KaK XpoMOCOMblI, reHbl U cpepa
onpeaenaroT NoJ XUBbIX
OpraHnM3MoB?

[ eHeTunkKa nona: 0630p, Ko4YeBbie
TeMbl U 3a4a4M YPOKa



[louemy
reHeTukKa nona
Ba)>XHa

[eHeTuKa nojla NoKa3blBaeT,
KaK HacneacTBeHHbIE
MeXaHW3Mbl paboTatoT Ha
YPOBHE KJ/IETKU, OpraHn3ma u
nonynsauun. 9Ta obnacTb
NOMOraeT NOHATb
buonornyeckoe pasHoobpasue,
HacneacTBeHHble 3aboneBaHuUS
N BNUAHUNE TEXHONOIMMN Ha
OAVNArHOCTUKY U NNeYEHNne.




01

Y MnekonuTarLmx, BKIo4ada
yenoseka, aencreyet XY-
cucTtemMa: caMKu MMeroT aBe X-
XPOMOCOMbI, @ caMubl — X un'Y.
MeHHO coyeTaHne XpOMOCOM
3anyckaert gasibHeunlee
pa3BuUTUe nona.

02

Y nTuy pacnpoctpaHeHa ZW-
CUCTeMa, rge caMKu aBNAKOTCA
reteporaMeTHbIM MOJIOM, a
caMubl — FOMOraMeTHbIM. 3TO
NnoKasbIBaeT, YTO OgHa U Ta Xe
bmnonorndyeckaa 3agada
pellaeTcs pasHbiMU
cnocobamu.

03

Y HacekoMbIx BcTpeyaeTtca XO-
cUcTeMa: caMKu MMeroT AaBe X-
XPOMOCOMBbI, @ y caMLIOB OfHa
X-XpoMocoMa 6e3 BTOPOW
NoJsioBOU napbl. B pasHbix
rpynnax >XMBOTHbIX Habopbl
XPOMOCOM MOTYT CUNbHO
oT/InYaTbCA.

Cucrtembl onpepesieHUa nona:
pa3HooOpa3ne cpeamn XmBbiX OpraHM3mMmoB

04

Y pbi6, amMpunoéuin n pspa
APYrux opraHM3mMoB MoJi
MOXXET onpeaensaTbcs He
TOJIbKO XPOMOCOMaMMU, HO U
AOMOSTHUTENbHbIMU
(akTopamMu. [NoaTomy
reHeTuKa rnosa nsyyaer
HECKOJIbKO MEXaHU3MOB
O[lHOBPEMEHHO.



[ eTeporaMeTHOCTb U FOMOIraMeTHOCTb:
OT/INYUA U CMbICN

L} g "-.g-"lu'

[OMOramMmeTHbIN Mo/ [eTeporaMeTHbIV Mo

[OMorameTHbI Nos o6pasyeT OgUHaAKOBbIE MO TUMy [eTeporamMeTHbIN NOa 06pa3yeT pasHble TUMbl FAMET N TeEM
NOJIOBbIE KJIETKW. Y YenoBeKa 3TO XEHLLMHbI ¢ HabopoM XX, caMbIM onpenenseT rnoa noToMcTea. Y 4yesioBeka aTo

ay NTuy — camubl C HabopoM ZZ. Takon BapuaHT MY>X4nHbl XY, a y ntuy — camkm ZW. lNogobHoe pasnunyme

MOBbILIAET CTabUIbHOCTb Nepegaym XpOMOCOM. CBSI3aHO C reHeTUYEeCKUM pa3Hoobpa3neM.



AcTopunsa OTKpPbITUA XPOMOCOMHbIX OCHOB
onpejaeneHud nona

1906 — SaMyHA, YUncoH

Ero paboTbl Ha aMpunounsax un
MJIeKOMUTaroLWmnX NOATBEPANIIN, YTO
XPOMOCOMHbIA MEXaHU3M
onpeaeneHns rnosa UMeeT bonee
LLUIMPOKOE 3HaYeHue. 3Tun
uccrnefoBaHus 3as10XKUIN OCHOBY
COBPEMEHHON reHEeTUKMU rnona.

1905 — HaTtTtn CTuUBEHC

Nccnenya My4YHbIX XXYKOB, OHa
nokasasa pasninyune mexay X- n Y-
XpOMOCOMaMM 1 cBsA3asia ero c
onpefeneHnem nosa. 3To CTano
Ba>XHbIM AOKa3aTeNbCTBOM
XPOMOCOMHOM NMpUpoAabl nona.



01 02 03

Y yenoBeka NosioBble XpOMOCOMDI [eH SRY Ha Y-xpoMocoMe 3anyckaeT X-XpOMOCOMa COAEPXKUT MHOXeCTBO

npeactaBsieHbl napamMu XX n XY. OHU hopMMpoOBaHME CEMEHHNKOB U reHOB, CBA3aHHbIX C 06OMEHOM

He TOJIbKO 3a4aloT NOoJl, HO U HeCyT nocneayroLlmn Kackag My>CKoro BellecTB, HEpBHOU CUCTEMOMU,

reHbl, BaXKHble 419 pa3BUTUA pa3BuTUA. bes aToro curHana WMMYHHbIM OTBETOM U Pa3BUTUEM

opraHusma n paboTbl MHOIMX CUCTEM.  3MOPUOHaNbHOE pas3BUTUE UAET NO TKaHeW. [10aToMy ee BKNnajg BbiXoguT
OpyromMy nyTu. AalieKo 3a paMKu onpeaeneHunsa rnona.

[lonoBble XpOMOCOMbI U KJTHOYEeBble reHbil:
ounonornyeckoe sHayeHue



MexaHn3M HacnenoBaHuA nona y YenoBseka

CxemMa oCHOBaHa Ha TOM, YTO AMLEeKIJIeTKa HeCET TOJIbKO X-XpOMOCOMY, a crnepmartosong — X unum .

— -
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CuensieHHble C NOJ/IOM reHbl: 0CO6EeHHOCTU
HacnegoBaHUA U NPOABJIEHUS

01 02 03

[eHbl, PacCrioJsioXXeHHbI€ B MOJIOBbIX Hanbonee n3BecTHbI X-cueneHHble Y-cuenJyieHHble NMNPpU3HaKWN repenarnTcHd
XPOMOCOMaX, HacJsieayroTCH NMPU3HAKU. Yy MY>XXYNH OHMH TOJIbKO MO My)KCKOIZ JINHNUN — OT OTUAa
cuenJsieHHo ¢ nosoM. OHKU MOTYT MNPOoAB/IAKOTCA HYalle U Ap4e, K CblHY. X HacnepgoBaHue OCOOEHHO
nepenaBarTbCd MNoO-pa3HOMY, NMNOTOMY NMOCKOJIbKY BTOpOI7I X-XpOMOCOMbI HeT. y,EI,O6HO AnAa n3ydeHnAd poaCTtBEHHDbIX
yTo X U Y-XpOMOCOMbI HEPABHOLIEHHDI K Taknm npnMepaM OTHOCAT CBSA3eN u PpeaKNX MyTauMﬁ.

No Habopy reHos. reMo@uInto N JanbTOHU3M.



X-XpoMocOMa KaK KpynHoe
XpaHunuile reHoB

X-XpOMOCOMa COAEPXXUT 3HAUYUTENIbHO
60nblUE FrEHETUYECKOro MaTepuana u
MHOXXECTBO JIOKYCOB, CBA3aHHbIX C
pasHbIMM QYHKLMAMN opraHM3mMa. Ha
HeW pacrosioXeHbl reHbl, BaXKHble A1
OOMeHa BeLLEecTB, UMMYHUTETaA U paboTbl
HepBHOW CUCTEMbI, MOSTOMY €€ poJib
HaMHOrO LWNpe, YeM TOJIbKO
onpefeneHue nona.

CTpykTypa X- 1 Y-XpOMOCOM: HarnsapHoe
cpaBHeHue

Y-XpOoMOCOMa: KOMMNaKTHasi, HO

¢YHKLUUOHaNbHO KoYeBas

Y-XpOMOCOMa MEHbLLE Mo pasmepy u
HeceT orpaHMYeHHbINn Habop reHos,
CBS13aHHbIX [MTaBHbIM 06pPa30oM C
MY>XCKWUM pasBUTUEM U PENPOAYKTUBHOM
cuctemon. Cpeain HUX 0COH6EHHO BaXKHb!
SRY, a Tak)xe obnactn AZF v reHsoil
ceMeucTtea DAZ; HapywleHuna Y-
XPOMOCOMbI MOTYT MPUBOANTD K
6ecnioauio.



[ eHeTu4Yeckoe copep>xmmoe X- u Y-
XPOMOCOM: CpaBHUTE/IbHAA
XapaKTepUCTUKa

01 02 E

Y yenoBeka X-xpomMocomMa Y-XxpoMoCcOMa 3HauYnUTENbHO [NNTaBHbIM FreHOM Y-XpPOMOCOMDI

coaepXut npumepHo 1100 reHos. 6efiHee No reHeTUYeCKoOMy cuyntaetca SRY, KOTopbIun

Cpeaun HUX eCTb reHbl, CBA3aHHble cofepXXaHuto: B Hen okono /8 3arnyCcKaeT pa3BUTUE MYXXCKUX

C reMo@uanen n AanbTOHU3IMOM, a reHoB. bosbllaa YacTb 3TUX reHOB roHa. Takoe pasnunyune B Habope

Tak>XXe ¢ paboTon MHOIMMX yyacTByeT B POPMUPOBAHNU U reHoB OObSACHSET, nodyemMy X n'Y

YXN3HEHHO Ba)XXHbIX CUCTEM. (OYHKLUNOHNPOBAHNU MY>XXCKOW BbIMOJIHAIOT pasHble
PENPOAYKTUBHOWN CUCTEMDI. buoniornyeckune sagaun.
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Kak cuenneHue Cc nosioM NpoaB/IAETCA B

peaJibHbIX POAOCJIOBHbIX

Korga uBeT CTaHOBUTCH
HeAOCTYMNHbIM

HanbTOHM3M NOKa3biBaeT, Kak MyTauusa B X-
XPOMOCOME MEHSIET NoBCeaHEBHOE
BOCMpusaTMe Mupa. HenoBeK MOXXET He
pasnuyaTb OTAesIbHble LUBETa NN NX
OTTEHKW, XOTH B OCTaZIbHOM OCTaETCH
310poBbIM. Takue npmuaHakm 0CO6eHHO
HarnsagHoO NPoCNeXmnBarTCA B CEMEUHbIX
reHeanorusax.

HacneacTtBeHHOe HapyLlueHue,
3aMeTHoe Mo KPOBOTEYEHUAM

femodunus ceasaHa Cc AedeKTOM reHa,
PacrnosIoXXeHHOro Ha X-XpoOMOCOMe, U HapyLlaeT
CBEpTbiBaHMe KpoBW. bosnesHb Yalle
NPOSAABIAETCA Y MY>XUYMH, @ XXEHLMHbl HEPEOKO
CTaHOBATCA HOCUTeNbHULUamMu. Ictopunyeckue
POAOC/NOBHbIE eBPOMENCKUX MOHAPXM MOMOIU
NMOHATb, KaK Takne MyTtaumm nepegaroTcs Mexay
NOKOJIEHNAMMN.

11



01

Y XXeHLMH B KaXaon coMaTU4ecKoun
KNeTKe aKkTUBHOW OCTAETCH TOJIbKO
oAHa X-XpoMocoMa, a BTopas
YNNOTHAETCA N NepexoaunT B
HepaboTatollee CocTosiHue. 31O
CHUXKaET PUCK «ABONHOWN AO3UPOBKN»
X-cuenJJiIeHHbIX FreHOB.

02

HeakTuBHaa X-xpoMocoMa B aape
BbIrNAAUT KaK Tenblue bappa —
KOMMNaKTHOe o6pa3oBaHue, KOTopoe
MOXXHO O6HaPYXXUTb Mpu
MUKPOCKOMMU4YecKoM aHanuse. Ero
Hann4me oTpa)Kaet MexaHu3m
KOMMNeHcauuun go3bl reHoB Mexgy XX
n XY opraHn3mom.

03

bnarogapsa MHaKTUBaUUWU KNETKHK
MY>XUYUH U XXKEHLWUH nony4vyaroT
COMOCTaBUMbIN YPOBEHb PaboThI
MHOIMX X-CLernJJiIeHHbIX reHoB. Takoun
6anaHc BaXkeH As19 HOpMaJsibHOro
Pa3BUTUS TKAHEN N CTABUIbHOCTH
HacneaAcTBEHHOM UH(OpMaLUW.

NMHakTuBaumua X-XpoMOCOMbI U TenblLie

bappa

12



XPOMOCOMHbIe aHOManuu: Korga

HapylwaeTCHd YMCJI0 NoJ1I0OBbIX XPOMOCOM

01

Cunapom KnanHpenbTepa
CcBA3aH c kapuotmnom 4/, XXY.
Y ManbuymMKoB U MY>XYMH OH
HepeaKo ConpoBOXaaeTcs
6ecnnognem, YMeHbLLEHUEM
BbIpaboTKM NOMOBbIX
rOPMOHOB U NMPU3HaKamu,
CBSA3aHHbIMM C
OCOB6EHHOCTSIMU pa3BUTUSA
opraHusma.

02

CuHapoM TepHepa BO3HUKAET
npu kapuotune 45, X0. Anga
Hero xapakTepHbl HU3KWUI
POCT, crlaboe pasBuUTue
BTOPUYHbIX NOJSIOBbIX
NpU3HaKOB N HapyLleHunsd
DYHKLUN ANYHUKOB, KOTOpPbIE
3aMETHbI Y)Xe B NOAPOCTKOBOM
BO3pacTe.

03

Tpucomusa X, unn 47, XXX,
MOXET AO0JIT0 OCTaBaTbCH
He3aMe4yeHHOWN. Y HeKOTOopbIX
AEeBYLUEK U XXEHLWNH OHa
nposiBNsieTcs MArko, ogHaKo
BO3MOXHbl OCOOEHHOCTHU
POCTa, 06y4YeHus U
pPenpoAyKTUBHOMO 340P0OBbA.

04

[Noao6Hble HapyLLeHUs
BO3HWKAKOT M3-3a
HepacxoXXAeHns XpOMOCOM
npu obpasoBaHNKM NONOBbIX
KneTok. Hanbonee HagEé>XHo UX
BbISIB/IAIOT C NOMOLLbIO
KapuoTUNMpoOBaHMUSA, KOTOPOE
NO3BONAET YBUAETb NOJHbIN
Habop XPOMOCOM.

13



CUHOPOM HEeYYBCTBUTEJIbBHOCTU K
aHADOreHaM: Kak KapuoTun He CoBMajaeT C

¢peHo

XY-KapuoTun, HoO pas3BuTue no

XXEHCKOMY Tuny

[lo3aHee BbiiBNeHUe B
NoApPOCTKOBOM BO3pacTe

[1Ipn 3STOM CUHOPOME y YesioBeKa
NPUCYTCTBYIOT MY>XCKWE NOJI0Bble
XPOMOCOMbI, OAHAKO KNIeTKN He pearnpyroT

Ha aHAPOreHbl n3-3a MyTaluunun B pelenTope.

B pesynbTate popMUPYETCS KEHCKNN
(DeHOoTUN, XOTS rOPMOHasIbHbIN CUrHan As
MY>XCKOro pa3BuUTUSA ecTb. Takoe
HECOOTBETCTBME OCOBEHHO BaXKHO AJ1A
AVarHOCTUKMN.

[lepBble NpU3HaKM MOrYT O6bITb 3aMeY€eHb!
TOJNIbKO TOrAa, Koraa y noApocTKa He
HaYMHAETCA MEHCTPYyaLnsa N BO3HUKAET
noBoj A/ ob6¢cnefoBaHus. Bpauu
COMOCTaBNAOT AaHHble KapuoTuna,
ropMOHaJIbHOro aHanM3a u KIIMHUYECKOM
KapTUHbI, YTOOblI 06 BACHUTb MPUYNHY
OTCYTCTBUSA TUMNYHOIO MNOSIOBOro
pa3BUTUS.
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JKonornyeckue BnmsasHUA Ha onpepneneHue
nona y XXUBOTHbIX

01

Y psapa pentunuu, pbié n amoubnin non
3aBUCUT He TOJIbKO OT
HacneACTBEHHOCTU, HO N OT YCNOBUIA
cpenbl. OCO6EHHO XOPOLLO U3YyYeHa
POJib TeMrepaTypbl UHKYb6aL MK auL,
KOTOpas MOXXET MEHSATb COOTHOLLEHUNE
caMLOB 1 CaMOK.

02

Y KpOKOAMIOB U MOPCKMX Yepenax
TeMNEpPaTYPHbIN PeXUM ONnpeaenserT,
KaKue rnonoBble Npu3Hakn éyayT
npeobnagartb y notoMmcTBa. [Jaxe
HeboNblUME UBMEHEHNSA Cpeapbl
CMNOCOOHbI 3aMETHO NOBNUATb Ha

CTPYKTYpY 6yayLien nonynaumm.

03

Takaa nnacTU4YHOCTb AenaeT Buabl
6onee YyBCTBUTEJIbHbIMU K
KnMMaTu4eckum caBsuram. Ecnu
yCciloBUd MEHAKOTCAH CJITULLKOM 6bICTpO,
COOTHOLUEHHWE MNOoJ1I0B MOXXET
HapyLlaTbCA, a HACJIIEHHOCTDb
nonyndunnm — COKpallaTbCA.

15



3HayeHne reHeTUKu Nosa B COBpeMeHHOM
MeguLMHEe U JUarHoCTUKe

01

3HaHWe reHeTuKn nosia NoMoraeT
TOYHee MOHUMATb MPUYUHDI
HacneacTBeHHbIX 3aboneBaHun,

CBA3aHHbIX C X- U Y-XpOMOCOMaMM.

9TO 0COH6EHHO Ba)KHO Mpu aHanmae
CUMMTOMOB, KOTOpPbI€ MOo-pasHOMY
NPOABNAAOTCS Y MaSIbMUKOB U
[lEBOYEK.

02

[lpeHaTanbHas 1 HeoHaTanbHas
AMarHocTuKa NosBoAOT
BbISIB/IATb XPOMOCOMHbIE
HapyLLUEHUSA Ha paHHMX 3Tanax.
[eHeTM4YecKoe KOHCYbTUPOBaHMe
NOMoOraeT CeMbe OLEHUTb PUCKU U
BblOpaTb 0O0OCHOBAHHYIO TAKTUKY
HabNAEHNS N NEYEHUS.

E

CoBpeMeHHble MONIeKyNApHble
MeTOoAbl U MOAXOAbl K FeHHOW
Tepanunu OTKPbIBatoT
BO3MOXXHOCTb PaHHeN KoppeKkLunun
HEeKOTOpbIX HapyLLUeHUn
anodepeHUnpoBKu nona. Ans
MeaULNHbl 3TO 03Ha4daeT bonee
TOYHYHO MOMOLLb U Nyyllee
KayeCcTBO XXU3HU NaLMeHTOB.

16



DBOJIIOLUMA U NoNynAauun: 3a4eM U3yJaTb

reHeTuKy rnona
{2

COOTHOLUEeHue nosos

B nonynauusx 6anaHc nonoB 3aBUCUT He
TONbKO OT reHoB, HO U OT oTH6opa. M3MeHeHue
coumanbHbIX YCNIOBU Y HEKOTOPbIX Pblb
CNOCOBHO CMeLLaTb 3TOT 6anaHc B NOJ1b3y

o4HOro nona.

"

[Ton n Nnpncnocob6neHHOCTb

Pasnuumna mexay camuamm 1 caMKamMum MOryT
yCUNMBaTb BbDKMBAEMOCTb BMUAA, ECNM KaXkaas
rpynna ucnonb3yeT CBOW CTPaTeErMmn NUTaHus,
3alUTbl U pa3MHOXEHNA B KOHKPETHOWN cpejfe.

fad

INnMHaMunka Bnaa

NonioBasa CTPYKTypa BAUSIET Ha CKOPOCTb
Pa3MHOXEHUS, paccesieHne U yCTOMYNBOCTb
nonynaumn. NMNosToMy reHeTMKa nosia Ba)kHa
ANSA MOHUMaHWSA TOro, Kak BUbl COXpaHAKOTCS
N N3BMEHSAIOTCH BO BPEMEHM.

17



01

cnonb3oBaHue
PENnpPoOAYKTUBHbIX TEXHOOMUMN
Ans Bblbopa nona pebeHkKa
BbI3blBaeT CepbE&3Hble CNOopbil.
30€ecb cTaJIKuBaroTcs
NHTEPECHI CEMbM,
MeANLMHCKME BO3SMOXHOCTU U
PUCK npeBpalleHns Bbibopa B
couunanbHoe npeanovYTeHue.

02

buonornyeckmu non u
reHaepHas NAEHTUYHOCTb He
Bcerga cobnagaroT, NOSTOMY B
OOCY)XXAEHUN reHETUKM rnona
Ba)XXHO M36eraTb YNpoL,eHUN.
Hayka fonkHa onupaTtbcs Ha
TOYHOCTb, @ O6LLLECTBO — Ha
yBa)XeHue K YesoBeKY.

03

[eHeTnyeckne gaHHble
TPebYIoT HaAEXHOM 3aLLUThI,
NOCKOJIbKY OHU coaepxkaT
YYBCTBUTESNIbHYIO
MH(MOPMaALNIO HE TOJIbKO O
CaMOM YesI0OBEKE, HO U O ero
poAcTBEHHMKaX. [locTyn K
TaKUM JaHHbIM O0J1KEH ObITb
CTPOro pernaMmeHTUpoBaH.

04

[eHHasa moamnduKaums
OTKPbIBaeT HOBbIE
BO3MOXXHOCTH, HO
O[lHOBPEMEHHO NOAHUMAET
BOMNpPOCbl 6€30NacHOCTH,
AONITOCPOYHbIX NOCNeaACTBUN U
A0MYCTUMBbIX rpaHuL
BMellaTenbcTBa. bes
O6LLEeCTBEHHOro Amnasora aTu
pelleHnst HEBO3MOXHO
CYMTATb NOJIHOCTbIO
OTBETCTBEHHbIMM.

STUYeCcKue U coumanbHblie BOMpPOCHI,
cBfi3aHHble C FreHeTUKOM NnoJsa
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KaK MeHAKTCA nccneaoBaHus
reHeTUKU NoNg: OT aHanusa reHoB K
npeun3moHHon MmeguLimHe

01

XX BeK: onncaHue
XPOMOCOMHbIX MeXaHU3MOB

MccnepoBaTtenn yCTaHOBUIM CBSA3b
MeXXay NOSIOBbIMKN XPOMOCOMaMM U
HacJZIEfO0BaHNEM MPU3HAKOB, a TaKXe
Hay4YUJINCb BbISABIATb XPOMOCOMHbIE
aHOManum ¢ NOMOLLbIO
KapnoTUMUPOBAHMUS.

02

2010-e rogbl: To4eYyHoe
pefakTupoBaHue reHoma

[TossBneHne CRISPR/Cas9 caenano
BO3MOXHbIM 60/1€€ TOYHOE N3yYeHUe
reHoB, CBSI3aHHbIX C pa3BUTUEM nona,
N OTKPbIIO HOBble NoAxoAbl K
MOAeNnpoBaHUIO Hacie4CTBEHHbIX
HapyLLUEeHUN.

CeropgHs: NnepcoHaJIM3InpoBaHHAA
ANarHoCTuKa m teparungd

. F[EHOMHbIE TEXHONOIrNMM NOMOratoT

. paHblLle 06HAPY)XMBaTb HapPYLLEHUS,
' TOYHee noabupaTb NeYyeHne n

' paspabaTbiBaTb NPeLN3NOHHbIE

' peLLeHnsa aAns naymMeHToB C

' HacneaCcTBEeHHbIMW OCOB6EHHOCTAMMY
' MONOBOr0 pas3BUTUA.
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| eHeTUKa nona: 3HaHue,

KOTOpoOe coeaAunHsAEeT

ouonoruio, MegUuUuHy U
OTBETCTBEHHOCTb

[eHeTUKa rnosa NnoMoraeT NOHATb Hac/lefoBaHWe, AnarHoCTUpoBaTb 3ab60sieBaHUA U
06BACHATb padHoobpa3ne XXMUBbIX OpraHM3MoB. EE OTKpbITUA AatOT MOLLHbIE
MHCTPYMEHTbI MeANLNHE, HO TPebYIOT OCTOPOXXHOI0, STUYHOIo U Hay4YHO 06OCHOBAHHOTIO
MPUMEHEHMUS.




