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CAyuait AeTckom LiepebpanbHOM hOpMbl
X-CLEeNAEHHOM aAPEHOAEMKOAUCTPOPUM

X-cBsi3aHHas aapeHonenkoauctpodus (XAJII) oTHOCUTCS K rpynne COUHTOIUNHUI030B, XapaKTepU3yeTCsl IPOrPecCu-
pymolei feMueTMHN3aNnyedl [eHTPaJIbHON HEPBHOW CHCTEMBI 1 CHUHHOTO MO3ra, a TaKXKe MnepudepuyecKoil HeI0CTaTOU-
HOCTbIO Ha/iINOYe4UHHKOB. BoseloT ToNbKO MajbyuKu. PaHHNE CUMITOMBI — 3TO KOTHUTUBHBIE HapYyLIeHHs] U HapylIeHusl
TMOBEJeHUs, C YeM CTAJIKHBAIOTCS MPAKTUYeCKH BCe NeTCKHe HeBposoru amOyratopHoro 3BeHa. IIpu MPT ronxoBHOro
MO3ra 0TMe4alT TUIHYHOEe NopaxKeHue KOoJeHa MO30JUCTOr0 TeJa U CHMMeTpUYHoe Juddy3Hoe nopaxeHue IITy00Koro
6e0ro BemeCTBa TeMeHHO-3aThUIOYHBIX 00JacTell C pacmpocTpaHeHHeM JeMHUeTNHU3ANUH MO0 KOPTHKO-CIIMHAIbHBIM
TpakTaM B KayJdajJdbHOM HamlpaBjeHMHM. B mocienyomeM NPOMCXOAMT NMPOrpecCUpPOBAHUE HEBPOJOTHYECKOH CHMITO-
MAaTHKH C NMPUCOeJUHeHNeM MeJNKaMEeHTO3HO-Pe3NCTeHTHO! JMHIEeNCHH 10 JeTalbHOro ucxoxa. Takum o6pa3om, npu
NoBeJeHYeCKUX M KOTHMUTHBHBIX HapylleHUSIX Y MaJbYHKOB JOUIKOJILHOTO M PaHHero IKOJIbHOTO BO3pacTa, MeIuKa-
MEHTO3HO-Pe3NCTEHTHOH SMIIENCHH, celu(uiyecknx n3ameneHnssx Ha MPT roinoBHoro mosra, He06X0aMMO UCKIIOYATh
X-CBsSI3aHHYI0 aJPeHONIEeUKOIUCTPOUIO.

Kniouesoie cnosa: X-ceéazannas adpenoneticoducmpous, cunopom eunepaxmusrocmu u depuyuma 6HUMAHUA, INUNENCUS

X-cuenJjeHHas aipeHoJeHKOANCTPODHUS Hble MEeXaHH3Mbl MOBPEXAEHUS HEePBHOH TKaHU

(XAJI) — cdunronununos. Yacrora BcTpeuae-
moctu 1: 20 000 KMBBIX HOBOPOXKIEHHBIX Malib-
yrkoB [1]. XAJJI xapaktepusyercs MpoOrpeccupy-
IoIled JeMUeNIMHA3AlMeN LEeHTPaJbHOH HEPBHOH
CUCTEMBl U CIIMHHOTO MO3Ta, a Takxke repudepu-
YeCKOW HEeJOCTaTOYHOCTBbIO HAaAMOYeYHHWKOB [l1—4].
B maroreHese maHHOHW Tpymnmbl 3aboJeBaHUU Jie-
X)UT u3MeHeHue Oeska (Adrenoleukodystrophy
Protein, ALDP), KOTOpBEI OTHOCHUTCH K Cymepce-
MEHUCTBY TpaHCMeMOpaHHBIX OGeJKOB-TPaHCIIOP-
TEpoB, XapakTepusywoumxcs Hanauunem ATO-
CBSI3bIBAIONEN KacceTbl. MyTallMOHHOE H3MeHeHHe
ALDP Hapyuiaet TpaHCHIOPT HACBIIEHHBIX [JIWH-
HOLIETTOYeYHBIX >KUPHBIX KMCJOT C OYeHb JJIUHHOU
yraeponHod 1enbio (OJLZKK) B mepokcrucomel
[3-5]. buoxumnyeckn XAJJI xapakTepusyercs
cHrxeHuneMm B-okucaenuss OLZKK c¢ oTnoxeHH-
amu HeHacoleHHbIX OALKK, ¢ pauHHOU yrJje-
poxnHo# temnbio oT C24 no C32 npu MakCHMaJbHOH
KoHIleHTpaluu C26 (rekCako3aHOeBOH KHCJOThI) B
TKaHSIX MO3Tra M Kope HaArnoyeuHUKoB [5—7]. Tou-
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npu XAJIIJI He ycraHoBseHbl. [lpu 1epebpalb-
Hoi XAJIJI mepBHYHOe HapylleHHe [-OKHUCJEeHHS
OHLI?KK npuBOAUT K eCTabUIU3aLHH CTPYKTYPBI
MHeJMHA B LIEHTPaJbHONH HEPBHOM CHCTEME, KOTO-
pas COTPOBOXKAAETCS TIOBPEXKIEHUEM T'eMaTOdHIIE-
(hannyeckoro 6apbepa U BBIPAKEHHOH BTOPUYHOH
BOCITAJIUTEJIBHOH IeMUEJHHU3aIHeH, TTONOOHO Ta-
KAM ayTOMMMYHHBIM JIEMUEJTHHU3UPYIOMIUM TIPO-
1eccam, Kak OCTPBIH pacCessHHBIH 3HIedaomue-
JIUT U paccesiHHBIN CcKJepo3 [4, 6, 7].

ALDP nouupyetcs Ha xpomocome Xq28 [6-9].
B yKa3aHHOM reHe BBISBJIEHO GOJIBIIOE KOJTHUECTBO
MyTalWH, KaXkKaas M3 KOTOPBIX MOXKET BbI3bIBATh
XAJL, ipx 3TOM KOPPEeJSIUHAN MeKIy TeHOTHIIOM
U (peHOTUTIOM 3aboJieBaHWS He OOHapy»KeHO IpHU
3HAUNTENbHOH (DeHOTUNMHUYECKOH BapHabesbHOCTH
U cpokax fe6ioTa 60Je3HU Y MalUeHTOB MYKCKOTO
noJia [10]. 2KeHIUHBI, KaK MPaBUIO, SIBJASIOTCS HO-
CUTEJIbHUIIAMH TIaTOJIOTHYECKOTO TeHa U He UMEIOT
KJIMHUYECKUX MPOSIBJIEHUN OO0JIe3HHU.

KnuHru4eckn BBHIENSIOT AETCKYI0 Lepebpasb-
Hyto (meboT B 5—9 Jjet), moppocTkoByto (10—21
rof) U B3POCAYIO 1lepebpasbHyI0 (POPMBI, H30JIH-
poBaHHYIO 60Jie3Hb AIMCOHA (HaATIOYeYHUKOBYIO
HeJ0OCTaTOYHOCTb) M aJipeHOMHeNOHeHpONaTHIo.
[locnenHsass HayMHaeTcd OOBIYHO BO B3POCJIOM
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Bospacte (14-60 net, vaule nocyae 40 set) U xa-
paKTepu3yeTcs MHesJoNaTHed C OTCYTCTBHEM HJIH
cab0i BBIPAXKEHHOCTBIO JeMHUEeJUHU3aUUU B TO-
JoBHOM Mo3re [, 6, 9].

B rpymnmne HacjencTBEHHO 00YCJOBJEHHBIX TIO-
paxkeHHH 06eJioro BelleCTBa TOJIOBHOTO MO3ra lie-
pebpanbHasg dopma XAJIJI gBisgeTcs OIHUM W3
HEMHOTMX 3a00JIeBaHUH, XapaKTepU3YIOLIMXCS B
aKTUBHOU (pase KOHTpacTHbIM ycuieHueM Ha KT
u MPT, 4TO0 sIBJIgeTCd ee Ba>KHBIM OTJUUYUTEJbHBIM
NpU3HAKOM B MaHHOH rpymme Oose3Hed. B cBg-
31 C OCOOEHHOCTSIMH HeHpOpeHTTeHOJOTHUeCKOH
KapTuHbl lepebpanbHolt XAIJI Ha MpakTHKe He-
PEeNKO TPUXOMUTCS TPOBOAUTH CJOXKHBIA Audde-
pPEeHLMANbHBIH [MarHo3 CO 3JI0KaueCTBEHHBIMU
BHYTPUMO3TOBBIMUA TJIHOMAaMH, JUMGPOMOH LieH-
TpPaJbHOW HEPBHOM CHUCTEMBl, 3JHILEMANTUTAMU H
AyTOUMMYHHBIMA [IEMUEJTMHU3UPYIOUIUMHU  TIOpa-
»KeHusmu [8, 9].

HecMoTps Ha peokyro 4acTOTY BCTPEUaeMOCTH
3a00JIeBaHUsA, HEUPOPEHTTeHONOTHYeCKas KapThHa
TUNMHYHbIX (opm XAJJI B CTamuu KJIMHUYECKUX
NPOSIBJIEHHH HeoqHOKpaTHO omucaHa. B 80 % Ha-
6monenust npu MPT oTMedaeTcs: mopaxKeHHe KO-
JileHa MO30JMCTOTO Teja U CUMMETPUYHOe JH(d-
(ysHoe mopaxeHHe TJyOOKOro 6eJioro BellecTBa
TeMeHHO-3aThIIOYHBIX 00JiacTell € pacmpocTpaHe-
HUEM JIEMUEJUHHU3ALMH 110 KOPTHUKO-CIIHHAJIBbHBIM
TpakTaM B Kay[aJbHOM HallpaBJeHUU U MOCTETeH-
HBIM BOBJIEYEHHEM TIpUJIeXKallero CyOKOPTHKAJb-
Horo 6eJjioro BemiecTsa [11, 12].

K coxanenuto, B ctanuu MPT-miposiBieHuH Jie-
yenre XAJI Ha MaHHBIH MOMEHT Ge3yCIellHO U
6osibHBIE TIOTHOAIOT B CPOKU 1—5 JieT.

Knunuveckuil cayuatl

BoapHOH A., 10 JjeT, moCTymusa IJs o0cCaemno-
BaHUA B HeHpoxupyprudeckoe otnenenue D
Ne 19 ¢ momospeHunem Ha 00beMHOe 0Opa3oBaHHe
JOOHBIX JI0JIed W TepefiHUX OT[EJOB MO30JHCTO-
ro tesa. Vi3 aHamHe3a: NepuHaTaJbHBIA aHaAMHe3
otgromeH. Poc ¥ pasBuUBajcsd C TEMIIOBOX 3aJiepK-
KOA MOTOPHOTO M peyeBOTO Pa3BUTHS, 0 IIKOJBI
Tocelay JIOrolefuYecKud aeTckui cag. C 7 JeT
MolIesl B MacCoOBYIO IIKOJNY, HO POJUTENH CTaH
OTMeYaThb HapyIUeHWs IOBeIeHUS, MOSBJEHUS He-
YCUAYUBOCTH, PpACCESHHOTO BHHMMAaHHUS, PpacTop-
MOXKEHHOTO TIOBefleHHs B IiKoje. C IHAarHO30M
pe3uayanpHOH 3HLedalonaTu, CHHIPOMA THIle-
PaKTUBHOCTH W Je(UlIMTa BHUMAaHHUS TepeBefleH
B KODPEKLUHOHHBIH Kjaacc. HeomHOKpaTHO MPOBO-
TUINCh Kypchl (eHubyTta 6e3 adexra. B cBsa3u
C TIOSIBIEHUEM arpecCuu, pH CHUKEHWH KPUTHUKU
K CBOEMY IOBeJIeHHI0, BcTaau Ha ydeT B [TH]I mo
MECTY JKHTEJIbCTBA.

C 9 JseT NpUCOEOUHUJIHCH TOJNOBHBIE OOJH C
PBOTOH, yallle B yTpeHHee BpeMs. B amnpene 2011 r.
B 9 Jser BemosHeHa MPT rosoBHOro mosra (pu-
CYHOK) — BBIIBIEHO 00BeMHOe 00pa3oBaHHe
HeTpaBUJIBHOH «0ab0uKOBUAHOW» (OPMBEI C He-
OLHOpPOAHBIM MP-cHTHa/IOM, C BBIPa’KEHHBIM Iie-
prOKATBHEIM OTEKOM, PaCHpOCTPAHIIOIIUMCH B
CUMMeTpUYHBIe OTAeJbl 06euX JOOHBIX AOJEeH, T0
KOPTHKO-CIIMHAJIBHBIM TpakKTaM B 6a3ajibHblEe gpa
U JI0 YPOBHS HOXKEK MO3ra, a TaKxKe B TI0JII0CA BHU-
COYHBIX JoJieH, GoJblle crpaBa. OTmeuaeTcs He-
3HAUNTENbHBIH Macc-a(ppeKT ¢ yMepeHHOH KOM-
npeccrell MmepeHUX POrOB OOKOBBIX KEJYAO0YKOB.
KoHCynbTHpPOBaH —OHKOJIOTOM, DPEKOMEH/IOBAHBI
[13T rojioBHOrO Mo3ra ¥ OHONCHS AaHHOTO obpa-
30BaHus. Boimosnena 19T, koTopas yka3biBaeT Ha
HaJIM4yKe OMYXOJH, BEPOSTHO TIHAJBHOTO psifa.

B oxtg6pe 2011 r. BBINOJHEHA OmMepauus —
KOCTHO-ILJIaCTHUeCKasl TpelaHalus uyeperna B TIpa-
BOU JIOOHOH ob6sactH, Ouoncus — obpa3oBaHuUe
npaBod JOOHOH monu. JlaHHBIE THUCTOJIOTHH IIPO-
tuBopeuuBble (B D Nel9 — Heslb3sT UCKJIIOUUTD
actpouutomy, HWM onkosoruu um. IlerpoBa —
OIyXOJIEBBIX KJIETOK He BbigBJeHO, B II'D Nel —
Mopdosiornyeckas KapTuHa JAeMHUeJUHHU3UPYIOLe-
ro 3abosieBaHUs ).

KommnekcHet Tect auarHoctvkd PC  orpuua-
TeNbHBIM. AHTHTENa K sapam HEeHPOHOB Ceporo
BellleCTBa He OOHapyXKeHbl, HO 3TO He MHCKJIoua-
eT JIMarHo3a MapaHeorIaCTUYecKOro 3HIedaInTa.
JlanHble nomOanbHON MyHKUMK OT 24.11.11 1. 1uTo3
2/3, 6enok 1,2 v/ 1. KoHCYJIBTHPOBaH HEHPOHHpEK-
uronuctom HUMJW: yuuteiBasg JaHHBIE KJIUHUKO-
MHTPACKOMUYeCKUX UCCJeJOBaHUH, MPeroaraeTcs
Hajauuve y pebeHKa afpeHOJIeHKOAUCTPOPUH.

[Mpu panpHediem obciaenoBanun B MIHIL
PAMH (MockBa) monTBepxaeHa IepebpasibHas
opma X-ampeHONTEHKOIUCTPODHUH.

B nunamuke ¢ mapra 2012 r. y peGeHKa MOSIBU-
JIUCh TeHepaJM30BaHHblE TOHUKO-KJIOHUYECKHE CY-
nopord. [To 33T — BbIpaxkeHHble U3MEHEHHUS Op-
TaHUYECKOTO XapakTepa C 3aMelJieHHeM PUTMHUKU
MO0 JIeBOMY TOJYUIAPHIO C PerroHaJbHBIM 3aMef -
JileHreM JIOOHBIX OT[EeJIOB KOpbl C perucTpauyent
BBICOKOAMIIIUTYAHBIX [ebTa-BOJMH, B BHCOYHBIX
OTAeNax TpaBoOro TOJNYIIAPUS PETUCTPUPYIOTCS
(hoxaspHBIE BCIBIIKA (QHAJOTH SMUJIENTH(POPM-
HBIX BOJIH). HayaTa mpoTHBOCYIOpOXKHAS Teparnus.
B teuenue 2 mec y4alleHHe MUIENTHUYECKUX MTPHU-
CTYMOB, Ha3HaueH BTOPOH MPOTUBOCYIOPOXKHBINA
npenapaTr. Ha c¢oHe mporpeccrpoBanusg 3abose-
BaHUS peOeHOK CTaJ MAaJOKOHTaKTHBIM, 3aTOPMO-
JKeHHBIM. [10SIBUJIHCH MOTOPHO-CeHCOpHas aucda-
3ust, gucarus, craja HapacTaTb NMUpaMHAHasd U
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MPT roaoBHoro mosra naumenta A., 9 aet, anpeab 2011 r.

MO3KEUYKOBasl HeJIOCTATOUHOCTh, TOSBHJIHUCH 3JHY-
pe3 ¥ 3HKOIpe3, B TOM YHCJe THeBHble. Perpecc
HABBIKOB CaMOOTIPATHOCTH W KPHUTHKH TTOBEJIEHHS.
B nuHamuke oTmMedanu BBIPaXKEHHBIH Lepebpa-
CTEHWYECKHH CHHIPOM CO 3HAYHUTENbHBIM YBEJH-
YeHHeM HOYHOTO W JHeBHOTo cHa. CoOXpaHSIHCh
reHepajii30BaHHblE TOHHKO-KJIOHHYECKHE CYIOpO-
TH, MeJIHKaMeHTO3HO-pe3nuCTeHTHble. [IprcoenuHu-
JUCh OyJbOapHbBle W TCeBROOYJIbOApHBIE Hapylle-
HHS, YTO TMOTPeOOBAJO HAJNOXKEHHS TPaXeoCTOMBI,
KOpMJIEHHE OCYIIECTBJIAIOCh uepe3 30HA. Takxke
OTMeYayu TeHAEHUHIO K CTOUKOH OpamuKapauu C
yTHeTeHHeM CO3HaHHUS JI0 YPOBHs comopa. [1pu Ha-
pacTamluX SBJEeHUSIX LepeOpasbHOR U CepAedHO-
COCYIUCTOH HENOCTATOUHOCTH B nioHe 2013 T., B 11
JIeT, HACTYIIHJ JIeTaJbHBIH UCXOM. B cembe Takke
eCTh MJIAJIIHKE CBIH, 00CJIe0BaH, MMaTOJOrHYeCKHUX
reHOB He BBISIBJIEHO.

Taxum 006pa3oMm, OCHOBHBIE IHATHOCTHUECKHE
KPUTEPHH JJAHHOTO 3a00JIeBaHUST — MYXKCKOH TI0JT,
BO3pacT 5-9 Jer.

IlepBbie CHMITOMBI — KOTHHTHBHBIE Hapy-
IIEHUs; HEBHUMATEJIbHOCTb, HEYCHIYHBOCTb, Ha-

pylleHus oOyUeHHSI B JETCKOM Caay M ILIKOJE,
MOBeIeHYeCKHe HapylleHUs B BHUIE arpeccuu |
ayToarpeccHy, pexke — 3dJEeMeHThl ayTH3Ma.

[Ipu OTCYTCTBUM CTaOMIM3AUMK [OaHHBIX XKa-
JoO W JanbHeHIIero perpecca HaBBIKOB HeoOXO-
numo mpoeefeHue MPT rojioBHOro mosra, Ha Ko-
TOPOM OTMeYaeTCs TUIUYHOEe MOpaXKeHHe KoJieHa
MO30JIUCTOTO TeJla M CHUMMETpU4HOe Auddy3HOe
nopaxkeHue TJayO60KOro 0esoro BelllecTBa TeMeH-
HO-3aTbLIOYHBIX 00JacTell C pacripocTpaHeHHeM
JEMUENMHU3ALMH 110 KOPTUKO-CIIHHAJBHBIM TpaK-
TaM B KayaaJbHOM HarpaBJeHUH.

B nanpHeliem HapacTaeT o4aroBasi HEBPOJIOTH-
yeckas CHMIITOMATHKA, TIOSBJSIOTCS ATHUJENTHYe-
CKHe CYIOPOTH, Pe3UCTEHTHbBIE K MeTUKaMEeHTO3HOH
Teparnuy, HapylleH!us 3PeHUsT U CJayXa, BO3MOXKHBI
MPU3HAKKA HAATOUeYHUKOBOH HENOCTATOYHOCTH.
[To mepe mporpeccupoBaHus 3a60JeBaHUS Pa3BH-
BaeTCs CIaCTUYECKUH TeTparmapes, CJenora, riayxo-
Ta, JIeTaJbHBIH UCXOM B TedeHHe 1—-3 Jer.

YUuTbIBas, YTO MaTepu AAHHBIX MALUEHTOB SB-
JISTIOTCS. HOCHUTEJIIMH TTaTOTeHHOTO reHa, HeoOXOaH-
Mo oOcyiefjoBaHHe BCeX MaJbUHKOB B CEMBE.
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Case of child cerebral form of X-linked adrenoleukodystrophy

X-linked adrenoleukodystrophy (XALD) refers to a group lipidosis characterized by progressive demyelination of the central ner-
vous system and spinal cord , also peripheral adrenal insufficiency. Affects only boys. Early symptoms — experience learning and
behavioral problems that usually begin between the ages of 4 and 10. In 80 % of patients the initial demyelinating lesion is local-
ized in the splenium of the corpus callosum and progresses to involve the adjacent parieto-occipital white matter. As the disease
progresses, more overt neurologic deficits become apparent, which include withdrawn or hyperactive behavior, apraxia, astereogno-
sia, auditory impairment, decreased visual acuity, hemiparesis or spastic tetraparesis, cerebellar ataxia and seizures. At this stage
progression is extremely rapid to death. Thus, there are behavioral and cognitive disorders in preschool boys and young school-age,
epilepsy, specific changes on MRI of the brain, it is necessary to exclude X-linked adrenoleukodystrophy.

Key words: X-linked adrenoleukodystrophy, hyperactivity and attention deficit, epilepsy

KaneHAapHbIM NNaH MeponpuaTuu

HEINPEPHLIBHOIO MOBBIIEHUS KBaIU(PUKALUU
MeJAUIUHCKNX paOboTHUKOB Ha 2014 r.

InaBHOe MeIVMLIMHCKOE yIIpaBieHNe YIpaBieHUs JeJaMH npe3ugeHra Poccuiickoi ®Pegepanuu

2—5 ampens
111 Poccuiickuti macmep-Kaacc ¢ mMenOyHapoOHbiM yuacmuem
«Cospemennasn qf HKYUOHAIbHASA PUHOXUPYPUL»
[pencenatesnb U Hay4YHBIH pyKoBOAHTENb: podeccop A. C. JlomaTuH, HayYHBIM PYKOBOAUTEJb 0 OTOPHHOJIAPHUHTO-
gorun @IBY Ilonukaunuka Ne 1 Y] npesugenra PO, npesugent Poccuiickoro obuiectsa puHoJ0roB. Mecro mpo-
BegeHus: Kimnndeckas 6osnbHula Ne 1 Y1 npesunenta PO.

24 anpens
XV [Obunetinas HayuHo-npaKmuueckas fcongjepenquﬂ
«@Dapmakomepanus annepeuteckux 3ab60se8anuil ¢ no3uyuii 00Ka3amenoHol MeOUYUHbL»
Ipencenartesib 1 Hay4HBIH PYKOBOAUTeb: Tpodeccop JI. A. FopsiukmHa, rnaBHbii ajieprojor TMY Y ]I npesuneHTa
P, zaBenytomas kadenpor kauHuuecko amieproyorur [BOY AITO Poccuiickas meqULMHCKAS aKafgeMHus MOCIequ-
mIoMHoro oopasoBanust M3 P®. Mecro nposexenust: LI/IY PAH, Mocksa, ya. [Ipeuncrerka, 1. 16.

20 mas
VI Hayuno-npakmuueckas KOHI?epeH%uﬂ no ogpmanemonozcuu
Ipencenarenu u Hay4yHble pyKoBoguteau: akageMuk PAMH C. 9. ABetucos, riasHbi opranemonor TMY V]I npesu-
nenra PP, nupekrop @I'BY HayyHo-uccaenoBateabCKUi HHCTUTYT IyIa3HbIX Oose3nedt PAMH; npodeccop B. II. Epu-
YyeB, 3aMECTUTENb JUPEKTOpa 1Mo HaydHoH padore PIBY HayuHo-nccienoBaTesbCKUA HHCTHTYT TJIa3HBIX Oose3Hed
PAMH; npodeccop U. d. MommuH, 3aBenywoini otaeneHuem opraabmonornd IBY Knunudeckas 6ospHuLa Ne |
Y ]I npesunerta P®. Mecro nmpoBegeHust: 3naHue npasureibctBa Mockssl, yi. Hoseiit Apoar, 1. 36/9.
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