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Mymauuu — Hacriedyembie U3MeHeHUsI 2eHemu4ecKo20
Mamepuarsa, rnpueodsuue K U3MeHeHUI0 mex unau UHbIX
MPuU3HaKoe op2aHuU3Ma.

MymazeHe3 — npouyecc 803HUKHOBEHUSI Mymauudu.

MymazeHbil — ghakmopbl, npusodsiujue K 603HUKHOBEHUHO
Mymauuu.

MymaeeHbI
I
\/ \/ \/

du3u4dyeckue Xumuyeckue Bbuosnoau4yeckue




XPoMocomuvle 00ne3nu = 00abuian Zpynna 8PoIHcOEeHHbIX
HAC1e0CMEEHHBIX 00/1€3Helly KNIUHUYECKU XAPAKMEPUIYIOUUXCA
MHOHCECIBEHHBIMU BPOHCOCHHBIMU NOPOKAmMu pa3zeumusis B ux
OCHOGe J1excam XpoMoCOMHbIe WU 2EHOMHbBIE MYMAUU U

Imu 0ea pazHvlX MUNA MYMAUUU 0 KPAMKOCHU 00bEOUHAIOM
00uUM MmepMUHOM €XPOMOCOMHBIE AHOMATUU I .




XpomocomHass Mmymauus (= abeppayusi)
— UBMEeHeHuUe 8 cmpyKkmype
XPOMOCOMBMI.

XpomMocoMHass aHoOMaJius -
o606weHHoOe Ha3eaHue J1rnb60:20

murna XpOMOCOMHbLIX Mymauuu.




OcHoenasn npudund 603HUKHOBGERHUA PA3ITUYHBIX XPOMOCOMHbBLX

MYmMauuil = paspvliévl XpOMOCOM U XPOMAMUO U 80CCOCOUHEHUA 8
HOBBIX COYEMAHUAX

XPOMOCOMHbBIE MymMAUUU NPUBOOAM K USMEHEHUID
¢yukuuonuposanusn 2eHo06s




XpOMOCOMHl:I:le abeppauuu

BHymvalXpOMOCOMHble Me)KXpOI\:OCOMHble
(FUHMpPaxpPoMOCOMHbIe) (SUHMepPXPOMOCOMHbIE)
1. Ldeneuus TpaHcnokauuu

e TepMuHanbHas  PeyunpokHsbie

e CpeduHHasi (63aUuMHbIe)

e [Tlomepsi menoMepHbIX * HepeuyunpokKHbie

yyacmkos (Hee3auMHbIe)

2. Oynnukauusi e PobepmcoHo8cKue
3. UHeepcus

4. TpaHcno3uuusi



1. Jleneuus

a) Tepmunansnas Deficiency (=xonuecas)
(nomepa xonuesvix yuacmroe)

Bozmoowcna npu oounounom
Pa3pulées
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1. Jleneuus

6) Cpeounnaa (= unmepcmuyuanvhnas )

A
Bosmoosrcna npu oeouirom B
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1. Jleneuus

8) Oopazosanue Koibuesolu XpoMocombl

Bo3moorcna npu nomepe gt

A
menomepuvix yuacmros (6 B
c/iyuae KOHUeBvlx oeleuull 6 C
oboux nieuax Xxpomocombl)s Ip

Cnedcmeuer wvacmuunas Monocokke
no 08yM KOHUEBBIM YUACHKAM F

XPOMOCOMDbl= f{



2. /Iyniuxkauus

Yoeoenue yuacmka xpomocomoia
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3. HUneepcus

Bosmosicna npu 0eoiinom paspviee u nociedyouiem
nosopome oopaszoseasuiezoca yuacmra na 180 2paoycoé.

Hneepcusn = uzmenenue nopaoka A A
2CHO6 YUACMKA XPOMOCOMBL HA B C

00paAMHDIIL. ) :
P C Ha 180 B
D | D

a) Ilapauenmpuueckasy eciu
Uenmpomepa He 3a0eucmeosanda
0) Ilepuuyenmpuueckasy eciu
uenmpomepa

3a0etcCmeoéalds
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4. Tpancnozuyus

Bo3zmoosicna npu mpoiinvix pa3poviéaxs

IIpeocmaesnsem cooou
NepeHoC YUACHIKA
XpPoMocomsl HaA OpPy2oe
Mecmo Ha mou ice
XPOMOCOMEx
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Ipancirokauuu

a) Peyunpoxnuvie ( = 3aummnsle = coOanranHcuposanuvie)s

ﬂee He2oMOo/102Uu4Hble
XPOMOCOMBL oﬁmeuueal_omc;l
yuacmKamu =

Before translocation After translocation

.I Derivative
. Chromosome 20 Chromosome 20
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Chromosome 4

Derivative
Chromosome
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Ipancirokauuu

6) Hepeuunpoxnusie ( = neezaumuvie = coOCMEEHHO

i

MPAHCI0KAUUU )

Ilepenoc yuwacmka ¢ 00nou
HE2OMOJ102UYHOU
xpomocomnt (unu uenou
XpoMOCombl) Ha OpY2yI0 «
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Ipancirokauuu

8) Pobepmconosckue

Jlee necomonozuunwie
XPOMOCOMBL 00BECOUHAIOMCA 8
OOHY «

(Pa3puie npoucxooum 6
oonacmu yenmpomep)a

Yawe mo 13-15
XPOMOCOMDblx
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Kapuomuns

Peuyunpoxnas mpancnoxayusn (1-3) *
Tepmunanovnaa oeneyus (9) =
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Pooepmconosckaa mpauciokauyus (13;14).
ﬂuazuoﬂ HéeéblHAuiuearnue 5epeM6HHOcmu.

@pdomun: ' 45,XX, rob t (13;14)
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3abon1esanusy 6bl3bleaeMble
XPOMOCOMHBIMU
aoeppauuamu



Cunopom Jlexycvena
( = Cunopom «Kowauvezo kpuxa» )s

Boin nepévim onucannsim cunopomomy 00yciio81eHHbIM
xpomocomnou mymauvueii (0ereyueit)s

Cunopom onucan /Iics Jescvernon ¢ 1963 2.

Kapuomun: 46,xXXx(XY),B5p-
Yacmoma (y nosoposicoennvix): 1:45000 - 1:50000

Cpeou oemeit ¢ 3a0eprickoii ymcmeennozo pazeumus — 1:350.

Obycnoenen oeneyueir ¢ ympamoi om 1/3 oo 1/2 onunet
Kopomkozo nieua xpomocomsvt 8. [lomepa écezo Kopomkozo nieua
Uiy HAOOOPOMy HEZHAYUMEIbHO20 YUACIMKA 6CMPEUAemcA PeOKos



Cunopom Jlexycvena
( = Cunopom «Kowauvezo kpuxa» )s

Bo3moorcnot u opyzue yumozenemuueckue 6apuanmols
eKonvuesas xpomocoma 9 (c oeneyueii coomsemcmayrowezo
yuacmka KOpomkozo nieua)s

eMozauuuszm no oeneuuuy

oPeyunpoxnas mpanciokauus KOpomkozo nieua xpomocomsl 9 (c
nomepeil Kpumu4ueckoz20 yuacmia) ¢ 0pyzoi Xpomocomoiis

Kpumuueckuit yuacmok (omeemcmeennstit 3a pazsumue normo2o
cunopoma)z

[5p- (15.1 - 15.2)].



Cunopom Jlexycvena
( = Cunopom «Kowauvezo kpuxa» )s

Knunuka:

® MOHOMOHHBIU UNU Pe3KUlly CLADBIU UNU BbICOKUU KPUKy NOXONCUU HA KOUAUbE
maykanve (C 6o3pacmom Kpuk ucuezaem)s

o/[emu nioxo pacmym, omcmaront 8 NCUXUYEeCKOM pA36umuil;

* Mukxpoueganusiy

o/luyo kpyenoe (ynoobpasznoe) c eunepmenopuzmoms

* Mukpoenamusiy

® AHMUMOH2ONOUOHDBLU paA3pe3 21a3;

® Jnuxanmsy

* Viuu HenpasunbHoOU Gopmel U HUZKO HOCAHCEHHBLES

* Kopomkas wiesy

® Bpoorcoertble NOPOKU 8HYMPEHHUX OP2AHO8 8CMPeUaromcs CpasHUmMeNIbHO
peoko (uawe smo nopoxu cepoya u KKT);

°4-x narocmo.




unopom Jlexcvena
( = Cunopom «Kowauvezo Kpurxam)a




Cunopom Jlexcvena
( = Cunopom «Kowauvezo Kpuxam)a




Cunopom Jlexycvena

( = Cunopom «Kowauvezo kpuka»).




Cunopom
Bonsgha=Xupuwixopna
Onucan ¢ 1965 200y,
Kapuomunz 46,xx(xY), B4p-
Yacmomasz 100 000

Oobycnoenen deneuueil KOpomKozo nieua Xpomocomvl 4.
3a cumnmomoxomniexc omeemcmeenen ceemenm 4p16

(npeononosicumensvho).

Moowcem Ovimb 00yc1061eH MPAHCIOKAUUOHHBIMU KOMOUHAUUAMU WU
KOJITbUEeBbIMU XPOMOCOMAMUy HO 6CE20a NPU IMOM OMMEUECHA nomeps

¢ppazmenma 4p16.

Kuznecnocoonocms demeii pesxo cuudcenas bonvumuncmeo ymuparom ¢
sozpacme 00 1 zooa. Onucan auwv 1 60nvno0u 6 603pacme 29 nem.



Cunopom
Bonsgha=Xupuwixopna

Knunuxa (no H.l.boukosy) =
e Mukpoueghanus;

* Knto606uoHbIU HOCS

°/ unepmenopuzms

* DNuUKaHms;

* AHomanvHvle YUIHbIE PAKOBUHDY

* Pacuienunsl 6epxueil 2yonl u HEOAS
* Anomanuu 21a3Hbulx 010K}

® AHMUMOH2ONOUOHBLU pa3pe3 2ld3;
eManenvxuu poms

e/lechopmayus cmony

ehonee uem y 0% oemeiti umeionesi nopoku cepoyday noueky KK7.




UHOPOM

Bonvgpa=Xupuwxopua




Cunopom oe_I pyuiu
{Cundpom, 0bycrosnennviil deneuueti kopomrozo nieua 18
Xpomocombt)

46,XX(XY), E18p-

Onucan ¢ 1963 200y .
Yacmomas: 1:60 000

Obycnosnen oeneyuelly NPOUCULEOULEN 8 cAMEMO2ere3e ) 00HO020 U3
pooumenelis
H3eecmubl Mo3auyHble opMbl.

IIpooonocumenvrocmo dwcuznu cocmasnsiem 1,9 co0a. Ho onucanv
omoenbhble boavhvie u 6 20=1emnem 603pacmes

LIpu omcymemesuu nopascenuti LIHC (nem mo3206bix namonoecuii)
NPOOOIHCUMENbHOCb HCU3HU 00blunass onucan bonvroul 6
gozpacme 61 200.



Cunopom oe_I pyuiu
{Cundpom, 0bycrosnennviil deneuueti kopomrozo nieua 18
Xpomocombt)

Knunukas

®[lusxopocinocmoy

*Manenvkas OKPYHCHOCMb uepena 6e3 UCMUHHOU MUKpoyepaiuuy
o/llupokas u ynioweHHas nepeHoCUydy

o] DPUBOHMATIbHBIE 2]IA3HbLE WieTlU;

sMukpogpmanvm, Kamapaxma, Konobomas

o Vucmeennas omcmanocms (He 60 6cex Caydasx);

o/ [newiusocmo,

®3adeporcKa 6 QuauYecKkom pazeumuily

e /[echopmuposarHviey HU3KO NOCAICEHHblE YUIHbLE PAKOBUHbL
eKopomxas wiesty ecmv Kpbll08UOHASl CKAaOKas «llles cqhunkea»;
*3asaubs 2y0a,y 60UbSA NACHIbY

* «Cmona=kauaaka»y nioCKOCMonuey CUHOAKMUNUL;
e/lopascenus CCC.




Cunopom oe_I pyuiu

(Cunopom, 0bycrosnennwiii deneuuert kopomroeo nieua 18
Xpomocomul)

5%




Cunopon _18q-

46,YX(XY), E18q-
Onucan ¢ 1964 200y J. de Grouchy

Yacmoma: 1:60 000
Obcneoosarno 25 6onvuvix.

[Ipoodonscumenvruocmo sicusnu cocmaesisiem 2,9 — 5 rem. Ho
onucanvl omoenvhvie oonvhuvie u ¢ 10=-1emunem 6o3pacmes



Cunopon _18q-

Knunukaz
eMuxpoueghanusi;
*Pom — manenvkuii ( pom «xapna» );
eKocoznasuey 2layKoMay ampopus spumenbHoco Hepeas
*Hapyuienusi 6 cmpoenuu YUHOU pako8uHlbly V3KUe CIyX08ble NPOXoobl
(uru onu omcymcmesyrom);
e/lopoxu cepoyasy
o /130b1mMOK 3A6UMKOS 8 Y30pax NAivbluess
e Heoopazeumue HAPYIHCHBIX NONOBLIX OP2AHO8 Y MANLYUKOG




uczene3usn 20Hao

46, H p-

46, XX q-

llomeps nnewa X=xpomocomvl 6vi3bl8aem NPU3HAKUy CXOOHBIE C MEMily
Komopbwie nposssomcs npu noanou nomepe X=xpomocomwi (y
HCEHUYUM )

[losmomy npusHaxu cXooHvl ¢ NPUSHAKAMU CUHOPOMA
[llepewesckozo=1Tepnepas

Knunuxaz

eHapysicnvie nojiogvie opeansl chopmuposanvl o HceHCKOMy MUnyy
e]/lon108ble Op2anbl umerm maxcesuonyro gopmys;

eTenocnoixcenue HopmaibHoey

*Bmopuunvie noio6vle NPUIHAKU HEOOPA36UMbly

ehecnioouey

®BvicoKuii ypoeeHb 2COHA0OMPONUHOG



T R DR, T — R RSN R — L S o e

Muczenezusn 2ona0 .

l
Heoopazeumue

- BMOPUYHUHbBIX NOJIOBbLX
NPU3HAKOB = i

E




Cunopom «Kowiauvez2o 2iazad»
Cunopom 4acmuyuHou_mpucomuu xXpomocomovl 22

OmHuocumes Kk ocoboul epynne 3a00ne8anu —
HAC1eOCMBEHHBIM CUHOPOMAM MHONCECTBEHHBLX
BPOHCOEHHBIX NOPOKOB PA3BUMULLy XAPAKINEPU3)IOUSUMUC
MUKPOCMPYKIYPHLIMU U CYOMUKDOCKONUYECKUMU
XPOMOCOMHBIMU HAPYULEHUS MU



Cunopom «Kowiauvez2o 2iazad»
Cunopom 4acmuyuHou_mpucomuu xXpomocomovl 22

Onucar ¢ 1978 200y.

Bempeuaemcs peoxo.
HYacmoma e2o ne ycmanos6/ieHas

Obycnosnen oynauxayueu ceemenma 11 xpomocomvi 22.



Cunopom «Kowiauvez2o 2iazad»
Cunopom 4acmuyuHou_mpucomuu xXpomocomovl 22

Knunukaz

» BepmuxanvHas Koio6oma paoyicKu
(«Kowauuii enaz»);

» Ampesus anycay

» Hu3K0 pacnonodicennvie u 0eopmuposaHHble
VUIHblE PAKOBUHbL,

» Mukpodhmanvmy

® DnuKanms

» Kamapaxmay

» AHMUMOH2ONIOUOHDBLU pa3pe3 21as3y

*[lopoKu cepoua, cKelemHble U NoUeuHvle AHOMAUUy
»3a0epoicka YMCMBEHHO20 PA3BUMUSa




Cunopom «Kowrauvezo 2naza»
Cunopom uacmuynoi_mpucomuu Xxpomocomvl. 22




Cunopom _uacmuyunoyu_mpucomuu no KOpomxomy
nieuy xpomocomol 9

Onucan ¢ 1970 200y

Oocnedosano bonee 200 601bHbIX.

Aenssiemcs Pe3Viabsmdanom H€C6CZJZaHCMp0861HHle
mpaHCﬂOKab;uﬁ, HO Modcem Obimb 6bl36aH U
npocmoasimu dynﬂukauwmu.



Cunopom _uacmuyunoyu_mpucomuu no KOpomxomy
nieuy xpomocomol 9

Knunuxaz

®3a0epoicka pocmas

oY ycmeenHas omcmaiocmo;

* AHMUMOH2OIOUOHBIL paA3pe3 ela3;

o[ 1yb0KO nocasicenHble anasday

e OKxpyenblil KOHYUK HOCAS

eOnyuwiennvie yeuvl pma;

*Hu3Ko pacnonodicentvle ommonblpernvle Yulible PaKosunly
o[lopoku cepoya (v 25 % 60rvHbIxX ).




Cunopom 4yacmuynou_mpucomuy no KOpomKomy
njieyy xpomocovst 9

Ku3HeHHbll nPocHO3 CPABHUMENBHO
onazonpusimuslita bonvHvie
00HCUBAION 00 NOAHCUTO20 U
HPEKNOHHO20 BO3DACHI



Cunopom uacmuynou mpucomuu no KOpOmKom
naeuy xpomocovs: 9

XapakmepHbvle
NPUBHAKU




Cunopom Opoenu

(uvacmuunon monocomuu 13q-)

46,XX(XY), D13q-
Onucan 6 1962 200y.
Yacmoma 1:100 000

Ob6ycnosnen oopazosaruem Ha OTUHHOM Niede XPOoMOCOMbL
13 mepmunanorotl uiu UHMepPCMUYUAILHOU Oeneyuil
ceemenma 14 , 160 ympamoii smoeo ceamenma 6
pe3yibmame 0b6pazosanus Koavyesot xpomocomvi 13.



Cunopom Opoenu

(uvacmuunon monocomuu 13q-)

Knunuka:r

o/luyo acummempuuroe

o[Ilupoxas, evicmynarouias CNUHKA Hoca — «I peueckuii npouio»
*Onukanm

s Muxpogmanvmus

eKonoboma paoysxcku u cemuamru

*Kamapaxkma

® «3)0bl KPOIUKAN

*Héoo evicokoe

*Anomanus Hocmeu

*Kopomkas wes

* Kpunmopxuszm

®Pe3K0 3a0epaicano NCUXOMOmopHoe U uzuueckoe pazeumues




XPOHUUECKUU MUETO0ICUKO3
46, XX(XY), G22q- /2,9,13-15,21-22¢

Y 95% bOorvnbix 6 onyxonesvix Kiemkax oOHAPYHCUBAETICS
yropouennas 22-1 «Dunadenbuiickasi» Xpomocomdy
obpaszyrowascs 6 pe3yibmame peyunpokHol mpaHcioKayuu

£(9;22)(q34;q11).

IIpu smom npoucxooum nepernoc npomoonrkoecena c=abl us
00bIUHO20 NONOJCEeHUs HA Xpomocome 9 6 pacnonodicenue

eena ber na 22 xpomocomes B pezynomame obpazyemcs
XUMEPHBLU 2€H

bcr / abl.




XPOHUUECKUU MUETO0ICUKO3

Ommeuaromcst

o/smenenue nevikoyumaphou gopmynnl (cosue gpopmynvi 61e60)

® Bvipasicennas 203uHouaus u 6azogunus

*Anemus

e Hanuuue mHodcecmea s10pOCOO0EPHCAUUX KIEMOYHbIX INEMEHN OB
apumpobIacmuYeckoeo psod

*Pe3koe ygenuuenue cOOmMHOULEHUSE ePAHYIOYUMAPHO2O U
spumpoonacmuyecxkozo psoa (0o 20:1 euecmo 3:1)

® BO3HUKHOBEHUe onyxonell




IpanciokauuoHHbLU
Cunopom /layna

46,XX(XY),G21+/2,9,13-15,21-22¢

Bnepesuvie ovin onucan spavom [laynom ¢ 1868 200y.

Coomnowenue nonos 1:1

IIpumepno 3-4% 6onvuvix ¢ cunopomom Jlayna umeiom
MPAHCIOKAUUOHHYIO (hopMy mpucomuu no muny pooepmcoHo8CKUx
mpancaokayuu medxcoy axpoyeumpuxavu (D/21 u G/21).
Ioumu 50% mpancrokayuonusvlx Gopm Hacieoyemcst om
pooumeneti=nocumeineti u 90% = mpanciokayuu, ozuuxwue de
NoVOo.



IpanciokauuoHHbLU
Cunopom /layna

Knunukaz

e Muxpouegpanus

® Vmcmeennas omecmanocms

*/ 01080 YMEHBUIEHHBIX PAMEPOB8y Uepen Kp)2ilblily 3amullOK NAOCKUU
*/luyo niockoe, HOC KOPOMKUU € NAOCKOU Ul 80ABIEHHOU
nepexHocuyeu

o/ 1a3Hble wien V3Kuey KOCO PACNON0NCEHHDLE

o/[asmna «bpyuipunvoa»

o Husicusiss uenrocms Hedopas3sumdy sA3blK MACCUBHBLLy MOICHbLIULy DOM
noyomKpsima 1 Yoot moicmele U 4acmo 8 mpeuwunHax
o/ckpuesnennvii musuney (1-a ccubamenvnas cknaoxa)




Ipanucnoxkauuonnwll

Cunopom /lavua




Ipancinokauuonnbli
- Cunopom /layua

mu pasHo20 803pacma C
XAPAKMEPHBIMU Yepmamil CUHOPOMA

Jlayna




Ipancnokauuonnstic Cunopom Ilamay
( = llemay = Tpucomusn 13).

Onucan ¢ 1960 200y (kax camocmoamenvnasn gopma)s

Kapuomunz 46,Xx(xY),D 13+/2,9,13-15,21-22 ¢

Coomnowenue nonoe onuszko k 121

Ooycnoenen 6 0CHOBHOM nepeoayeil. OONOJIHUMETbHOU XPOMOCOMBbL
(mouneey eé onunnozo nneua) ¢ pooepmconosckux
MPAHCI0KAUUAX «

Ocnosicnenue 6epemeHHocmu npu 6bIHAUIUGAHUU NA00A
¢ cunopomom Ilamay = mHo20800ues oHoO écmpeuaemcs

noumu ¢ 50% ciayuaee cunopoma Ilamay.



Ipancnokauuonnstic Cunopom Ilamay
( = llemay = Tpucomusn 13).

B ceazu ¢ mascenvimu 8porcoOeHHbIMU ROPOKAMU
pazeumus 00abUHCMEO Oemel ¢ cunopomom Ilamay

ymupaiom ¢ nepevie neoenu uau mecauvt (99% oo 1
2004 )



Tpancaoxkauuonuviu Cunopom Ilamay
( = llemay = Tpucomus 13).







Ipanciokauuonnovli

Cunopom Ioeapocas.
Kapuomunz 46,xXx(XY),E 18+/2,9,13-15,21-22 t

Coomnowenue manvuuxos u oesouex pasno 1:3. Ilpuuunv
npeoonaoanus 00J1bHbIX 0€60U€K NOKA HEACHblx

Tpancaokayuonnsvie opmovl IMO20 CUHOPOMA KPAUHE PEOKU Uy
KaK NpAasuioy 3mo 4acmuyHvley 4 He NOJTHbIE MPUCOMUU

Ilpu cunopome Joeapoca ommeuaemcs GvlPpAHCEHHAA
3A0€pPHCKA NPEHAMAIbHO20 PA3BUMUA NPU NOTHOU
npooocumenvhocmu oepemennocmu ( poovt 6 cpok )a



Ipancrokauuonnsiiu Cunopom Ioeapoca

Hemu ¢ cunopomom Dosapoca ymupaiom 6 paunem eospacme (
90% - 0o 1 200a ) om ocrodicheHUIly 00YCAO0BACHHBIX 8PONCOEHHBIMU
nopokamu pazeumusi ( acguxcusly NHEGMOHUSy KULUCHHAS
HEeNnpPOXoOUMOCHIby CEPOCUHO=COCYOUCMASL HEOOCTNAMOYHOCHID )

Knunuuecrkas u oasice namono2oanamomudeckas
oughhepenyuanvras OUa2HOCMUKA CUHOPOMA I08APACA CILOICHA= Bo
gcex CIY4asix NOKA3AHO UUMOCeHEeMUYECKoe UCCLE008AHUE
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