. HO Tenepb M3BECTHO, YTO MHOTME U3 HUX BNAIOT Ha YMAKOBKY JTHK,

AdKTUBHOCTb TreHOB U yCTOI;NI/IBOCTb pa6OTbI reHOMa.

[€EHOM




e Jlong kogmMpyrowmnx n Hekoampyrowmx yyactkoB 1HK g

[aHHble pedepeHCHbIX FTEHOMHbIX MPOEKTOB; 060OLLIEHHbIE OLIEHKM
019 YeNOBEYEeCKOro reHomMa

L]

HekoaupytoLwme nocienoBaTe/ibHOCTY BKAOYAOT
MHTPOHbI, PETYNIATOPHbLIE 3NIEMEHTbI 1 NMOBTOPbI.

VIX ponb OCOBEHHO BaXKHA Mpu PasBUTUM OpraHmM3Ma
M KOHTPOJIE PAabOTbl KIETOK.

[€HOM B OCHOBHOM He KOoanpyeT 6e/1K1 HanpsMyio,
HO MMEHHO HEKOAMPYHOLLME YYACTKM BO MHOTOM
YMPAaBAAT X aKTUBHOCTbIO.



* Kak HHK noMellaeTca B 4400 KNEeTKU

OnnHa n MacwTad

Ecnun BbITAHYTb JHK OOHON KNETKM YenoBeka B JIMHUIO, MOJTyUYUTCH
OKOJ10 ABYX METPOB. [1pyr 3TOM 440p0 MMeeT MUKPOCKONMYecKmne
[Pa3Mepbl, NO3TOMY MOJIEKYTY HY>XHO YNakKoBaTb Ype3BblYaMHO
KOMMaKTHO.

Posib rucToHOB

YnakoBKa HauyMHaeTcs ¢ 6en1KoB-rmcToHoB: [JHK HaMaTbiBaeTCa BOKPYT
HUX N 0BpPAa3yeT HYKEOCOMbI. Takor CNOCO6 MOMOraeT He TOJTbKO
SKOHOMUTb MECTO, HO U PerynmpoBaTb JOCTYMN K reHaMm.

YpoBHU opraHusauum

HykneocoMbl cobmpatoTca B 601ee CNOXHbIE CTPYKTYPbI:
XPOMATUHOBbIE METNN, AOMEHbI U, HAKOHEL,, XPOMOCOMbI. HeM nnoTHee
YMAKOBKA, TEM TpyOHEeE K/IETKE CHUTbIBATb COAEPKALLYIOCS B yHaCTKe
MHPOPMaLMIO.

N3MeHeHue npu aejieHnun

B oensuiencs kneTke XpoMaTUH MaKCMManbHO YNOTHSAETCS, YTobbl [HK
6bls1a PaBHOMEPHO pacnpefeneHa Mexay Ao4YEPHUMU KeTKkaMu. [1oaTomy
XPOMOCOMblI OCOBEHHO XOPOLLO BUOHbI B MUKPOCKOM MMEHHO B 3TOT MOMEHT.




* OCHOBHbIe NapaMeTPbl FreHOMa 4YemToBEeKa

KAoueBbIe XapaKTEPUCTUKKM MOMOratoT NPeacTaBMUTb
MacCLLTab reHoMa 1 ero opraHmM3aLnio B KneTke,

[lo MacwTaby BMOHO, YTO HOJIbLLAS YaCTb
MHPOPMaL MM CBA3aHA HE C YMC/IOM FEeHOB,
a C Ux perynaumnen n yrnakoBkow.

MNapameTp 3HavyeHue

Pa3smep reHoma ~3,2 M1pAa nap
Umncno xpomocom 46

Umncno reHos 20-21 TbIC.
Koaupyrouwaa AHK ~1,5%

OHK B KneTke ~2 M

MTOHK KonbueBasd MoJsiekyna

PedepeHCHble reHOMHbIE NPOEKThI

N OBLENPVHATLIE AAHHbIE MO YEI0BEYECKOMY

reHoOMy



* KaK CUYMUTbIBAETCHA reHeTun4yeckasa MHpopMaLum4

E [€H KaK MHCTPYKLUMS TpaHcKpunuusa

[eH — 370 yyacTok AHK, KOoTopbIn HeceT Ha nepBoM aTane ¢ IHK cyutbiBaeTca PHK-konus.
MHPOoPMaumMo ang cnHtesa PHK nnu 6enka. STOT NPOLECC NOET MO MNPUHLIMMY
OH paboTaeT He M30/IMPOBaHHO, a BMecTe KOMMNEMEHTAPHOCTM 1 MO3BOMSET MEPEHECTH

SATAIGLIAMY BPEMS 1 YPOBGHD BKTUBHOCTA. MHGOPMALIIO 13 ARPA K MECTY Ad/IbHENLISN
AaloLl P yP ' peanm3aLmm.

TpaHcnaums P OOUH reH — HEeCKOJ1IbKO BapUaHTOB
3aTeM pnbocoMbl yntatoT PHK 1 cobupatoT Lenoyky 13-3a anbTepPHATMBHOIO CrjlanMCcUHra 1 pasnmymin
AMUHOKUNCNOT B 6enokK. IMeHHO 6enKK yalle BCEero B PErynsaumMm oguH 1 TOT XE reH MOXET AaBaTb
BbINMOJIHAKOT OCHOBHYIO pa6OTy B KJNIETKE. CTPOAT HECKOJIbKO MPOOYKTOB. 3710 yBENYMBAET

SR SRt JERCRET reeldbAl Al TsfRie Ll CATReblel pPa3Hoo6pa3ne 6eNKoB 6e3 yBenYeHUs Yicna

[eHOB.




* [lyTb oT HHK K npm3Haky opraHmamMa '

CxeMa MoKasbIBAaET, KaK Hac/1eaCTBEeHHasa MHbOopMaLMS NpeBPaLLaETCs B KNETOUYHbIN 3PDEKT U BHELLHWIN
NPU3HaK.

erynaumsa
MyTaumm / yrKunA a¢pexT Mpu3sHak
— KNeTku




0,17%

OT/INYAET B CpedHeM reHoOMbl ABYX
Nroaenm 1 coctaBndeT MUJTMOHDI
BapuraHToB [HK.

[1aHHble CpaBHUTEIbHOW FEEHOMUMKIM YE/T0BEKA,;
OOLLENPUHATANA OLEHKA MEXUHAMBUAYATbHbIX
eEkNIZEI%1%

[arke HeboNnbLLME Pa3nyns
B NOC/1€00BaTENbHOCTU MOTYT B/USATH
Ha BHELWHOCTb, OBMEH BELLECTB, Peakumto

Ha JIeKapCTBa U NPeapacnoNoXeHHOCTb
K HEKOTOPbIM 3a60/1eBaHNAM.



® OCHOBHbIE TUMbl FTEHETUYECKNX BapPWaHTOB '

CpaBHUTENbHAsA CxeMa Mo AaHHbIM OBLLIEN TEHOMUKI; 3HAYEHUS
MOKa3aHbl KaK YCTOBHbIN MHOEKC YaCTOTbl

Pa3Hble BapMaHTbl OT/INYAOTCA HE TO/IbKO YaCTOTOMN,
HO M MacCLUTaboOM BO3OENCTBUS: OT O4HOM Mapbl
OCHOBaHWMWN OO KPYMHbIX Y4aCTKOB XPOMOCOM.

YeM KpynHee M3MeHEeHMe, TeM OHO OBbIYHO pexe,
HO MOTEeHLWAabHO CUIbHEE BUSAET Ha PaboTy reHoB
1 NPOSABNEHWE NPU3HAKOB.
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OaHa 6ykBa MEHSAET CMbIC/T FeHa

ToyeyHaa MyTauUna MOXET 3aTPOHYTb
BCEro oauvH HykneoTtna, HO 3TOoro
0OCTATOYHO, YTOObI HAPYLLNTL PaboTy
6enka. B reHe CFTR Takme namMeHeHus
NPMBOOAT K MYKOBUCLUMAOO3Y: MEHAETCH
TPAHCMOPT MOHOB, a BC/1e 3a HUM —
paboTa OblIXxaTeNbHOM U NULLEBAPUTENTbHOM
CUCTEM.

NI3AMEeHEHHbIN 6eNOK — N3MEeHEeHHas
KPOBb

[pn cepnoBUOHOKIETOYHOW aHEMUM
MyTaumsa B reHe HBB MeHgeT CTpyKTypy
reMornobumHa. SpUTPOLUTbI CTAHOBATCS
MeHee TMOKUMU 1 MPUHUMAIOT
XapaKTEPHYO GOPMY, 13-3a YETO XYXKe
NepPEeHOCAT KMCNOPOA 1 YaLle
3aKYrMopWBaloT MeNKmMe cocyapbl.

JIMWHAS XxpoMocoMa U MHOM HAboP
NPW3HAKOB

XpOMOCOMHaa MyTaLus 3aTparnBaeT

He OTAEe/IbHbIV FeH, a Leyto XPOMOCOMY
nu eé yyactok. [Npu cuHapome [JayHa
BO3HMKAET TPUCOMUS 21-1 XPOMOCOMbI,
NO3TOMY MEHSEeTCs Cpa3y MHOXXECTBO
NPOLECCOB PAa3BUTUS, @ HE OAMH MPU3HAK.
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o | IPUMEPDbI reHeTUYECKX 3ab0NeBaHNN
N X HAC/1e0oBaHMS

3aboneBaHue NMpuunHa HacnepoBaHue
ayTOCOMHO-
MyKoBK1cUMA03 CFTR ryctas cyinsb
peueccmBHoe
ayTOCOMHO-
deHunketoHypusa | PAH HapyLleH obmeH
peueccmBHoe
nsoxas
[emodpunma A F8 cuensieHo ¢ X
CBEpPTbIBAEMOCTb
XPOMOCOMHas 3aiepxka
CunHgpom layHa | Tpucomusa 21
aHomasng pasBuUTUA

LLIKObHbBIN KYPC 61MOA0TrnK; pedepeHCHbIE CBEAEHMUS
MO HAaCNeACTBEHHbIM 3ab0NeBaHUAM

CBoaHag Tabnuua NnoMoraeT YBUOETb CBA3b MEXAY
MPUYNHOW, TUMOM HACNEO0BaAHUSA N OXXMNAAEMbIM
3POEKTOM /19 OpraHmn3mMa.

Trn HacnegoBaHUA NOKA3bIBAET, KaK MMEHHO
6one3Hb NepenaéTcs B CeEMbe M HACKObKO BbICOK
PUCK 0719 MOTOMCTBA. XPOMOCOMHbIE aHOMaINU
OTNINYAOTCA OT BONE3HEN OQHOIO reHa,
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. JNUreHeTuka: korga nocnegoBatesibHOCTb LHK
HEe MeHsdeTCH, a paboTa reHOB MEHSETCH

MeTtunmpoaHmne LHK Hekogupytowme PHK 3HaYeHne a4 300P0BbS

[TpncoeanHeHne MeTUNbHbIX TPYMM Hekogupytowme PHK He HecyT SNUreHeTnYeCckne HapyLLEHNS OCOBEHHO
K JHK yacTo cHMaeT akTUBHOCTb MHCTPYKLWW ONa 6enKa, HO y4acTBYIOT Ba>XHbI TPW PasBUTKN, CTaPEHN

reHa, He MeH4dq ero B ynpaBneHun reHamMmu. OHu MOryT N OHKOJIOrMYECKINX 3a601eBaHMAX. OHY
nocnenoBaTesIbHOCTU. Takon NoAaBASATb NepeBon coobLeHnn PHK MOKa3bIBatOT, HTO HaC/IeACTBEHHAA
MEeXaHW3M MOMOraeT K/1eTKaM N U3MEHSATb NUX CTabUIbHOCTb, MHPOPMALVA paboTaeT

COXPaHATb CreLmanm3aLmio 1 TOHKO noMoras KaeTke 6bICTPO OTBeYaTh e e R
PEryNMpPOBaTb, KaKMe reHbl byayT Ha CUTHanbI. y cpeﬂcﬁz P

pa6OTaTb B KOHerTHbII;I MOMEHT.

[ MICTOHbI N YNakKOBKa -' BnngaHme cpenpbl
XMUyeckme M3aMeHeHns rMCTOHOB [TnTaHWe, CTpecc, COH, PU3NYECKaH
BNINAIOT Ha MNOTHOCTb YMNaKOBKU AKTVMBHOCTb M BO3PACT CMNOCOOHD
XpomaTtunHa. Ecnm yyactok IHK MEHATb SNUreHeTnYeCcKne MeTKu.
CTaHOBUTCS 60ee AOCTYMHbIM, reH [TO3TOMY YCNOBUS XXU3HWU BNUAIOT
. Nlerye CYMTbIBAETCH; €C/NN YNaKoBKa Ha aKTUBHOCTb reHOB, JaXe

YMIOTHAETCS, €ro aKTUBHOCTb OH6bIYHO ec/i1 caMa nocnepoBaTesibHOCTb JHK
YMeHbLLaeTCH. OCTaeTCqd HEU3MEHHOMW.

13



* [0e NpUMEHSETCSA TEHOMMKA B COBPEMEHHOMN MedNLIMHE: -

O606LEHME HANPABIEHUIN KITMHUYECKOM TEHOMUKM MO AaHHbIM
COBPEeMeHHOW MegULNHCKOW NPaKTUKKN

- *

[ @HOMHbIE OaHHbIe BCE Yalle OOMNONHAT
TPAANLIMOHHbBIE aHAaNN3bl M MOMOTAOT MPUHMMATD
6onee TOYHbIE KNTMHUYECKUE PELLEHUS.

Hanbonblumi NnpakTnyecknin adpdekT gatoT
OMArHOCTMKA 1 BbIOOP Tepanuu,

a NepcoHaIM3npPoBaHHAA MeauLMHA CBA3bIBAET 3TU
061acCTu B €QUHYI0 CUCTEMY.
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* [lyTb OT 06pa3La K KIIMHNYECKOMY BbIBOLY |

CxeMa noKasblBaeT OCHOBHbIE 3Tarbl FTEHOMHOIO UCC/e0oBaHMa OT buomMaTepuana Ao HTepnpeTaLmm
pe3ynbTaTa.

aaaaaa
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* [ eHOM YesloBeKa 1 2BOUNSA -

g

ObLee NponcxoxaeHme

CXoOCTBO reHOMOB YenoBeKa 1 APYrMx NpuMaToB NOATBEPXKOAAET POACTBO BUOOB. HYeM MeHbLUe pasnnymii
B [IHK, TeM 6numxe 3BOMOLMOHHAA CTOPUSA OPraHU3MOB U TEM MOHATHEE 1X OBLLUM NPEOOK.

Perynauma pa3sBnTng

OcCobbll MHTEPEC BbI3bIBAIOT HE CTONIBKO U3MEHEHUS B 6ETOK-KOAUPYOLLMX YYaCTKaX, CKOMbKO NepeCcTPOVKM
PErynaTopHbIx obnacten. OHM MOMIM BAMATb Ha Pa3BUTME MO3ra, PeYM 1 CIIOXHOro noBeaeHus.

VIMMYHHada aganTaumng

B reHoMe coxpaHsatoTcs cneabl 0T6opa, CBA3AHHOIO C MHOEKLUMAMK. DTO NOMOraeT NOHATb, MOYEMY Yy Pa3HbIX
NONyASUMIA PA3INYaeTCs YCTOMYMBOCTb K HEKOTOPBIM BOME3HAM N PeaKLMA Ha OKPYKAOLLYIO Cpeay.

[TaMAaTb O MUrpaLmax

[eHOM XpaHWUT cnedbl APEBHUX NepeceneHnin 1 CMeLLeHUs Nonyaauni. Mo HUM MOXHO MPOCAEANTb, Kak oamn
Paccensan1chb No NaaHeTe U NPUCMOCabAMBAIUCh K KAMMATY, MULLE 1N YCNOBUSAM XXU3HW.
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* YTOo nokasasn aHanms gpesHen HHK Co

O606LLEHHAa AMHAMMKA PA3BUTUS MANEOreHETUKU, OTHOCUTEIbHAS
LUKas1a No nyb6nmkaumsam 1 ymcy oopasuoB

PocT yuncna o6pasuoB caenan PEKOHCTPYKLMIO
OPEBHUX NOMNYASALUMN TOYHEE 1 MO3BON/ CPABHMBATH
PAa3HbIE PETMOHbI 1 AMOXMU.

YeM 6onblue APEBHUX TEHOMOB U3YYEHO, TEM
HaEXHEE BbIBOAbl O CMELLEHMM MONYNALUNA,
MUrpaUMAX 1 BKIAOE BbIMEPLLMX BUOOB

B HAC/1eCTBEHHOCTb COBPEMEHHOIO YesioBeKa.
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e DTNYECKIME BOMPOCHI FEHOMUKIN

Cornacue nauyueHTa

YenoBeK O0/KEH MOHUMATD,
KakMe daHHble COBUPAtoT, 3a4eM
NX UCMOJb3YIOT M KaKKMe BbIBOAb
MOXXHO caenaTb 13 aHanmaa.
[1o06pOoBOIbHOE
MHPOPMUNPOBAHHOE coracne —
OCHOBAa YeCTHOIo rEHOMHOIO
nccnegoBaHus.

KoHdunpgeHumanbHoOCTb
AAHHbIX

[[eHeTn4eckas MHpopmMaums
CB$I3aHa He TOJIbKO C KOHKPETHbIM
4e/I0BEKOM, HO U1 C ero
POACTBEHHUKAMW, [103TOMY [OCTYN
K pe3y/sibTaTaM HY>XHO
OrpaHMNYMBaTb 1 3aLLMLLATb

MX TaK Xe TLATEeNbHO,

KaK MegUUMHCKYIO TanHY.

PuUck guckpmmMmmnHauum

Henb3s gonyckatb, YTOObI
reHeTnYecKme gaHHbIe BAUSAN
Ha 0byyeHune, TPYOOYCTPONCTBO
N CTPaxoBaHME 6€3 3aKOHHbIX
OCHOBaHUW. IHaue Hayka,
NpW3BaHHAa MOMOraTb, MOXeT
CTaTb UCTOYHMKOM COLMANBHOIO
HepaBeHCTBaA.

OTBeTCcTBEHHOEe
XpaHeHue

Pe3ynbTaTbl aHaNM30B TPebytoT
6€30MaCHbIX LMPPOBbIX CUCTEM,
MOHSATHbIX MPABU XPaHEHWS

N yOaneHns JaHHbIX. 9TO
OCOBEHHO BaXKHO MPU ANUTESbHbIX
npoekTax, rae MHdopMaums
MOXET NUCMOb30BaTbCA MHOIO NIET

CrycTs.
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ToyHoOe pepaKkTupoBaHue

CRISPR-TexHONOrMm oTKpbIBaOT
BO3MOXHOCTb MCMNPaBAATb MyTaLK
NpPAMO B KJ1ieTKax. [ naBHad 3agadya
3[0eCb — OBUTHCH BbICOKOW TOYHOCTM,
YTOObI M3MEHSTb TOJIbKO HY>KHbII
y4aCTOK U He 3aTparmBaTthb Apyrme reHoi.

KneTtouyHaqa Tepanus

[eHOMHbIe Noaxoabl BCE aKTUBHeE
COYeTaloT C BblpaLLMBAHNEM

1 Nepecankon KNeTok. To co3naéT
HOBble METOAbI TEYEHUS], OCOBEHHO TaM,
r0e Hy>XHO BOCCTAHOBUTb YTPAYEHHYO
bYHKLMIO TKAHW UM opraHa.

* byayulee nccnenoBaHMm reHomMa

CKpMHMHI’ BCero reHomMa

[TONMHOrE€HOMHDbIN aHaNM3 MoMoraeT
HaxoOMTb pPedKMe BapuaHTbl, KOTOPbIE
He BWOHbI NPY OBbIYHbIX TECTAX. TaKOM
Noaxod OCOBEHHO Noe3eH B C/IOXHOM
OVArHOCTMKE, Korga npuymHa 601e3HM
OOJITO OCTAETCHA HEN3BECTHOMN.

OAVHOUYHDbIE KNeTKU

13yyeHne enHNYHBIX KNEeTOK
MOKAa3bIBAET, UTO AaXKe BHYTPW O4HOW
TKaHW KNEeTKN MOryT CUJIbHO

Pa3/INM4aTbCA. OTO Ba)XHO A1 MOHMMaHWA

Pa3BUTUL, UMMYHHOIO OTBETAa
M NOBeOEeHWS OMnyXonew.

Be3onacHOCTb U KOHTPO/b

byayuiee reHoM1KKM 3aBUCUT HE TOJIbKO
OT TEXHOJIOTUW, HO 1 OT CTPOIMX MpaBun
X MPUMEHEHNS. YeM ToUHee MeTobl,
TEM Ba)XHee KOHTPO/Ib PUCKOB,
NOOOYHbIX 3GPEKTOB N AOTOCPOUYHbIX
nocneacTBUi,
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° [ eHOM YesioBeKa — 43blK, Ha KOTOPOM HallMCaHbl
HaCneaCrBeHHOCTb U SBOJTIOUNA

I/I3yqu|/|e reHoMa 06beUnHAET BUONOTUIO, MedUnHy N MCTOPKUIO HeJiloBeHeCTBa. OHO 0O6bACHAET

NPU3HaKK, 6OMIE3HM N MPOUCXOXOEHME BUOOB. HYeM rny6yxe Mbl NoHMMaeM [HK, TeM ToyHee MOXKeEM
NoOMOraTb YeNOBEKY M He3onacHee MCMNob30BaTb 3HAHMS.




