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HacaencrBeHusin Heppur (Cu
AJILIIOPTA) - HACJIECIACTBCHHOEC
3a00JICBAaHUE, XapaKTCPHU3YIOIICECS
[IOPAXKECHUEM ITOYEK C UBMEHECHUAMU
MOYEBOI'0 OCaaka ( reMarypus |,
IIPOTECUHYPUA , JICUKOLIUTYPHUA ,
OakTepuypus ), HApYIICHUSIMH CIIyXa .
Horna HaOIIOAAar0TCS IIOPOKH PA3BUTHUSA
[IOYEK, OPraHOB 3PCHMUSI.




]

]

B 1927 1. A Alport BriepBbI€ BBISIBUI TYTOYXOCTh
Yy HECKOJIBKUX POJACTBEHHUKOB C T€MaTypUen

B 1972 r. y 001bHBIX C HACIEICTBEHHOM
reMarypueu mpu Mop(poJIoru4eCcKu
ycciaenoBaHuy rmouyeyHor Tkanu Hinglais et al.
BBISIBUJIM HEPABHOMEPHOE PACIIIUPEHUE U
PACCIIOCHUE TIIOMEPYJISIPHBIX 0a3alIbHBIX
MeMOpaH.

B 1985 r. Obu1a naeHTH(OUIIMPOBAHA
T€HETHUYECKass OCHOBA HACJICACTBEHHOIO HE(QpUTA

- myTanus B reve kotareHa [V tuna (Fiengold et
al., 1985).



DNMUIEMHUOJIOTUSA

PacrmipocTpaneHHOCTh CHHApPOMA AJIBIIOPTA COCTABIISIET 1 cnydan
Ha 5000 HacemeHus.

B I'epmanuu cunapom Anbnopra JIuarHoctupyercs npu 17 u3
1000 nedpoodbuoncuii, 3% cirydaeB XpOHUYECKON MOUEUHOM
HEAOCTATOYHOCTH Y JE€TEM CBSI3aHO C CHHAPOMOM AJIBIIOPTA.
2,3% TOYE€UHBIX TPAHCIUIAHTALIMKA TPOBOAUTCS MAUEHTaM C
CHHJIPOMOM AJIBIIOPTA.

M3 BO3MOXKXHBIX TUIIOB HAaCJICAOBAaHUSA CLEIUICHHOE C X-
XpPOMOCOMOM - Han0o0JIee PacIpOCTPAHEHO MPH STOM MATOJIOTHH.
Y. Uraoka u coaBt. 0OHapyxunu, 4to 17,2% SInoHCKUX IETeH ¢
CHHJIPOMOM AJILIIOPTA HE UMEIOT CEMEMHOI0 aHaAMHE3a
MOYEYHOTO 3a00JICBaHMUS.

ITo namnbiM R. Shaw u R. Kallen, wacTtora MmyTtamuii cocTaBiseT
1 #a 100 000 HaceneHus.



[ eHeTrYeckass OCHOBA OOJIE3HU - MyTAllUs B TEHE
a-5 nenu xomtareHa IV tumna. DToT TUII
YHHMBEpCaJICH IS 0a3ajibHbIX MEMOpPaH MOYKH,
KOXJICApHOIO armapara, Karncyjbl XpyCTalnKa,
CETYaTKH U POrOBUIIEI I71a3a, YTO JOKA3aHO B
MCCJIEAOBAHUSAX C UCIIOJIb30BAHUEM
MOHOKJIOHAJIbHBIX AHTUTEII IIPOTUB 3TOU
(hpakumu kKoaaarcHa. B mociaenHee Bpems
YKa3bIBalOT HA BO3MOKXHOCTh IpuMeHeHus JIHK-
30HJI0B JIJIA IIPEHATAJIbHOU JUATrHOCTUKH
HACJIEACTBEHHOTO HE(pHUTa.



BbIaeadaoT TpH BapHaHTA
HACJICACTBEHHOI0 He(ppuTa
I BapuaHT - KIMHUYECKHU IIPOABISIECTCS
HE(PPUTOM C reMaTypuei, TyrOyXOCTbIO U
ITOPaXCHUEM IJ1a3.
Teuenue HepuTa IIPOTPECCUPYIOLIEE C
pazutruemM XII1H.
Tun nacneooséanusn - TOMUHAHTHBIU,
CLEILUICHHBIU C X-XPOMOCOMOM.
Mopghonozuuecku BBISBIISICTCS HAPYIICHUE
CTPYKTYpHhI 0a3aJIbHOM MEMOpPaHEI, €€
MCTOHYCHHUE U PACIICIICHHUE.



11 BapuaHT- KJIMHUYECKU IPOABIIACTCSA
HEe(PPUTOM C reMaTypueu 0€3 TYyTOyXOCTH.
Teuenue negppuma IpoOrpeCcCUPyIONICE C
pazputreM XIIH.

Tun nacneoosanusn - TOMUHAHTHBIU,
CLEIUICHHBIU C X-XPOMOCOMOM.
Mopghonozuuecku BBISBISICTCS HCTOHYCHUE
O0azaIbHOM MEMOpPAHBI KAITHJLISIPOB
KJIy0OO4KOB (0c0O€HHO laminadensa).



III BapuaHT - 100pOKAYE€CTBECHHAS
CeMENHasa reMarypus.

Teuenue OnaronpusITHOE, XpOHUUECCKAS
[IOYE€YHAsI HEAJOCTAaTOYHOCTh HE PA3BUBACTCHI.
Tun nacneooeanus - ayToCOMHO-
JTOMHMHAHTHBIU UJIX ayTOCOMHO-
peneccuBHbIn. 11pu ayrocomMHO-
PELIECCUBHOM THIIC HACIECHOBAHUS Y
YKEHIIIMH OTMEUEHO 00JIEE TAKEIIOE TEUEHIE
3a00JICBaHUSI.



CuHapoM AJIBIIOPTA - HACJIEICTBCHHBIN HE(DPUT C
[IOPAXKEHUEM CITyXaA.

B 0CHOBE JIEKHUT COYETAHHBIN NE€PEKT CTPYKTYPHI
KoJIareHa 0a3aJibHOM MEMOpPaHbI KIIyOOUYKOB MOYEK,
CTPYKTYP yXa U IJ1a3za. | eH KJ1acCu4eCcKoro CUHIpoma
AJBIIOpPTA PACIIOJIOKEH B JIOKyce 21-22 q JNIMHHOTO IIIeYa
X-XpOMOCOMBI.

B 0ONBIIMHCTBE ClTydaeB HACAEAYETCS 110 JOMUHAHTHOMY
TUITY, CHETUIEHHOMY C X-XpPOMOCOMOU. B CBA3M C 3TUM Y
MY>KYUH CUHAPOM AJIBIIOPTA IIPOTEKAET TSKEIIEE, TAK KaK
y KEHIIMH (DYHKIUS MyTaHTHOI'O I'eHa KOMIICHCUPYETCS
300POBBIM AJUIEJIEM BTOPOU, HEMTOBPEXKICHHOU
XPOMOCOMBI.



Komnaren 1V tuna, Bxoasamuu B
COCTaB INIOMEPYISIPHOM 0a3aIbHOM
MEMOpaHbl, COCTOUT B OCHOBHOM M3
nByx al-meneu (IV) u ogHOM a2-1enu
(IV), a Takxe conepxut a3, a4, as-
CTIH.
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He3HavYnTenobHbL!

Crpykrypa kosuiarena IV Tuna npu HOpMaJbHBIX U H3MEHEHHBIX AJb(a-nensx
KoJuiarena: 1 — Hopma. Bee Tpu anbda-nenu coxpannsbl. [Ipoucxoaur ckpyuynBanue
MOJIEKYJIbI KoJuiarena; 2 — nejenust COL4AS. OrcyrcerByer ajbda-S-mens KoJJIareHa.
He nmpoucxoaur ckpyuynBaHusi MOJIEKYJIbI KoJu1areHa; 3 — roueunast myranus COL4AS.
N3menenus ajabda-S-nenu KoJJIareHa He3HAYUTeJbHbIL. JIOKa/IbHbIe HAPYIICHUSA
CKPYYUBAHUA MOJICKYJIbI KOJLIAT€HA



*Myranust rena Col4A5 compoBokaeTcst OTCYyTCTBUEM a3-, a4-, a5- u ab nenei B
CTpyKType kojutareHa [V tuna, a konmndectBo al- u a2-1eTei B FJIOMepyJI}IpHOI/I
0azaapHOM MeMOpaHe BO3pacTaer.

*[IpuBOUT K MCTOHYECHHIO M JIOMKOCTH 0a3ajibHbIX MEMOpPaH KJIyOOUYKOB Ha paHHUX
CTaJIUsIX CUHJIpOMa AJIbIIOPTA,

*KIIMHUYECKHU MPOSBISETCA Yallle reMarypueit (peke remaTypueid ¢ IpoTeuHypUen Uiiu
TOJILKO MPOTEUHYPUEH ), CHUKEHUEM CJTyXa U JIEHTUKOHYCOM.



dTanbl U3MEHEHUS IVIOMEPYJISAPHBIX 0a3aJIbHbIX MeMOpaH

(I'BM) nipu HacJIeacTBEHHOM He(pure.



Mopdoornyecku nmpu JIEKTPOHHOU MUKPOCKOITAN
BBISIBJISICTCS UICTOHYCHHUE Y PACCIOCHHUE ITIOMEPYISPHBIX
0a3anbHBIX MEMOpaH (0co0eHHO lamina densa) u
HaJIN4YME SICKTPOHHO-IIOTHBIX I'PaHYI.

[ moMepynut npu cuHAPOME AJIBIIOPTA BCETAAa HOCUT
MMMYHOHETaTUBHBIN XapaKTep, YTO OTIIMYACT €ro OT
IJIOMEPYJIOHE(PPUTA.

XapakTepHBI pa3BUTHE aTpO(UH KaHAJbBIIEB,
TAMQPOTUCTHOLUTAPHAS MH(UIBTPALNS, HATUIHNE
"MIEHNCTRIX KJIETOK" C BKIIOUEHUSIMHU JIUIIUIOB -
nunodaramMu.

IIpu nporpeccupoBaHuU 3a00JICBaHUS BBISBIISICTCS
YTOJIICHUE Y BBIPAKCHHAS JECTPYKIUS Oa3aIbHbIX
MeMOpaH KJIyOOUYKOB.
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IHomumoppusm yasTpacTpykTypbl BM KiIy004KOBOI0 Kanuuisipa.
Y4acTKy pa3jiM4YHOH TOJUIUHBI, OTEPS TPEXCIONHOCTH, PACCI0CHHE
U 1e30praHu3anus mioTHou miacTtunbl (Lamina densa). boasnoi C.
8 jer. JIlmarnos: cunapom Aasnopra (%15 000)




CUMIITOMEI BKJIFOUAIOT B CEOS:
AHOMAaJIbHBIM IIBET MOYH,
OTt€Kku,

KpoBs B Moue,

CHMKCHHE WJIM OTEPS 3pCHUS (Yalle
BCTPEYACTCS Y MY>K4YHMH), , 6’5 )
boJib B nosicHuiie, '
[ToTeps ciayxa (4Jare BCTpeqaeTc;I y
MY>KYWH),

OTeKu BOKPYT IJ1a3




Knmanueckas kapTuHa CHHAPOMa AJbIOPTA, PETYIIPHO
MTOBTOPSIOIIASICS B CEMbE, OOBIYHO COOTBETCTBYET KAKOMY-TU00
(h€HOTUIY, XOTS BBIPAKEHHOCTH CUMIITOMOB MOXXET MEHATHCA OT
YEJI0BEKA K YEJIOBEKY M B 3aBUCHUMOCTH OT BO3pacTa U MoJa.
BOJIBIIMHCTBO CEMEN C ATOU MATOJOTUEU XOPOIIIO BOUCHIBAOTCS B
CIEAYIONIYIO KJIaCCU(PUKALHUIO:

1) nTOMHUHAHTHBIN FOHOLIECKUH HEPPHUT C TYTOyXOCThIO(Z10 31 1eT);
2) X-CIEINICHHBIN IOHOIIECKUH HEPPHUT C TYTOYXOCTBIO;

3) X-CIEIUICHHBIN HEPPUT C TYTOYXOCTBIO Y B3POCIBIX;

4) X-CLEIUICHHBIN HEQPPUT 0€3 SKCTPapEHATBHBIX IPOSIBIICHUM;

5) ayTOCOMHO-IOMHUHAHTHBIN HE(QPUT C TYTOYXOCTHIO U
TpoMOoIuTONaThEN, COOTBETCTRYIOINM 110 McKusick kareropuu N
15365 (cuHapom DmiTenHa);

6) ayTOCOMHO-IOMAHAHTHBIN HEQPPUT FOHOIIECKOIO THUIIA C
TYTOYXOCTBIO.



dparMeHT poaocjaoBHon cembu C. /luarnos:
CUHAPOM AJIBIIOPTA
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B HaYaJbHOM cTaguu 00J1€3HU CAMOYYBCTBUE
peOCHKa CTpajacT Majlo, XapaKTepHOU
OCOOCHHOCTBIO SIBISETCS YIIOPCTBO U CTOMKOCTD
MOYEBOI0 CHHJIPOMA:

[l remarypus pa3andHOM CTEIICHU BBIPAKCHHOCTH,
HaoOmomaemas B 100% cirygaes.

[l mnporenHypus B OOJIBIIMHCTBE CIy4acB HE
npeBbIiIacT 1 r/cyT, B Hauane 3a001eBaHUs
MOKET OBITh HEITOCTOSIHHOM, IO MEPE
IIPOrpECCUPOBAHUS IIpOLIecca IPOTCUHYPUS
HapacTaer.



= B manpHeeM npouCcXoauT HapyIICHUE MapluaIbHbIX
(PYHKIM ITOYEK, YXYAIICHUE OOIIEr0 COCTOSHUS O0JIBbHOIO:
MOSIBJISIFOTCS MHTOKCHKAIIKS, MBIIIIEUHAs Cl1a00CTh,
apTepuajibHas TUIOTOHMS, YaCTO HapyIICHUE CIyXa U
HapyuieHue 3peHusi(B 20% cirydaes ).

= HauOoJsiee 4acToO BBISBISIOTCS AaHOMAJIMKU CO CTOPOHBI
Xpycraiauka: chepoPoKus, JEHTUKOHYC NEPEIHNAM, 3 THAM
WJIA CMELIaHHBINA, pa3HOOOpPa3HbIC KaTapaKTHhI.

= CHMKEHHE CiIyXa IPU CUHJIPOME AIbIOPTAa MOXKET
BO3HMKHYTh B Pa3IMYHbBIC IIEPUOJbI IETCTBA, OJJHAKO Yallle
BCETO TYTOYXOCTh JUArHOCTUPYETCA B Bo3pacte 6-10 Jer.
HaunHaeTcs CHMXKEHUE CiyXa Y AE€TEN C BBICOKUX YaCTOT,
AOCTHUTasi 3HAYUTEIbHON CTEIECHH MPH BO3IYIIIHOM M KOCTHOM
IIPOBEJICHUH, IEPEXOS U3 3BYKOIIPOBOIAIIEH B
3BYKOBOCIIPHUHUMAIOIIYI TYTOYXOCTb.



Jl1s HacneaCTBEHHOrO HepUTa XapaKTepHa
CTAAUUHOCTh TEYCHUS OOJIE3HU: CHAYaJIa JIATEHTHAaSA
CTAJAUs WJIM CKPBITHIX KIHMHUYECKHX CUMIITOMOB,
IPOSBISIONIASICI MUHUMAIbHBIMU U3MEHEHUSIMU
MOYEBOI'0 CHHAPOMA, 3aT€M HACTYIAET IOCTECICHHAs
JNEKOMITCHCAIIUS MPOIIECCa CO CHUKECHUEM IMOYECUHBIX
(GyHKIUM ¢ MAHU(ECTHBLIMH KJIMHHUYECKUMH
CUMIITOMaMU (MHTOKCHKAIIHS, aCTCHU3AIHs, OTCTaBaHUE
B Pa3BUTHH, AaHEMU3ALIS ).



JInarHocTruka CMHAPOMA AJIbLIIOPTA.

IIpemioxkeHbl Clieay0IUEe KPUTCPUM:

[l remarypus uim cMEpTh OT XpPOHUUECKOM
[IOYCYHOU HEJOCTATOYHOCTH B CEMEHUHOM
aHaAMHE3¢€;

[ remarypus uin He(POTUUECKHUI CHHAPOM Y
[MalMCHTA;

[l m3MeHeHUs NIOMEPYIIPHBIX 0a3aabHBIX
MEMOpaH OpH JICKTPOHHOU MHUKPOCKOIIUH
Omomnrara IIOYKH;

[l cHmxeHue ciyxa 1o JaHHBIM ayqTuOTrPaMMEBI;

[0 BpoxxaeHHAS ITaTOJIOTHUS 3PCHHUS



Jlnarnos cungpoma AJbIIOPTa CUMTACTCS
IIPaBOMOYHBIM B CIIydasix OOHApPYKCHUS Y
OO0JILHOTO 3 M3 5 TUIIMYHBIX NPU3HAKOB:

* HaJIW4YME B CEMbE T€MATypPUU U XPOHUUECKOM
[I0YCYHON HEOOCTATOYHOCTH,

* MPUCYTCTBUEC Yy OOJBHOIO HEMPOCEHCOPHOM
TYTOyXOCTH, HaTOJIOTUH 3PEHUS,

* OOHapyXEHME INPU IICKTPOHHO-
MUKPOCKOIIMYECKOM XapaKTePUCTUKE OMOIITaTa
IIPU3HAKOB PACIICIJIEHUS [TIOMEPYJIAPHOU
0a3zaJIbHOM MEMOpPaHbI C U3MECHECHUEM €€
TOJNIIUHBI 1 HEPABHOMEPHOCTHIO KOHTYPOB.



JINMATHO3

** BaxHo cocraBiieHHE POIOCIOBHON U OOHAPYKECHHUE
JIMI] KaK ¢ COYETaHUEM HE(PPUTA U TIIYXOThI, TAK U C
NOOPOKAYE€CTBEHHON reMaTypuen, TyX0yXOCThIO,
XIIH.

«* JlnarHo3 moATBEPKAAIOT OPHU OUOIICHHM ITOYEK,
oOHapyxeHuH B Moue D/L-3-ruapoKCunposarnHa,
TITFOKO3WITAJIAKTO3MIIOKCUIN3UHA.

** Y 4acTu OOJBHBIX BBISBIISIIOT CY>KCHHUE
IIPHUIOXAaHOYHOTO OTAEe]Ia MOYETOYHHUKA, YIBOCHHE,
HE3aBEPIUICHHBINA IIOBOPOT ITOYEK.




JuddepeHunanbHasg TMATHOCTUKA
3arpygHeH quddepeHIMaIbHBIN JUAarHO3 CHHIPOMA
AJbIioprta ¢ 00JIC3HBbIO TOHKMX 0a3alibHbIX MEMOpaH, JIJIs
KOTOPOM XapaKTEepHBI ayTOCOMHO-IOMUHAHTHOE
HacJIeJOBaHUE TeMaTypHUH, PABHOMEPHOE HCTOHUYCHHUE
TJIOMEPYISIPHBIX 0a3albHBIX MEMOpPaH U OTHOCHUTEIIHLHO
OJIaronpUSTHBIN IIPOTHO3 .

0 Ilpu 6one3nu lMlapko-Mapu-TyTa cemeiiHoe
codeTaHue He(ppoImaruu, TyroyxocTH, (poKaabHO-
CETMEHTAPHOIO TJIOMEPYJIOCKIIEPO3a U PACCIOCHUS
IJIOTHOM IJTACTUHKH IJIOMEPYJISIPHBIX 0a3aibHbIX
MeMOpaH COMPOBOXKAAECTCS MBIIIIEYHOM aTpO(pHUEHN.



0 Hedponarus u TyroyxocTb Ipy CUHJIPOME
Branchio-Oto-Renal coueraercs ¢
PYAUMEHTapHBIMHM OCTaTKaMM KaOEePHBIX IIEIICH .

0 s cuagpoma MakJjia-yYaJjabca XapaKTEepHbI
ayTOCOMHO-JIOMHUHAHTHOE HAaCJIeJOBaHUE,
noBbileHrue COD, 4aCcToe pa3BUTHE XPOHUYECKOU
MOYEYHOW HEJOCTATOYHOCTH, O3HOO U ypTUKApHAs
ChIIlb (B AEOIOTE), TYTOYXOCTh, [IayKOMa U
HE(POTHUUYECKUM CUHJAPOM (BHOCICACTBUN).

[0 IIpu cunapome AJbCTpeMa MUTMEHTHAs
NETeHEepaIsa CETYaTKU, HEUPOCEHCOPHASA TYIOYXOCTh
1 HE(PpoIaTus COYETarOTCs ¢ CaXapHbIM JUa0ETOM U
OKUPECHUEM.



JleueHue cuHApoMa AJIbIIOPTA.
CIrienuaabHOTO JIEYCHHUS HE CYIIECTBYET.
JleueHure CBOAUTCS K YCTPAHECHUIO TEX WJIN
MHBIX CUMIITOMOB 00JI€3HU, 00OphOa C
MOYEYHOMN HEJIOCTATOYHOCTLIO IO BCEM TEM
K€ TIpUIieHaM, KaK U MalMEeHTOB C OOBIYHOU
MOYECYHOU HEJOCTATOYHOCTBIO.



UccaenoBanue
Menuko-reneruueckoro neHrp PAMH 0ObL10
IIPOBEACHO MOJICKYJISIPHO-TEHETUUECCKUN aHaIu3 16
AETSAM, olpeaenn Hannurue mytanuu B rene COL4AS
y 11 OonbHBIX.

Cpenn HaOIogaeMbiX 00JbHBIX 0% manueHToB
MMEIN X-CLEIUICHHBIA BapuaHT 0€3 SKCTpapeHAIbHBIX
n3MeHeHul, y 48% neTer uMeno MECTO COUCTaHHUE
[1aTOJIOTMH MOYEK C TYTOYXOCThIO /WU HAPYIICHUSIMHA
3peHus. B 2% ciaydaeB ObLI ONpeieIeH ayTOCOMHO-
JTOMMHAHTHBIN THUII HACJICOBaHUSI.

B niporuiecce HaOmroneHus 3a O0JILHBIMU C
HAaCJEICTBEHHBIM HE(PPUTOM OKa3aloch, uTo XIIH
pa3Buiach B 18,2% cirydyaeB, mpuueM HE TOJIBKO BO
B3POCJIOM COCTOSIHUH.




* Cpenu HaOIHOOAEMBIX OOIBHBIX Y 4 MAJIBYMKOB
TepMuHaJibHas ctaaus XIIH nactynuna B 14135 ser,
4TO MOTPEOOBAIO MPOBEACHUS TPAHCIUIAHTALIUN
ITOYKH.

* ¥V JIBOMX U3 ATUX IALIMEHTOB B MOCJIECAYIOIIEM
POAUIMCH ACTH, 00€ JeBOUKM cTpagarT CA.
N3yyenune xapakrepa nporpeccupoBanusa HH
ITOKAa3aJ10, YTO HEPEAKO Y JIETEU MOCIIE 9 JIeT K
reMaTypuy NPUCOCIUHAETCS IIPOTEUHYPHSI, CTETICHD
KOTOPOM HApacTaeT C BO3PACTOM OOJIBHBIX.

* Ilocne 12 meT oTMedaeTcss CHUKEHHUE KITyOOYKOBOM
(brIBTpalvy, a IIOBBIIICHUE apTEPUATBHOIO JaBICHUS
M [IOCTEIIEHHOE MOBBIIICHUE YPOBHS KpEaTUHUHA
KPOBH ITPOUCXOIUT Tociie 14—135 jer.



IlepcrieKTHUBBI JICUCHHE

= [Ipu cucreMarnyeCcKoM UCTOIb30BaHUU UATID Ha
MPOTSHKEHNUM 1—2 JI€T MPOUCXOAWIIO YIIYUILIEHUE
KJIyOO4YKOBOHM (DPUIBTPALIMH U CHHXKCHUE YPOBHS
KpeaTHHWHA KPOBH, YETO HE HAOIIOAATIOCH IPHU
HEPETYJSIPHOM IIPUMEHEHUY JAHHBIX IPENapaToB.

= [IpuMeHueHue i JIEUEHUE TIIFOKOKOPTUKOUIBI,
IIUTOCTATUKH, HECTEPOUIHBIE
IIPOTHBOBOCHAIIMTEIIBHBIE CPEACTBA, KAK MIPABUJIO,
ObLIM HeIP(PEeKTHUBHBI



