YABTPA3BYKOBBIE MAPKEPHI
XPOMOCOMHOM ITIATOAOTHUH



mepmuHonozsud

Mapkepbi:
lMapamempbi, Ka4yecmeeHHbIe Unu
KonugyecmeeHHbIe, Komopbie Mpu3HaHbL!
nosie3HLIMU 0518 Mo20, Ymobbi
omnauYuUmMms HOPMYy om namono2uu

YnbmpazeyKoebie MapKkepibi XpoMoCOMHbIX
b6one3Hell:

OcobeHHOCMU pazeumusi rmioda (u
TOPOKU paszeumiusi), ebisensaemMbie fpu
Y3U, komophbie nMpu XpoMOCOMHbIX
bonezHAXx ecmpevyaromces Yauye, 4em e
nonynsuuu
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namoviocuu

-BPO>KAE€HHBIE ITOPOKH
— CTOUKHE
MOPOAOTHIECKHE
M3MEHEHHS OPTaHa,
BBIXOAAIIIHE 32 IIPEAEABI
BAPHUALIUU €TO CTPOEHUA
C U3MEHEHNEM (PYHKITUH
OpraHa

-MATKHUE IIPU3HAKA —
M3MEHECHUA, HE
MEHSAIOINE CTPOEHUS
OpPTraHA U HE HOCAIIUE
CTOHKOTO XapaKTepa



BPOXAEHHDBIE ITOPOKM
Muxpomedanns
['orompossunedanns

c.Aeran-Yoxkepa. [ Ipn wacTnaHOM areHe3nn 9epBs MO3KEUIKA
ITAOA KuszHecrtocoouosrt =>UMITA

PACITIEATHBI AUIIA

KHCTO3HAs TUTPOMA

ATTa(pparMaAbHas IPBLKA

IIOPOKH CEPAITA, 0COOEHHO B coueTannu ¢ 3BPII
oMQAAOIIEAE YEM MEHBITIE PA3MEPBL, TEM OOABIIIE PUCK XA
arpe3us 12-11 Kumku

riopokn MBC — arene3un, KHCTO3HBIE AUCITAA3HH, OOCTPYKIIHH,
runepIl’ HeyBeAnmvdeHHBIE ITOYKHU

IIOPOKU KOHEYHOCTEU | KAMHAAKTAANA, CAHAAACBUAHAA IIIEAD
HOTH, THIIONIAA3UA CPEAHEN (DAAAHTH 5 ITAABIIA KUCTH,
IIEPEKPEICHHBIC ITAABITBI, CTOIIA-KA9aAKA, AHOMAAbHAS
YCTAHOBKA CTOII, IIOAUAAKTUAUSA, CUHAAKTUAMSA, AIIAA3UA AYIEBOU
KOCTH.



MAT'KUE ITPU3HAKM

aHOMaABHBIE (POPMBI TOAOBKH : AOAHXO-, Opaxuredarns, <KAYOHHUKA», K AUMOH»
BEHTPHUKYAOMETAAHSA YMEPEHHAA

KHCTBI COCYAUCTBIX CITACTCHHUH

YBEAUTYEHHUE OOABIIION ITUCTEPHBI

TUIIOIIAA3YA MO3KEUKA

CTUIMBI AHCOMOPHOIEHE3a: MUKPOICHUSA, CIAQKEHHBIN IIPO(PUAD, MAACHBKIE HU3KO
PACIIOAOKEHHBIE VIITH, THIIO-, THIIEPTEAOPU3M, 9K30(DTAABM,

M30BITOYHASA IIICHHAA CKAAAKA, yBeamdenue 1BI,

ruriepDI” dokyc B ceparie maoaa d>2MM, OKPYTABIH, OIIPEACAAIOIIUICA B 2
ITPOEKITUAX

runepd]’ kumegnnk mocae 16 Hep OepeMeHHOCTH

mnueAoskTasusd  15-20 mea >4mm , 20-30 mea >5mm, 30-40 mea >7 M,
YVKOPOYEHHE TPYOUATHIX KOCTEH

HENMYHHAS BOASHKA

AHOMAABHOE KOATYECTBO COCYAOB ITYIIOBIHEI

KIICTA ITyIIOBHUHBI HE BCTPEYACTCHA H3OAUPOBAHO, CAEAYET H3MEHEHUS § IIAOAQ
3BPII — pannee nposBACHIE CHMMETPHYIHON UAU CMEITAHHOU (POPMEI C

HapymreaneM nan 6e3 Hapymenns PIIK u MIIK

AHOMAABHOE KOATYIECTBO BOA

rurnonaasud HK

Merauctuc B 1 tpumectpe

orcraBanre KTP mpu peryAfpHOM M.II. OT MEHCTPYAABHOTO CPOKA OEPEMEHHOCTH
PEBEPCHBIN KPOBOTOK 1TPp — B BEHO3HOM IIPOTOKE



Konmuuko-TeMeHHOU pa3Mep
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BOPOMHUKOSOG npocmpancnmeo




ﬂpaeuna UsmMepeHusa moniyuHb! sOPOMHUKOB020 fIpocmpaHcinea

*Cpok 6epemerHHocmu 11-14 nHedens (KTP 45-84 mm)
(Snijders RJM, Nicolaides KHN)

* MaKcumasnibHoe yeesiuyeHue ulobpaxeHus
(nnod 3anHumaem 75% 3kpaHa)

eripodosibHOe u3obpaeHue nnooda
(4emxo eudeH npogusb)

*17100 omaesibHO om aMHUOHa
(6UOHBI Mpu napannenbHbie AUHUU)

slimMepaemcsd Haubonbwas monuwjlHa rnosadu weu

sKanunep pasmeuwjaemcs Ha mKaHsax ciedys
npasuny "on/on"
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lIpaeuna usmeperus TBI1

Kanunep

ronoea

BOPOTHHMKOBO®
NPOCTPAHCTBO

e, I

AMHWOH
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Ucxodbi bepemeHHOCMU IPpU yeenudyeHuu TBI1
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3.5-44 4.5-54 5.5-6.4

BOPOTHMKOBO® NPOCTPAHCTBO (MM)

HebnaronpmaTtHble UCXoAbl
bepeMeHHOCTU Y NNOA0B ¢
yBennyeHuem T Bl npu

HOPpMaJIbHOM KapHnoTurie
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35-44 45-54
percentie  percentile mm mm

BOPOTHMUKOBO® NPOCTPAHCTEBO

YacTtoTa rpybbIX NOpoKoB cepaua B
3aBUCUMOCTH OT BennuuuHbl TBI
npyu HOpMarbHOM KapuoTure
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fMopoku pazsumusn u 2eHemu4YecKue CUHOPOMbI, acCcoUUUpPOSaHHble ¢
yeenuyenuem TBI1 npu HopmanbHOM Kapuomune nnoda

NMopoku cepaua
AnadparmanbHasa rpbixa
OMdpanouene

AxoHaporeHes Tin i
AxoHaponnasua
AcduKTnveckaa aucTpodpusa
CuHapoM bekBuUTa-BuaemaHHa

OcTeoxoHapoAucTpodUua
BrnioMcTpaHaa

AHoOManusa ctedbnsa
KaMnomuenuyeckaa aucnnasus
CuHapom EEC

Fetal akinesia deformation
sequence

CuHapoM PpuHa
GM1-raHrnuosnaos
Hydrolethalus syndrome
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CuHapoM Apxo-fleBUHa

Joubert syndrome

CuHapoM Mekkensa-I'pybepa
Nance-Sweeney syndrome
CuHapoM HyHaHa
HecoBeplueHHbIW ocTeoreHes Tun |l
CuHapom lMepnMaHa

CuHapoM PobepTca

CUHAPOM KOpOTKUE pebpa-
nonuaakTunua

CuHapoMm CMmut-IllemMmnu-OnuTua

CnuHanbHaa MbllleYyHaa atpodpusa
T™MN 1

TaHaTodopMHaa Aucnnasusa
CuHApOM TpuUroHouedanmm «C»
VACTERL —-accouunauusa
CuHapoM Lenneerepa



HopmasbHaa AAMHa HOCOBOU
KOCTH IIAOAQ
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I'urrormaa3sma HOCOBOM KOCTHU IIAOAQA

" A06089-200209-130007 " ABI8I0bstetric " 123em " 42Hz " TAER A

1+2 Trim.
Har-mid
Pwr 1
Gn -3
C6 / M7
P4 / E1
MI 1.3

*




IIponieHTHABHBIE 3HAYEHUA AAMHBI KOCTEM HOCA IIAOAA B PaHHHE CPOKMH.

MeaBeaeB M.B.
Cpoxk OepeMeHHOCTH AAMHA KOCTEH HOCA, MM
5-1 50-1 95-1
12 mea O ament — 12 Hea 6 AHEN 2,0 3,1 4.2
13 mepa O ameit — 13 mep 6 Amern 2.4 3.4 4.4
14 mepa O ameit — 15 mep 0 amernt 29 3.8 477
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KpoBOTOK B BEHO3HOM HPOTOKE
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Bedyuwiue Y 3-mapkepbi cuHopoma Sdsapdca

ronosa B opme KNnyoHHKN

ManeHbKIe, HIKO
PACMONOXKEHHbIE VI

€AHHCTBEHHAA apTepHa NynosBHHbLI

KOoCconanoctb



MpernamanbHbill CKPUHUH2 -

cuHIpom S0sapdca

LHC
MeHuHrouene -16%
CuHapom ApHonbaa-Kunapu -13%
AHOMaNMn N3BUNWH -13%
Kuctbl cocyaucTbix cnneteHnn - 60%
MNnonnasua YepBa Mo3Xxedyka - 3%

AnobapHas rononpo3eHuedanna - 3%
nuuo weqd, yepen

-ONPKT -81%

-KOapKTauns aopTbl -35%
AmMnn -10%
A-B kaHan -10%
ATpesna muTpanbHoro knanaHa -6%
OBonHON BbIXo4 U3 Kenyaouka -6%
HdekcTpokapans -6 %

KKT
- omcpanouene 29%
-ManbpoTauua KMWeYyHUKa 23%
- AnadchparmanbHas rpbbka 19%

- aTpe3und NoaB340WHON KMWKK 3%
- aTpe3ud aHyca 3%
- OTCYTCTBUE XeNn4YHoro nysoipa 3%

AHOMaNUU MOYEBOMU CUCTEMBI

- NoAKoBoOOpa3Had noYvka -23%
- TMApOYpPeTER -16%
- yABOEHUEe MOYeTOYHHUKA -13%
- KNCTO3Has AUcnnasms - 6%
- 3a4HUA ypeTpanbHbiK KnanaH -3%
Ckenert
- CKpelleHHbIe Nanblbl -I1%

TpaHCcno3uuMa MarucTpanbHbIX apTepuUi- aHoOManbHasa ycTaHoBKa cTon — 32%

Tetpaga ®anno -3%
MMnonnasma neBoro xenyao4dka -3%
Obwee Nnpeacepane -3%

AHOManNbHbIN APeHaX NneroYyHbixX BeH

-KIMUMHOAaKTUINUA -13%
- CUHAAKTUIINA -10%
- NONYNo3BOHKU -3%
-3KTPOAaKTUINSA -3%



Ynbmpa3syKkosbie MapKepbi npu cuHopome Sdsapdca




Ynbmpa3sseyKosbie MapKepbi npu cuHopome 3dsapdca
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Y3-mapkep cuHOpoma 30sapdca —2050npo3s3nuedanus
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«CKpeuleHHble nanbiubl» nNpu cundpome ddsapdca




Y3-mapkep cundpoma 30sapdca — aHoOMalbHasa ycmaHoeKa Cmornbi
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Cundpom Sdsapdca
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-16% nosxupawt go 11 tpumectpa

8E AY 84

ehH,

-5% NOKUBAKOT 10 POAOB

-II0YTH Bce YMUPaAWT A0 1 roga (o0bIUHO B
TeueHle HeCKOJAbKHUX JHel sKI3HH)

- Toasko 10% poskupawT o 1 roga u
UMEKT TSHKeNIy 0 3a/IePsKKY YMCTBEHHOT O
pPazBUTHSA
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Bedyuwiue Y 3-mapxkepbi cuHdpoma famay

MANIEHbKIIE, HIKO PACMONOKEHHbIE ViU AHOMANIM OITa
_» Pacumpenne xenyaouxos

Jluuesbie aHoManM

MonuaaxTnua

Cunrom "ronspHbit mav™
Finonnasna nessix oTaeN0B

MoueuHsble aHOMaANNN

Koconanocrs EaMHCTBEHHAS apTepHa NynoBiHbI



MpernamanbHana duazHocmuKa - cuHopom Mamay

LHC CepaevyHo-cocyauctaa cucrtema 80%
Nononpo3aHuedanna - ANPKT 50-60%
AreHesuns MO30NUCTOro Tena - AMMn 40-50%
Fr'mapouedcanuna - AEKCTPOMNo3uumns 20-50%
MMnonnasua Mmo3xedyka - KOapKTauus
MeHUHromMmnenouene - aHOManbHbIN ApeHaX NeroYHbIX BeH

- NepepbIB aopTbl

nMLIO, wed, Hepen - CTEHO3 NEeroYyHon apTepum
PacuenuvHbl ryobi/Heba 60-80% - fTMnonnasmny aopTbl
Funo/runeprenopusm - aTpPEe3us MUTPaNbHOro KnanaHa
AHodTanbMus - aTpe3ns aopTbl
MukpodTanbmMus
Karapakrta XKKT 50-80%
BHyTpurnasHble BKNHOYeHUA -omMcpanouene
Mukpouedcpanua - AnachparmanbHas rpbbka
Wunpokne WBbI U POAHUYKN - YANMHEeHWE Xel4YHOro Ny3bipy

AHOMarnbHbIe YIHbIE paKOBUHbI
YBenuueHad WenHasa cKnagka
MUKpOrHaTUa



MpernamanbHana duazHocmuKa - cuHopom Mamay

MoyeBaa cucrtema 80% Ckenet
YMepeHHas NMeno3KTasnsa - 00e3bAHbA CKNaaKa
MonuKMcTo3 NoYek 40-50% - CXKaTble Kyrnaku
F'mapoHedpo3s 10-20% ~-KamMnTo4aKkTUNns
NMoakoBooOpa3Had NoYka - CUHAAKTUNNA
YABoeHWe NoYeYyHbIX apTepun - NONUAAKTUINSA
YaBoeHWe noYyeYyHbix noxaHok 10-20% - aHOMaribHada ycTaHOBKa KUCTH
- annasusa Ny4eBoOW KOCTU
NMonoBaa cucTemMa - caHaaneBuAHaA cTona
Kpuntopxmusm - OTTONMbIPEHHDbIA 6ONbLIOKH Naney
FMunocnagusa - aHOMaribHbIA Yrof NoaB3A0LWHON
KOCTU

.D,pyrue dHOMAaJIUU
EAN - Situs INnversus

C3PIN

25



Cundpom Mamay

Worgg
RS

1 R
Wy

o
e

-, N
Jyeil

e
i

i e

= W3: Jord LB, Carey JC, Bamshad MJ, Raymond LW /Medical Genetics.Second Edition., 2000
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Bedyuwiue Y3-mapxkepbi cuHdpoma TepHepa

Kucroznasa ru rpoma

Wupokaa rpyab . .\ « - f? ) " Mopokn cepaua

Ko APKTauuAa aoprsol

noaKoBOODpa3HaA
novka

KopoTkne koHe4HocTH
Nucrenesnsa ronan, .
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MperamanbHbill CKPUHUH2 - cuHOpom TepHepa - aHomManuu

AHOManuu nNUua, Weu U Yyepena- Mo4yeBaa cucTema

- KNCTO3HasA rurpoma bonee 80% - NnogKoBoobOpa3Hasa Nnovka
- aHOMariMu rnas 80% - yABOEHWEe NoXaHKn

- BbiCOKOe Hebo 80%

- MMKpOrHaTua oonee 70%

- yBenn4yeHHas TomnwmHa

IUENMHOW CKIaaK1 50%
AHomanuu CCC 40-60% Apyrve aHoManum
- KOApKTauns aopTbl - C33PIN

- paclipeHne aopTbl
- TMNoNna3ua NeBblX OTAEN0B
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CuHdpom Lilepewresckozo-TepHepa

-Yacmoma 1:5 000
KUBOPONKOCHHLIX

-95% no2ubarom
aHmeHamanbHo

- Y12 ebpKUeUIUX — KaYyecmeo

JKU3HU 0ObIYHOe
UCKITIOYeHUe:

cmepunbHocmb e 99%

LU paHHAA MeHornay3a




Ynbmpa3eykosbie mapkepbi C1 6 | mpumecmpe

- YBeJIN4EeHUe TOSUHDI
BOPOTHUKOBOTO
npocTpaHcTBa (2.5 MM U
oonee)

- OTCYTCTBUE HOCOBOW KOCTHU

- peBepCHbIA KPOBOTOK B
BEHO3HOM NMPOTOKe

= KUCTbI NYNOBUHDLI




Y3-mapkepbi CL - kucma nynoeuHb!

- PER :
A~_90( A INATAL CENTER ot!}e..|.‘

1540

§.0 R17 GSE CS5 AL §.0 R17 658 CS5 Al
[T Prev | Wext | Return GA: weu=d DUAI100%




56

Ynompa3eykoebie mapkepiki CL eo Il mpumecmpe

Yepen

FonoBHOM
MO3r

INnuyo

LLies
CCC

KKT

NMo4kn

KocTHas
curema

-Opaxuuedanus -kocTb BopmMa

-NNOCKMUMW 3aTbINOK -BbICOKOE Hebo

-KCC -yKOpo4eHue NobHou gonu
-BEHTPUKYINOMeranus

-runonnasusa Mosxe4ka

-crnaxeHHbIU nogbopoaok -HU3KUK HOCOBOW MOCT
-MaKpornoccus -ManeHbKWUe Kpyrnbie ywu

-runonnasusa HOCOBOMW KOCTHU
-n30bITOYHAA LWeWHaA cKnagka

~-CUMNTOM «TroNnbgHbIA MAY» -BlNC: gedekThbl
-rugpoTopakc neperopoiok

-EATI

-aTpesua 12-n KULKK -Hene phopuUpoBaHHbIN
-TMNEP3XOreHHbIA KMLLIEYHUK aHyc

-MUenoaKTasusa

-yKOpO4YeHUe Tpyb4aTbIX KOCTEW -ABOWHAA occuthuKaLms
-OpaxumMesochanaHrus PYKOATKW rpyAUHbBI
-KNUHoAaKTUNUA -aHOMar bHbIX yron Kpbina
-«caHganeBuaHas cTona» NnoAB34OLHOWU KOCTH

-Mano u MHoroeogue
-C3PT1



YeenuyeHue weuHol cknadku npu C




Muenoskmasusa npu C4
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Y3-mapkepbi C - FTunepaxozeHHbill KUWEYHUK
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YMmepeHHnaa eeHmpukynomezanusa npu CH4
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Y3-mapkepbi C4 so il mpumecmpe - Omcymcmeue cpedrell chananau V nanbya
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Y3-mapkepbi CH o Il mpumecmpe - bpaxume3sopananaus
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Y3-mapkepbi Cl eo il mpumecmpe kocmb Bopma
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idina Natalia ICDC KAZAN
7628-2003-04-10-0030 RAB 4-8P/Obstetric 125¢cm

T

[ . - o

[ - I Haxoaka «imapuka 1j1s
WIS | ro/ib¢a» yBeTHIHBAET
S puck BIIP u
e
> XPOMOCOMHBIX
AHOMAJINH

-

I OcolOenHo, ecIn
. (okycoB OoJibie 1




CUHLOPOM DANDY-WALKER

GENETICS CENTRE ST.PETERSBURG GA(LMP)=27W4D P80G PP E72




Kucroszuasa rurpoma




Kucrtbl COCYAHCTOTO CIIA€TEHUA




PaciieAuHBI ryObI

NORMAL UNILATERAL CLEFT LIP BILATERAL CLEFT LIP




PacureAanunr HeOa

NORMAL -~ UNILATERAL CLEFT




MI/IKP OIrHaATUA

micrognathia, Robin anomalad severe micrognathia, beaked nose
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NORMAL MYPOTELORISN MYPERTELORISN



JnadparmanbHas rpblixa




OOmmit aprepuaAbHBIN CTBOA

AMZKII

ITOPOKU CEPALIA

ATpHOo-BEHTPUKYAAPHBIN KaHAA

Koapkranusa aoprsl



Omdanroneae

small omphalocele large omphalocele

-~




JAyoaeHaILHAS aTpe3ust Yacrora 1 : 5000

CpOKH JUHATHOCTHKH: BTOPOU-TPETHU TpUMECTP (26 HECIID)

Coueranue ¢ XA (cungapom Jlayna) 40%o,

Hpyrue anomanmu — ckesietbic, KKT, BI1IC, MBC, reneruucckue
CHHJAPOMBI

[IporHo3: mIpH COUESTAHHBIX AHOMATHAX CMEPTHOCTh 36%

Kemynok

JIBeHa IaTH-
epCTHA
KHIIIKA

duodenal
atresia




Bedyuiue Y 3-mapkepsi npu CA so li mpumecmpe (17 Habnioderuul)

YTonuweHue LWWenHOU CKaaku -64%
rMNepaxoreHHbIN KNLWeYvyHUK -52%
yKOpo4veHune beapeHHON KOCTU -41%
bpaxumesodanaHrus -41%
NUenoaKTa3ng -29%
Bpaxuuedanus -29%
CUNTOM «rofibHBLIN MAY» -29%

KNMUHOAAKTUNNA -24%



a0

Pesynbmambi Y3U npu C eo il mpumecmpe (17 nabnrodenudl)

Nnoabl ¢ cuHapomMom JlayHa B cpegHeM umenu no 3,6
VNbTPa3BYKOBbIX MapKepa

He HaOntoganu HU ogHoro nnoga ¢ cuHapomom AayHa,
UMeBLUEero MeHee 2-Xx Y3-MapKepoB

flebedes B.M. Qoknad Ha sacedarnuu Yuyenbix Cosemos UAI u PHL AT, mait 2001 2



[IpasuUibHO Oop2aHU308aHHbIU
yabmpaseyKoeol CKpUHuUHe e I-m u Il-m
mpumecmpax bepemeHHoOoCcMU
nozeosisem e 5 pasz noebicumab
aghghbekmueHOCMb NpeHamasbHou
duacHocmuku cuHdpoma LjayHa y nnoda






«EQuHcmeeHHOe, Ymo Moxem 6bimb XyKe,
yem omcymcemeue coHozpaguu -
3mo rijioxas coHozpapuay

Mat Wpenep
(06 ynbmpassyKosom uccrnedosarnuu rnnoda)






