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VIcTopunyeckasa crnpaska: |

[lepBoe ynoMuHaHne naTonornu, N3BeCTHOM Kak CMHApPOM AnbnopTa, NpuHaanexut” \“%\ N7
L. Guthrie, koTopbit B 1902 1. onmcan cemblto ¢ remaTypueit B HECKOSNbKNX MOKONMEHNFX . / NS

A. Hurst B 1915 . B 3TOI € cembe Habnogan passutme ypemun. B 1927 r. A. Alport,
ONUCbIBAs rMYXOTY Y HECKOMNbKNX POACTBEHHUKOB C reMaTypuen, OTMETUI, YTO Y MY>XXYMH
ypemusi passmBanachb paHblLUe, YEM Y KEHLLVH.

B 1972 r. BbISIBNEHO HEPABHOMEPHOE pacCLUNPEHMNE N PACCITIOEHNE NITOTHOM NITACTUHKU
rmoMepynsapHbIX basanbHbiX MeMbpaH npu cuHapome AnbnopTta, BbIPaXXEHHOCTb
KOTOpPbIX KOppenupoBarna ¢ BO3pacToM M NofioM, onpeaenss nporpeccnmpoBaHne .
bonesHu. e

B 70-e rogbl M.C. rHaTtoBoi n B.B. ®okeeBor Ha ocHoBe HabnoaeHus 3a 200 7.5
AeTbMU BbiCKa3biBanacbh rmrnoresa O BaXKHenLen ponv B passBnuTmn HacneACTBeHHoro.:f.; o
HedpyTa NaTONOrMN COEANHUTENBHOW TKaHW, B KA4ECTBE KPUTEPUSI COCTOSIHMSA /.= -
rmomepynsapHbIX basanbHbIX MeEMOpaH UccrnegoBanach 3KCKpeLus =

| TMAPOKCUNU3UHINNKO3NAOB.
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[eHeTUKa:

I NI EED

MeHbl: Col IVAIII Col IVAIV ColIVAV ColIVAVI >q13:.2m12 : _‘“\
PacnonoxeHue XpoOMOCOMbI: — qu21 |
Col IV Alll, AlV nokanusyeTcsa Ha 2 XpoMOcoMe 4YenoBeka B no3nuum q35-37 %qzz.Zquma

Col IV AV nokanuayetcs B X-XpoMOCOMe B Mo3vuuu q22-23 B PR
HacneancTtBeHHOCTL: f,q:? : Xq26.2
CuHgpom AnbropTa HacnegyeTcs no cuenneHHoMy ¢ X-XpoOMOCOMOW ;qu“ — Xq27.3
OOMWHAHTHOMY UK peueccusHomy tmny - |l Tun, nnm aytTocoMHoO-4OMUHAHTHOMY, i

NN ayTOCOMHO-peleccnBHomMy Tuny - | n 1l Tun

Tun KneTok, MecTo 3KCNpeccuu:

e

BasanbHasa rmomepynapHas MembpaHa. 3To 6eCKNeTo4HbI MaTPUKC TOMNLLIMHOW B 300-500 M, ‘&
KOTOPbIV NPeACTaBnsAeT coOOON CTPYKTYPHYIO ONopy AN KanunnapHOW CTeHKU. Eg FRaBHbIMU =
| KOMMOHEHTaMU SABMSATCA KonnareH IV Tuna, npoTeornukaHbl, NaMUHUH U HUaoreH:- KofiareH

.\ Moga ¢ BO3pacTOM 3aMEHSETCS KommnareHoM B3pocrbixX. B criyyasax myTauum npouexop *"“‘d‘a

'\ UCKaXKeHe CTPYKTYpbl 6a3anbHON MeMbpaHbl rrmomepyn y 60MnbHbIX CUHAPOMOM ATTLIOPTa, YTo

<

\ (' 'BEAET K MOSBNEHNIO remaTypum, Kak Mpu3Haka no4eyHol NaTonornm, a rematypus aBfaeTca” =

||| mpuuiHoR merov npotevypu, e i 2
:]-..ﬁﬁ;;:‘..__‘ B /A —“:./\\ / \\\\\
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[eHeTUKa:

Yucno v Tun mytaumn: 37 ‘“\1\‘%\ N .
T

KonnareH IV Tuna coctouTt U3 Tpex AOMEHOB, NIIOTHO CKPYYEHHbIX APYr C APYroM B HOPMAaSibHOM
cocTtosiHuN. Npn myTauum reHa (Yawe COL4AS) HabntogatoTcs aHoMarnnmm cKpyYmBaHuUs
konnareHa |V Tnna. Ecnn Habniogaetca geneuns COL4AS5, 4yto 66110 otmeveHo Hamu B [IHK 5
n3 16 obcrnegoBaHHbLIX CEMEN , MPOUCXOAUT BbiNaaeHne 60MnbLLION YacTy 9K30HOB reHa. B aTunx
Ccny4vasax HapywaeTcsa CKpyyMBaHue JOMeHOB. 3aboneBaHne MMEET TSXKENOe nporpeccupytowlee
TeYeHne C pas3BUTMEM IKCTpapeHarbHbIX NPoABeHnn U popmmnpoBaHmem XINH. Takxke
HabnogaeTcs peskas gedopmauma rnmomepynsapHoix BM. Tpun anekTpoHHON Mukpockonuu (3M)
no4yeyHoro bmonTtata oTMevaroTcs BblpaXkeHHble anctpoduyeckme nameHeHms bM ¢ yqactkamu
NPOCBETMEHNA U CKOMIIEHMEM TOHKOrpaHynapHOro BelecTsa. OTO NpPUBOAUT K MOABIIEHUIO
NPOTENHYPUN C NocneayrwmnMmm N3SMeHEHUAMN B CUCTEME aHMMOTEH3MHa |l v
TpaHcdopmmpytowero haktopa pocta 6eta (TOP-B). QkcnepumeHTanbHble AaHHbIe f
nogTeepxXxaatoT 3Ha4ymmocTb TOP-B B nporpeccupoBaHumn cuHapoma Anbnoprta |. B Tex cray4dasx;.
Korga oTMe4yaeTcsl TONIbKO OQHOHYKIeoTuaHas 3aMeHa B reHe, T. €. MPOUCXOAMNT TodeYHas: ! M.x
MyTauus, HapyLLIEHNA CKPyYMBaHUS KosnareHa BbISIBIISOTCA NULb B OTAENbHbIX yYactkax, BM 7 4
OCTaETCS TOHKOW W KIIMHUYECKN Y GOMBHOTO MMEET MECTO M30MNMPOBaHHas reMaTypysti VIMeHHo ==
nogobHble cnyyam CA n BTBEM npeactaBnsaioT GornbLIne CROXHOCTY NPU MPOBEeAeHUIA ™~ == =1 &
andpdepeHymanbHOro gmarHosa. = e
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\ 1 - HopMa, 2 - geneHna reHa COL4AS5, 3 - TodeyHada myTtaumnsa reHa COL4AS e
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Benok:

CocTaB:KonnareH 4 tTuna
CocTaB
Col IV Alll - 1260 aMMHOKUCIOTHbIX OCTaTKOB

Col IV AIV - 1690 aMMHOKUCIOTHBbIX OCTaTKOB, BKNto4Yasa 38 aMUHOKUCIOT
CUrHanbHOro NenTuaa, oTLWENsALErocs B npouecce co3peBaHus

PacnonoxeHwue:

Col IV HaxoguTcsa B 6asanbHbix MeMbpaHax. baszanbHass MembpaHa nmeet
TOMLLMHY OKOST0 1 MKM M COCTOUT U3 ABYX NIacTUHOK: ceeTrion (lamina lucida)
n TeMHon (lamina densa). OCHOBHbIMW KOMMOHEHTaMN 6asanbHbIX MeMbpaH
ABNAKTCA KonnareH 1V Tvna, naMmmnHuH, renapaHcynbdarcogepaiime
npoteornukanbl (FCIT).
[Mpyn aTOM HEPaACTBOPUMOCTb U MEXaHUYECKYH0 CTabuUIbHOCTL H6asarnbHbIX
membpaH obecnevnBatoT Monekynbl KornareHa |V tuna, Kotopble
OPraHM3yTCA B ONOPHYHO CETb. OTa aNnacTUYHas TpExXmepHas ceTb obpasyeT
CTPYKTYPHbIN OCTOB, K KOTOPOMY NPUKPENNATCA APYrMe KOMMOHEHTHI
6asarnbHbIX MeEMOpaH.
B noyeyHbIx knybovkax basanbHag MembpaHa Cny>xut nonynpoHUUaembim

_ |chunbTpom, NpenATcTByOWMM Nepexody MakpoMOmeKyn U3 nnasmbl B

: ...\.‘_\"'Ijle"'-QBM&:!Hth,M_OHy.
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benok:

CTpPYKTYpHblIe OCOOEHHOCTH:
61"
Monekyna konnareHa npeacrtasndet cobon npaBo3akpyyYeHHYHo crnvparb U3 TPEX a-uenen. 4—
OanH BUTOK crnivparnu a-uenun coaepXmuT TP aMUHOKUCIIOTHbLIX ocTaTka. MonekynspHas
mMacca konnareHa okono 300 k[a, annHa 300 HM, TonwuHa 1,5 HM. a-Lenn CoCTOUT U3
Tpuag aMMHOKUCIOT. B Tpnagax TpeTbss aMMHOKMCNOTa Beerga rmuunH, BTopas —
NPOSINH UK NN3UH, NepBas — ntbasa gpyras aMUMHOKUCIIOTA, KpOMe TPEX
NepeYnCreHHbIX.

.\\.
e

[MepBnYHas CTPYKTypa KorsareHa xapakrtepusyeTcd nocregosatesibHbIM

pacnosiokeHMeM aMMHOKUCITOTHBIX OCTaTKOB U UX KOFIMYECTBOM B €r0 NONMNEeNTUOHbIX

Lienax. AMMHOKUCNOTL!I MOTYT OTHOCUTBLCA K anmdatnyeckmm, KapboLnKNn4eckum v

reTepouUnKIIMYecKkuM. B 3aBUCUMOCTN OT CTPOEHNS1 BOKOBOW LIENN aMUHOKUCIIOTHbIE

OCTaTKW noapas3aensitoT Ha TUMbl, COCTaB KOTOPbIX, % OT obLero Ynucna

aMUHOKUCNOTHbIX OCTaTKOB, AaH HUXE.

Bes bokoBon uenu (rnmMkokons) 33,34

C rmagpodunnbHon 6OKOBOW LIEMbIO:

KMCNOTHOrO XapakTepa (acnaparmHoBas u rniotaMmMHoBast aMMHOKMCIIOTBI) 12,38 ’

OCHOBHOrO XapakTepa (N1M3nH, OKCUIN3WH, aprMHNH, TMcTuanH) 8,96 o o

Cepocopgepxawme (metnoHunH) 0,70 T S s

Copepxaline rmapokcun, 3a UCKNYeHNEM OKCUIT3NHA

(OKCMMNPOSMH, TUPO3UH, CEPUN, TPEOHUH) 13,54

He cogepxalume a3oT 1 Kncnopoq B 60KoBoKM Lenu

gﬂaHMH, NevunH, N3onenuuH, BanuH, deHnnanaHuH, nponud) 31,48
MMWHOTPYNNou (NPosiMH n okcunponuH) 21,40

~ 2 =

| QNeMeHTbl BTOPUYHON CTPYKTYPbI KOnnareHa — cnuparnbHble nonunenTtuabl 6enka, Tak! - =7
o "-,IHa.3bIBaeMble a-uenmn, — ABnArTCA OCHOBHOM eAUHNUEN TPETUYHOM CTPYKTYpbl — Lo &= =
[~ \.TPQMOKENIareHOBOM YacTULbl, COCTOSLLEN U3 TPEX NONMUNENTUAHbLIX Lenen ¢ oben | == .
.‘ (\éCbI‘Oj._ “T’ ’ "‘I,‘». \E j‘-_:-;: v e |
o | ] \\' 1, ‘"\"" .r-r;-" * £ R o ‘ p l'.'-: 3
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lllustration depicting extracellular matrix in relation to
epithelium, endothelium and connective tissue

cotetacol o[ ofoJoJoofo] o] o[o]o] o] o]o]o]e]e

/ -

Basement membrane =

Endothelium lining the
capillary

Connective tissue with < - -
interstitial matrix

Fibroblast - -
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benok:

PYHKLUOHANBHOCTb:

Bernok(monekynel konnareHa |V Tnna) obecneymBaeT HePaCcTBOPUMOCTL U
MeXaHW4ecKy CTaburbHOCTb BasanbHbIX MeMBpaH, KOTOpble OPraHN3yTCS B
OMNOPHYHIO CETb. OTa ANacTUYHasa TpEXmMepHasa ceTb obpasyeT CTPYKTYPHbIA OCTOB,
K KOTOPOMY MPUKPENSIATCA ApYyrMe KOMNOHEHTbl 6asaribHbIX MemMOpaH.

B noyeyHbIx knybovkax 6asanbHag MembpaHa Cny>XuT nonynpoHULaembim
dpuneTPOM, NPENATCTBYHOLLUMM NEpEXoay MakpoMOSieKys U3 niasmbl B NEPBUYHYIO
MOuY.

B Kakux opraHM3amax npucyTcTBYeT:

KonareH 4eTBepTOro Tvna CoaepXXmTcsi NPENMYLLIECTBEHHO B ayKapuoTax.

25.12.2010 Cunapom AnbnopTa




[pnsHaku 6onesHu B opraHn3me: ~L R
OCHOBHbI€ CUMMNTOMBbI: o c

KnuHunyeckas kapTuHa cuHapoma AnbnopTa, perynsipHoO NoBTOPSIOLLAsACS B CEMbE, 0BbIYHO. )
COOTBETCTBYET KakOMY-Nnbo heHoTMNY, XOTHA BblPpaXXEHHOCTb CUMNTOMOB MOXXET MeHFITbCFI ot
YyeroBeka K YernoBeKy 1 B 3aBUCMMOCTM OT Bo3pacTa v nona. bonbLUMHCTBO cemelt ¢ STOI/I
NaToNorMen XopoLLo BNUCLIBAOTCA B CNeayoLLyH Kraccudukaumio:

*  J[OMMHaHTHbIN FOHOLLIECKNN HEQPPUT C TYrOYXOCTbHO.
« X-CcuenneHHbIN IHOLLECKU HeOPUT C TYrOyXOCTbHO.
« X-cuenneHHbIN HePUT C TYroyXoCTbIO Y B3POCHIbIX.

» X-cUenneHHbIN HeppuT Be3 aKCcTpapeHarbHbIX NPOSABIEHUN.

]

*  AyTOCOMHO-AOMMWHAHTHbIA HEPPUT C TYroyxoCTbio U TpomboumuTonaTnen, COOTBeTCTBy}OLuM.I/I

McKusick kateropun N 15365 (cmHgpom dnwTtenHa).

*  AyTOCOMHO-OOMMWHAHTHbLIN HEPPUT HOHOLLIECKOrO TUMa C TYroyXOCTbHO.

'\
e I'OHOU.IeCKI/IM BapuaHTOM cuHApoMa AnbnopTa CYMTaIOTCS Te cry4Yau, Koraa xpOHMqacxaﬂ i

N v wlaw cwnaly

anethayr“Hepoc;TaTquOCTb pa3BuBaeTcs paHblle 31 roga. 13 _'f- _
! "‘.-.'.. \\Y\',, o) N NGl
f :\_ _i__>‘1‘__ L \ }I \}:_ ALﬁ "‘;_ b o
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[TpnaHakn bonesHn B opraHM3me: U F
o f — 1 VI,

."
,‘
CBA3b C reHeTUYeCKMMU 3ab6oneBaHNAMM: el

[Mpun 6onesHn LWapko-Mapu-TyTta cemenHoe coyeTaHne HedponaTum, Tyroyxoctn, doKarnbHO-
CEermMeHTapHOro rnoMepysriocknepos3a U paccrioeHns ninoTHOW NIIACTUHKN rIoMepPynapHbIX
6asanbHbIX MeMbpaH CONPOBOXAAeTCA MbllLeYHOW aTpodomen. Hedpponatnsa n Tyroyxoctb npu
cnHgpome Branchio-Oto-Renal covetaetcs ¢ pyaMMeHTapHbIMU ocTaTKamu KabepHbIX LLenen.
[na cnHopoma Makna-Yanbca xapakTepHbl ayTOCOMHO-AOMWHAHTHOE HacregoBaHue,
nosbileHne COJ, yacTtoe pas3BnUTUE XPOHNUYECKOWN NOYEYHOW HEOOCTATOMHOCTU, O3HOD 1

pTUKapHaga CbliMb l_fB aedrTe), TYroyxocCTb, rnaykoMa u HepOTUYECKNIA CUHAPOM
Bnocneacteun). lNpn cnHgpome AnbcTpema NUrMeHTHas gereHepauns cetyaTku,
HenpoCeHCOopHasa TYroyxoCTb U HedyponaTusl COMETAOTCS C caxapHbiM ANAabeToM N OXXUPEHUEM.
CuHgpom Sebastian TpyaHo andpdepeHumpyetcs ot V Tuna cuHgpoma AnbnopTta B CBA3U C
obLen remaTtonornyeckon KapTUHOMN.

———

B coyeTaHn ¢ TYroyxoCTblo OMMUcaHbl UHTEPCTULMASIbHBIN HE(PUT ayTOCOMHO-AOMUHARTHOM .

Y

1
Iab

L

reHesa ¢ pasBuUTUeM XPOHNYECKOWM NOYEeYHOM HEAOCTaTOYHOCTU B 3PENOM BO3paCTe; NQYEeYHbIN

i
oy

TyOynapHbIN aunaos v cemeriHble cnydau IgA-Hedponatnn. Cpean ceMerHbIX CriyqyaeB o4 & ==

rnmoMepyrnoHedpuTa Yalle BCTpeyaloTca HabnogeHns ayTocoOMHO-AOMUHaHTHOro Hacneao
aTON Naronoruun. lematypuen ConpoBoOXAaeTCca N BPOXAEHHbIN AedpuunT 3-1 ppakbun s ¢
KoMnrieMeHTa. X-cuensrieHHoe HacneaoBaHe Nporpeccupyrowen Tyroyxoctn 4acTo- = =

| MUMWUKpUpyeT CUHOPOM AJ'IbI'IOpTa B CBA3U C ariesfibHOCTbO UX TeHOB =

HAS
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[Mpn3Hakn 6one3Hn B OpraHnU3Me:

Tunbl NOpaXeHHbIX KIeTOK:
HenpoHbl, BONOCSHbIE KNETKN
HeoOblYHble 0COOEHHOCTH OONe3HU:

» [lopaxeHune HepBOB (NoNMHeBpoNaTus),

« MwuacTteHnus,

* nOTepFl NnamMAaTn N NHTEIJIeKTa,

« TpombounTtoneHus.
Mopgenb XUBOTHOro Ans 3aboneBaHud:

Benble kpbicbl 6EeCNOPOAHON NNHUK.
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Kn

NMopaxeHune opraHenn:

€TO4YHadA U MOJNeKYyJIAdApHas buonorus:

[MopaxatoTca basanbHble MeMOpPaHbI.

basanbHas MeM6paHa - 9TO NIOTHOEe BeckneTo4YHoe o6pa3OBaHme, Ha KOTOPOM

pacnonaratoTca KNeTkn anuTenusa unu angotenus. B coctae 6a3anbHon meMmopaHsbl
BXOAAT MMUKONPOTEeUAbl, IMUKO3aMUHOIMKNKaHbI U konnareH. basanbHas membpaHa
BbIMOJTHAET ONMOPHYH DYHKLMIO, noaaepxmBasi dOpMYy OpraHoB U COCYIOB.

[MaTonornsi TKaHem n KNMHM4Yeckne ocobeHHOCTH npun cnHgpome AJ'IbI'IOpTe 3TO

g e

pesyneTar, aKkcrnpeccun konnareHa a3, a4, a5, u, BO3MoxHo, a6 (IV) uenen B.. e,
b6asanbHon MemMbpaHe. JTU Lenu, Kak NnpaBuio, OTCYTCTBYET UIN He,EI,OCTaTO*-IHO" Il
BblpaXKeHHble B 6a3anbHbIXx MembpaHax nuy ¢ cMHAPOMOM AnbrnopTe, Tak YTo cem _-_»;{?:'.
KOTOpble OHU 06pa3yloT OTCYTCTBYIOT UMK, €CIIM OHWU NPUCYTCTBYIOT, uecbelcrmal-ru 1o

CprKType N PYHKLMN, Eeis ek
n [ 3 J;’ [
ad 94 s |
o= 25.12.2010 CvHapom AnbnopTa



Krneto4yHas u MOJIEKYIIAPHAaA bnonorus:

HopmanbHble PyHKUUN: i \w\ ok o

B HopmarnbHO pa3BuBaloLLENCS NoYKe, U3HadyarnbHo KonnareH al (IV) n KornareH o2 (V)
Luenu npeobnagatoT B rriomMepyrnsipHon basanbHon MeMbpaHe He3penbiX NOYEeYHbIX
Kryboukax. DopmMmpoBaHuE KanunssipHbIX NeTernb B TeYeHNe co3peBaHuns Kiybo4KkoB
CBSA3aHO C nosiBrneHneMm konnareHa a3, a4, n ad (1V) uenen B rmomepynspHou
6asanbHon MembpaHbl. B TO BpeMsi kak co3peBaHue nporpeccupyer, a3, a4, n ad (1V)
Lilenm cTaHOBATCA npeobnagarowmm Tunom konnareHa IV B uensix rnomepynapHon
6asanbHon MemMbpaHbl . ATOT npouecc 6bii1 Ha3BaH Kak "M30TUMHbIE NepekrntovYeHns”
(isotype switching). T AT

MpoTenHypus 1 novevHas HeJoCTaTOMHOCTb, a TaKkKe HelpoceHcopHas rnyXOTa : ,\ :

[y = e

| \ -
\ \ 1 ——

Lo ,.'*
_—
e

o *r%
!

(s =
% .:‘ ~'.

. ‘A 4'_.- ", :’
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Krneto4yHas u MOJIEKYIIAPHAaA bnonorus:

Kak myTaumm nameHsoT hyHKUMU opraHennoi:
[MaTonornsa annenbHbiX BAPUaHTOB

Mopaensitowee 6onbwMHCTBO MyTaunn COL4AS5 -3T0 ryaHMHOBbLIE 3aMEHbI B NEPBOU
NN BTOPOW NO3ULNKU MIMUMHOBLIX KOAOHOB. TakMe Mytaummn, Kak CHMTaeTcs, MewatoT
HOpMasribHOMY CMeTEHUIO MyTUpoBasLlero a5 konnareHa (1V) ¢ gpyrumm tunamm
KonnareHa. bokoBou Luenun He XxBaTaeT MuunHa, U NPUCYTCTBUE FPOMO3AKOMN
aMMHOKUCIIOTbI B MMULNH NO3NLIMK NPeAnonoXXMTENbHO CO3aaeT N3Nom Unm Tp0|7|Ha;|
cnupans passopaymsaeTcd. 3ameHa rmumHa B konnareHe a1 (1) uenuv Bbi3biBaeT .

HECOBEepLUEHHbI OCTeoreHes3. HenpasurbHO CroXeHHas TpoHas cnupats KOﬂﬂaFEHa

obrnagaeTt NoBbILLEHHOW BOCINPUNMHYMNBOCTbLIO K I'IpOTeOJ'II/ITI/I‘-IeCKOI/I p,erpap,aumm

MyTtauum B reHax Col IV Alll Col IV AIV Col IV AVI nmetoT Ty xe pa3HOBI/ILI,HOC'Eb
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25.12.2010 Cunapom AnbnopTa




Cnacunbo 3a BHMmMaHue!

25.12.2010 CuHpgpom AnbriopTa



