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MoHoreHHble Oone3Hn (Mb) — »t0
3a00JI€BaHUsI, B OCHOBE€ KOTOPBIX JICKUT
MyTallisl OJHOIO TeHA, B PE3YyIbTare Yero
HapyIIAeTCs MIM BBIKIHOYACTCS ITOJHOCTHIO
(PYHKIIHSI COOTBETCTBYIOIIETO OCJIKA.

N3BecTHO > 7 Tbic. Mb

Y 2,4 % HaceneHud

Yactota 10:1000




B HacTosLlee BpemMa M3BECTHO

bonee 6000 Ho3oNOrMYecknx eanHuL
MB.

Ha 1000 HoBopoxaeHHbIX Mb
BbIABNAKTCA Yy 42 — 65 Oeten

(4,2 — 6,5%).
B cTpykType obLien cMEPTHOCTA

neten oo 5 net Ha gontwo Mb
npuxoantcs 8 — 10%.



[eH - yyactok monekynbl JHK, BbinonHAoWwWMn
onpeaneneHHyo PyHKLUIO

[@eHOM — coBOKynHOCTbL BCeX reHoOB opraHusma
(Bcen IHK comaTtnyeckomn KneTKun)

[ @HOTUM — cCOBOKYNHOCTL reHOB COMaTU4YeCKOM
KNneTKku (opraHnama), Kotopas nposiBnfaeTcs
heHOTMNUYECKHU

PeHOTUN — COBOKYNMHOCTbL BCEX CBOWCTB U

NpPU3HaKoOB OpraHu3ma, Kotopas popmMmupyeTcs noa
BNUAHUEM reHotuna v pakTopoB BHELLHEWN cpeAabl
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AnnenbHble reHbl -

reHbl, pacnosioXXeHHbIE B
FOMOJIOMMYHbIX NOKYycax
FOMOJIOTMYHbIX XPOMOCOM
N oTBevawLlline 3a
pa3BuUTUE
anbTepHaTUBHbLIX CBOUCTB
OQHOro npusHaka

feHOTMN M.O. TOMO- N
reTepo3nroTHbIM



Knaccudukaumna Mb
l. Mo yacToTe BCTpe4YaemMocCTu:

1. HacTo BCcTpevarLwmecs
1 : 10 TbIC. HOBOPOXAEHHbIX U YaLle
(PKY, mykoBucumaos, cuHapom MaptmHa-bann)

2. Peoko BcTpevarLimecs
1:100 TbIC. N peXe

3. Co cpegHen 4acToTOM BCTPEYAEMOCTHU
1: 10 -100 TbIC. HOBOPOXOEHHbIX



II. OcCHOBHasA natoreHeTu4yeckas
Knaccundumkauus

1. HBO (HOO) — HacneacTBeHHble Dore3HU obmMeHa
(dbepmeHTONaTUN)

HBO amuHoOKMCI0T ((PEHUIKETOHYPHS)

HBO yrieBoaoB (rajaakro3eMus)

HBO nunuaoB (runepannuaeMus, TUIIEPXOJICCTEPUHEMHUS )

HBO nypuHOB 1 NUPUMHUAUHOB (I10/1arpa)

Hb 0OrocuHTEe3a KOPTUKOCTEPOUIOB (AAPECHOTCHUTAIBHBINA C-M)

Hb nopdupruHoBoro u 0nmiaumpyonHoBoro oomMeHa (mopdupun)

HBO merasioB (0osie3nu Buinbcona-KoHoBasiopa)

HDb s3puTpoHa (reMoIuTHYECKUE AaHEMHUH )

Hb nmumdounToB H JIEHKOIMMUTOB (CEIITUYECCKUN TPAHYJIOMATO3)

Hb Tpancnopra cucrem nmo4vek (BUT. D-pe3UCTEHTHBIN PAXHUT)



INedeKkT reHa onpeaensiet aedekT benka-cbepmeHTa
B pe3ynbraTte brnokupyercsa 6/x peakuus,
KONMM4ecTBO CyOCcTpaTa B KJeTKe yBeJSiIM4MBaeTCH,
KONMM4YeCcTBO NPOAYKTOB peakuuu yMeHbLuaeTcs

N30bLITOK cybcTpaTa nepepabaTbiBaeTcs B NOOOYHLIE
NnpoAyKTbl MeTabonuama

CYBCTPAT %} NPOAYKT

NnoOOYHbIE
> MeTadonNuThbI




®EHUNKETOHYPUS (DKY)

GEHUNANAHUH wemdegesd  TUPO3MH

gheHunanaHUH2udOpoKcusasa

T

'EH

cpeHMNNMpoBMHOrpagHas KMcnorta

cdheHUNMornoYyHasa Kucriota
deHUNyKcycHasa Kucrora






bone3np MaHU(pECTUPYET B BO3PACTE 2-6 MECSIICB.
XapaKTEPHO:
- BSJIOCTh pEOCHKA, OTCYTCTBHUE MHTEpECA K
OKPY’KaIOIIEMY;
- MHOT/IA MTOBBIIICHHAS PA3/IpaKUTEIbHOCTb,
OE€CIIOKOMCTBO, CPHITHBAHUE;
-HAPYIICHNUE MBIIICYHOTO TOHYCA (Yalle MbIIICYHas
TUIOTOHUS );
-CyAOPOrH, IIPU3HAKHN AJJIEPTUYECKOrO JIEPMATHUTA,;
- KMBIIIUHBINY 3aMaX;
[ToctennieHHO popMUpyeETCA
- 331€pIKKA TICUXOMOTOPHOT'O PAa3BUTHS;
- MUKPOIIe(Daus;
- SIMUJICITUYECCKUE TPUCTYIIHL;
- YMCTBE€HHASI OTCTAJOCTh IVIYOOKOM CTEIeHH
(IQ - okomo 20 ex. mpu HOpME 85 - 115)



2. MOHOreHHbIe

cuHgpombl BI1P -
CUHOPOMbI BPOXXAEHHbIX
NMOPOKOB,

pa3BUTUE KOTOPbIX
oO0ycnoBrneHo myTauuen
OOHOro reHa



Cvngpom MAP®DPAHA -

HaCJIEICTBEHHOE 3a00JIEBaHNE, CBA3AHHOE C
HapyIICHUSIMHU OOMEHA COCIMHUTEIBHOM TKaHH.
bones3ns onncana B. Mapdanom B 1896 roxny.

YHacrora BCTpeyaeMoCTH 1: 10 000 — 15 000.

Pa3zButHe 3a00JicBaHUs 00YCIOBICHO MyTall €l B T€HE
(GpuOpUIIIIMHA, KOTOPHIM JIOKAJIM30BaH B JIJIMHHOM
njede XxpoMocoMsl 15 (1okyc 15g21).

BrbIsIBII€HO HECKOJIBKO THIIOB MyTallMi reHa (B
OCHOBHOM MHCCEHC).

Tun HacnenoBaHWsA — ayTOCOMHO-TOMUHAHTHBIN C
BbICOKOUW MIEHETPAHTHOCTHIO TEHA.



C-Mm MapdaHa

HapyweHue
OMNOpHO- ABUraTesibHOro annapara

HapyweHue opraHa 3peHus -
noaBbIBUX XpPyCTarnuka

N3meHeHMe cepae4yHO- COCYANCTOMN
CUCTEMblI-

HapyLleHue npoBoAUMOCTH, (hopMUupoBaHMe
aHeBpPU3Mbl a0pPTbI.



- aCTEHUYECKNUN TUM
TEroCnoOXXeHUS;

- AedULUNT Macchl Tena;
- JONTINXOCTEHOMENUS;

- apaxHoOaKTunug;

- NICKPUBINEHue
NO3BOHOYHUKA;

- gedopmauua rpygHou
KIeTKn



C-m
MapdraHa
Y OEBOYKU

14 net




-
5.41. BHeluHui BUO OeTEN

eHe, BOPOHKOOBPa3Has rpyaHas Knetka,
AMHHBIE TOHKIE KOHEYHOCTY, BaslbryCHas ne

a: BbICOKMI POCT, acTeHun4eckoe

¢ cuHapomoM MapdaH
naocKocTonue,

CYTYNOCTb, 2paxXHOAAKTUNS,
hopmaLms HKHNX KOHEUHOCTEN.



C-m MapdraHa
apaxHoOaKTUNuS
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C-m MapdraHa
apaxHoOaKTUNuS




AdonuxocreHoMenus. ApaxHoAaKTUIIUAL.
NMono)xuresbHbI CAMNTOM 3aNSACTbS.



i~k T

CMMNTOM «60J1bLUOro NasbLa>» MPU apaxHOAAKTUIIUMN.



C-Mbl OonbLUOro nanbua v 3anacTbs




MapdaHa c-M — noABbIBUX XpycTanunka







lll. Mo TNy myTauun:

MucceHc — 3ameHa OHOro HyKneoTuaa Ha OpYyrowu.

HoHceHc — 3ameHa HYKNeoTnaoB, B pesyribraTte
KOTOpPOU nNponucxoanTt qopmMmupoBaHme CTon-KogoHa.

«CaBUr paMmKu cHYUTbIBaHUA» - NPU BbiNadeHUN Unu
BCTaBKe (MHCepLUMKN) HYKNeoTnaa, YTo BCreacTeme
HenepeKkpbiBaEMOCTN FreHETUYECKOro Koga npuBoauT K
dopmMmnpoBaHmio HOBbIX TPUMSIETOB.

CnnancuHroBasi MyTaum4.

JKCcnaHcus TPUHYKJ1I€EOTUAHDBIX MNMOBTOPOB



C-M MAPTURH-BaJlJI-

CUHOPOM YMCTBEHHOW OTCTAJIOCTU C JIOMKOW
X XPOMOCOMOWU

[eH FMR1 nokannsoBaH B X Xxpomocome

B reHe ecTb BapuabenbHaa obnacTb, B
koTopou Tpunsnet UL B Hopme
NOBTOPSIETCS OT 6 40 42;

[1pn yBENMYEHUN 4ncna TpunieTos
(akcnaHcuun) go 200 — cocTosHne
npemMyTtaumu;

[lpn yBENUYEHUN YUCNa TPUMNIIETOB
cBbilwe 200 — myTaums, npu KOTopou
pa3BMBaETCS KITMHMKa 3aboreBaHns




- XapakTtepHbin oeHOTUN:
' - MPAMOYrosfibHOE NNLO;

- 6onbLLUMe OTTOMNbIPEHHbIE
YLLIHbIE PAKOBUHbI;

- BbICTynaroLwmnm noo;
- MacCMBHbIN noadopoaoK;
- MaKpPOOPXU3M;
- YMCTBEHHas OTCTanocTb
yMepeHHas unm rnybokas;
- ayTn3m

TsxecTb TevYeHus
3aboneBaHus
KoppenupyeTt c
KOrin4ecTBOM NOBTOPOB




IV. Mo Tny HacnepgoBaHUA:

DT ey |4

AyTOCOMHO-AOMMWHAHTHbLIU
AyTOCOMHO-peLecCUBHbLIU
X-cuenfieHHbIU AOMUHAHTHbLIU
X-cuenneHHbIN peuecCUBHbIN
Y-cuenneHHbIN

MuTtoxoHapuanbHbIN



AyTOCOMHO-AOMUHAHTHbLIW
TUN HacnepgoBaHUA



AyTOCOMHO-OOMWHAHTHbLIM Ha3bIBAETCH
3aboneBaHune, pa3BuUTUeE KOTOPOro
0OyCrnoBNeHO AOMUHAHTHbLIM rEHOM,
KOTOPbIM NoKann3oBaH B ayTOCOMeE

bonbHOU nmeetT reHotun AA nnm Aa



XapakTepHbl ABa TUNa PoAOCNOBHbIX:

- Npu 3aboneBaHuaX, NP KOTOPbIX OONbLHOM
OOXMBAET 00 PeNPOAYKTUBHOIO BO3pacTa,
BCTyNaeT B Opak u coxpaHaeT epTUnbHOCTb;

- Npu TsKeneuwwnx 3abonesaHUax, Korga
NPOOOIMKUTENBHOCTb XXWU3HWN DOSTbHOIO
3Ha4YUTESIbHO COoKpalleHa n(unu) 6osibHou
becnnoaeH
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[ BepTukanbHbIX TN HAcneOgoBaHUS
0 MNopaxeHne nuu, 0bomnx nosnos
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EAMHUYHBLIN crniyvyaun poxaeHus
bonbHOro pedbeHka B 340pOBOU CEMbeE
— crnepcrBue reHepaTUBHOU reHHOW

AOMMWHAHTHON MyTauuu

lNMocnedyrowuti puck — okosio 0%




. . [1pn HenonHowu

NeHeTPaHTHOCTMH
reHa —

. B POAOCIIOBHOWU
MMEITCH
«MpOCKaKnBarLLme»

BT




AyTOCOMHO-pPEeLEeCCUBHbIN
TUN HacnepgoBaHUA



AyTOCOMHO-peLeCCUBHbIM
Ha3blBaeTCHd 3abosfieBaHume,
pa3BUTUE KOTOPOIro
O0OYyCNOBMEHO PELECCUBHbLIM
reHoOM, roKarin3oBaHHbIM B
ayTOCOMe.

[ eHOoTUN NnauneHTa - aa



[OpU30OHTanNbHbLIN TUMN HAcNeOgoOBaHUSA
[TopakeHne nuu 0bounx Nosros
[Tocnenytowmm puck — 25%
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«BbILenneHno» roMmo3nrot crocobCcTByeT
MHOPUAWHT - KPOBHOPOACTBEHHbI Bpak




reHbl KOTOPbIX

pPaCcrnonoXeHsbl

B HErOMOJIOTMYHbIX
yyacTKax MomnoBbIX XPOMOCOM

CuenneHHbIMU C NOJIOM
Ha3blBalOTCH 3aborneBaHUS,
X Y



X-cuenneHHbIN peLecCUBHLIN

TUMN HacneaooBaHuUS
(3aboneBaHMe BbI3bIBAETCH
peLeCCUBHbLIM reH, Nnokann3oBaHHbIM B
HEeromosiormyHom yyacrtke X
XPOMOCOMbI)



[TopakeHune nu
MY>XCKOro nona

MaTepu —
HOCUTENbHULbI

NaToriorm4eckoro
reHa (X*)



OcobeHHOCTU KNHUKn Mb

|. LUnpoKnn KnnHnyeckum nonmmopcgpunsm,
reHeTu4eCKMMn NpuvYnHamMm KOToporo ABrAOTCA.

- NONMannennu3am;
- MOJINITOKYCHOCTb;

- pa3nnyHas KoMbuHaLUmsa reHoB-MoanUKaToOpPOB;
- pa3nnyHas go3a NaTornorM4Yeckoro reHa;

- ABlieHne reHoMHoOro MMNPUHTMHIAa



NMOJIMAJUIJIEITIN3M

(MHOXXECTBEHHbIW annenmam)

ABreHue, npm KOTOPoM B reHopoHAe nonynauum
cylLuecTByeT bonee AByx annenewu

Hanpumep, npu OKY:

A — annenb, onpegensowmn > 70% akTMBHOCTU O-TAa;

a1— annens, onpegensowmnn 30% akTMBHOCTU (P-Ta;

a2 — annens, onpepgensowmnn 10% akTnBHOCTMN P-Ta;

as — annenp, onpegensowmn 0% akTMBHOCTM b-Ta

Y nauueHTa ¢ reHoTunom Aa3d3 3aboneBaHne npoTekaeT

bonee TsaXeno, 4em y 6onbHoOro ¢ reHotunom ad1a1



NMOJIMITIOKYCHOCTDb

ABMeHne, Npu KOTOPOM 3a CUHTE3 DENKOBOM
MOJIEKYIbl OTBEYaET 2 1 Ooree reHos.

anodepmMeHT KohepmMeHT

A

[EH 1 [EH 2



B Hacrosiee BpemMs pa3jinyaror:
- Kimaccuyeckyro ®KY (1 tuma) - ren 12¢22-q24.2
- ATunuuyHbie gopmel (PKY 11— VII tumnos)

Atunmunbie popmbl PKY 00yci1oBI€HBI
HEI0CTAaTOYHOCTHIO TETPATUAPOOHONITEPHUHA —
Ko(paKTOpa rMAPOJIA3 PCHUTATAHUHA, TUPO3WHA U
TpUIITO()aHA

reabl 11¢q22.3-q23.3
14q22.1-q22.2
4p15.31



* pa3nnMyHas KOMOMHaLUUA reHOoB-
MOAONMPUNKATOPOB

* pasfnMyHasa go3a NaTosiorm4eckoro reHa
(AA nnun Aa)

* ABfIEHME FEHOMHOIo MMMPUHTUHIA —
pa3nn4Has akTUBHOCTb reHa B
3aBUCUMOCTU OT POANTENLCKOrO
MPOUCXOXOEHUSA XPOMOCOMbI, B KOTOPOW
FIOKann3oBaH 3TOT leH.



TEHOMHbIA UMMNPUHTUHI —
c-mM lNpaagepa-Bunnu

[TpnunHa 3aboneBaHns —
NHaKTnBauUuunda reHoB q11-13

XpOMOCOMbI 15
OTL,OBCKOIo
NMPOUNCXOXOEHUS

- OXXUpEeHune
' - onurodpeHus
- TMNOroHagn3m




TEHOMHbI UMNPUHTUHTI —
c-M AHrenbmMaHa

NpnynHa 3aboneBaHunnA
WHaKTUBaLUA FeHOB

xpomocombl 15

MaTePMHCKOro
npoucxoxaeHus

e onurogopeHmns

* MPUCTYNbI CyQOpPOT,
peskne OBUMKEHUS
(0cobBeHHO
PYKOMsieckaHus)

* 4acTbll BECNPUYNHHbIN
CMEX Unu yrnbolbka




2. Bapbupyrowmm Bo3pacT Havana
3aboneBaHuA

= BHYTpnyTpOoOHO peanuiyetca 25% reHHbIX
MyTauuu;
= [1o Ha4yana nybeptaTta — 45%;

= B TeyeHune nybeprtaTtHoro nepuoga — 20%;

= [locne 20 net — 10%.



3. HeogHOBpEeMEeHHOCTb NPosABrieHUNA
NMPU3HaKoOB

Hanpumep, npu cnuHapome MapdaHa:

* PN POXKOAEHNN ANArHOCTUPYETCS
apaxHogaKTUNmnS

* K 3 rogam — naTtosiorns 3peHuns

e K/ —8 ropam - natonorua CCC.



4. Hannume y 6onbHOro pepgko
BCTpevarLwjmxcs
cneuyndpuvyecKux CUMNTOMOB.

Hanpumep,

BEpTMKaAlnbHblE HACeYKN Ha MOYKe yxa
npu cuHapome beksunta-BuagemaHHa



C-m bekButa-BungemaHa

= Makpocomus

= Makpornoccug

= [lynoyHaga rpbika

= Haceukn Ha Mou4Ke yxa




MYKOBUCLINOO3

MykoBuncLUMO03 UM KNUCTOPMOPO3 — 3TO
NaTonornsl 3K30KPUHHbIX Xernes
(OpOHXManbHbIX, MOTOBbLIX, CME3HbIX,
CITIOHHBIX), @ TakXe NoaXXenyao4Hou
XKenesabl N NeYeHu, NposiBAoLLIAsCS
BblAeNeHnemM ceKkpeTta NoBbILLEHHOW
BA3KOCTU M CONPOBOXAatoLLIasiCH
BTOPUYHBLIMU U3MEHEHUAMMN B NETKUX,
noaXXenyao4YyHou XXenese n KULeYHuKe



'eH 6one3Hun nokanusosaH B 7931.1-32
KoOupyeT 0enok-perynartop TpaHCMeMbpaHHON

npoBOoAMMOCTUN AJ1d NOHOB XJ10pPa
(CFTR — knctopumbposHbein TpaHCMeEMOpPaHHbIN PerynsaTop)
A-P Tun HacnepoBaHus

oy




OCHOBHOM NaToreHeTU4YeCKU MexaHu3m
Oone3Hn — yBernnyeHne BA3KOCTU CEKPETA,
BblAENSAEMOro crnn3eobpasyrowmnmm Xxenesamm
OPOHXOB, KNLLEYHUKA, MOOXKENYOOYHOW Xenesbl,
CEMEHHUKOB M NMpuaaTo4vHbIX Nnadyx Hoca, YTo
NPUBOANT K X 3aKyMNOpPKe.

KnuHnyeckue hopmbi.

- MekoHearnbHbIn uneyc (3%)
- Jlerovnas (15-20%)

- Knweynas (10%)

- CmewaHHas (75-80%)



MeKkoHeanbHbIU Uneyc

KnweyHas
HenpoxoAMMOCTb Y
HOBOPOXAEHHOro

PeHTreHonornyeckoe
obcneaosaHue
HOBOPOXAOEHHOIO C
MEKOHUanbLHOU
HEeNnpPoOXoAUMOCTbIO.




JlerouHaa chopma

= 3aKyINnopKa IMpoOCBETA
MEJIKMX PECITUPATOPHBIX
myTeun

= [Ipucoenunenue
BTOPUYHON MH(EKIUU

= XpPOHUYECKUM
BOCIIAJIMTEIILHBIN
poliecc B OpoHXO-
JIETOYHOM CHUCTEME:
OpOHXHUTHI, THEBMOHUH,
a0CIeCChl, OPOHX03KTa3kbI




BpoHxun yenoBeka, 60fIbHOr0 MyKOBUCLIMA030M.
MMnepnpoayKumus cnnsu NpuBOANT K TOMY, YTO
3aroriHeHHbIe eto BPOHXM 3aTPYAHSAIOT ObIXaHMe U cry»at
NPpUCTaHULLEM AJ1s MHOTMX BONe3HEeTBOPHbLIX 6aKkTepui.
(Poto CNRI.)




KuweyHaa cpopma MB

IameHeHne BOOHO-3MNEKTPONUTHOIO cocTaBa
NaHKpeaTn4ecKoro coka, ero cryLueHme u
3aTpyaHeHWe BbliaeNneHns B NPOCBET KMLLEeYHUKa

HapylleHne yHKUUN KULLEeYHWKa, HapyLleHne
doopMmMpoBaHnSA KanoBbIX Macc,
HENPOXOAUMOCTb KULLIEYHUKA

Kncto3Ho-pmnbpo3Hoe N3MeHeEHNE TKaHU
noa)xenyago4Hou xxenesbl



KinHau4veckass KapTUHA KUIIEYHON (POPMBbI
MYKOBHCI[M1032 00YCJIOBJICHA HEAOCTATOYHOCTbIO
(bepMeHTATUBHON AKTUBHOCTH KEITYIOYHO-
KMILIEYHOI'O TPaKTa, KOTOpask 0COOEHHO SIPKO
IPOSBIISICTCS IIOCJIE IepeBoIa peOCHKA Ha
MCKYCCTBEHHOE BCKAPMJIMBAHUE WJIU IIPUKOPM.
Pacieninenre u BcaChlBaHUE IIMTATEILHBIX BEIIECTB
CHHKCHO, B KHIIICYHUKE MPE00Iaaar0T THAJIOCTHBIE
IIPOLIECCHI, COIPOBOKIAOIIUECS HAKOIIJIECHUEM Ia30B.
OdeHpb YacThIM CTYJ, CYTOYHBIM 00BEM KaJIOBBIX MACC
B 28 pa3 MOXKET MPEBHIIIATh BO3PACTHYIO HOPMY.
B3ayTue )kuBoTa CTAaHOBUTCSA MIPUYUHOU
CXBaTKOOOpa3HBIX 00JICH KUBOTE.



CwmewaHHaga chopma MB

\tR
.qﬂ




HeoHaTanbHbLIU CKPUHUHT —

obcrnegoBaHMe BCcex HOBOPOXAEHHbIX
C Lenblo paHHero (OOKNMMHUYECKOro)

BbigBneHnsa Mb

lNoka3aHusi 01151 NpoeeodeHUs1 CKPUHUH2a:.
[ Bbicokaa yacTtoTa BcTpedaemoctn Mb

0 MNMpuHumMnnanbHas HeobxoaAMMOCTb paHHEro
Ha4varna nevyeHus

[ Pa3spaboTaHHble METOAbI NeYeHUs



HeoHaTanbHbIN CKPUHUHT
3a0bop KpOBU HA S — 7 CYTKMN XXKN3HU




+ DEHUNKETOHYPUS

» BPOXIOEHHbLI MANOTUPEO3

. TANTAKTO3EMWA

. ADPEHOIMEHUTATbHBLIN CUHOPOM
. MYKOBW3LIMOO3




Cnacmnbo 3a BHUMaHume!




