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POCCWICKW XYPHAN KOXHBbIX 1 BEHEPVYECKX BONE3HEN

Bpo:kaeHHbI HXTHO3 Y HOBOPOXKIACHHOTO
0 TUIY «KOJIOUAHBIN MJIOI»
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'BY BO XMAO-IOrpsr Cypryrckuit rocynapcTBeHHbld yHuUBepeuteT, 628412, . Cypryr,
Poccust; 2BY XMAO-HOrpb1 CypryTckuii KIMHUYECKUI KOXKHO-BEHEPOJIOTHIECKUI TUCTIaH-
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IIpedcmasneno KauHuueckoe HAONOOEHUE CLYUAs BbIHCUBAEMOCTIU PEDEHKA C BPOICOCHHBIM UXMUOZ0M NO
MUny «KOIIOUOHBLU NI00» HA (POHe mepanuu CUCEMHbIMU 2TIOKOKOPIMUKOCIEPOUOaMU C Nepevix OHell
orcusHu. I[Ipedcmaegnentvlil. KIUHUYeCKUil Cyyail WiIoCHpPUpyen 603MONCHOCb bIJCUBAHUSL, NPOOJIeHUs
JHCUBHU U YTIYUUICHUS] KAYECMBA HCUSHU OONIbHBIX BDONCOCHHBIM UXIMUOI0M NPU YCA08UU PAHHEL A0eK8AMHOU
mepanuu 6 6uoe HA3HAYEHUs: CUCIEMHBIX 2IOKOKOPMUKOCMEPOUd08 ¢ Nepevix OHell Jicusnu u yxooa. /s
NPOPUAAKMUKU 2eHOOEPMAMO308 NOKA3AHO NPOBEOEHUEe NPEHAMAIbHOU OUASHOCTUKU, OCODEHHO 8 CEMbIX
€ NOBBIUEHHBIM PUCKOM UX PA3GUMUSL.

KinrwdeBbie CI10Ba: 6pOANCOeHHbII UXMUO3, TAMEISAPHBII UXIMUO3, KOLIOUOHBLL NI00; IKMPONUOH, 2TIIOKO-
KOPMUKOCMepouowl.
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A clinical observation is presented. survival of an infant with congenital ichthyosis of the colloid fetus type,
treated by systems glucocorticosteroids from the first days of life. This clinical case demonstrates the possi-
bility of survival, life span prolongation, and improvement of the quality of life in patients with congenital
ichthyosis provided the early adequate therapy with systemic glucocorticosteroids from the first days of life
and proper care. Prenatal diagnosis, particularly in families with high risk of genetic dermatoses, is essen-
tial for prevention of this disease.
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K nacrosmemy BpeMeHH HaiIeHBI U OOJBIICH YaCThIO
UACHTH(UINPOBAHBI TeHETHYECKHE e(EKTHI, JIeXKaIINe B OC-
HOBE Pa3IM4HbIX (OPM BPOKIACHHOTO MXxTHO3a. OJHAKO Tiep-
CHCTHpPYIOIIEE TEUCHHE, CHCTEMHBIH XapakTep IOpaKeHHH,
TPYAHOCTH B IUATHOCTHKE U HU3Kasl 3P PEKTUBHOCTD JICUCHUS
TIO3BOJISIFOT CUUTATH NPOOIEMY BPOXKIECHHOTO UXTHO3a OJHOM
U3 CIOKHBIX U aKTyaJIbHBIX IPOOJIEM BO BpadeOHOI IpaKTu-
ke. [Ipy HeCBOEBPEMEHHOM PACIO3HABAHUH WM HEa/ICKBaTHOM
JICYCHUH BPOXKJCHHBII MXTHO3 MOYKET IIPUBOJIUT K JICTAJIBHO-
MY MCXOJy WM MHBAJINUAHOCTH C paHHEero aercrsa [1].
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Hxrtuossl (ichthyosis ot epeu. «ichthys» — «pbida» + 0sis) —
TeTepOreHHasi TPyIIa HacJIeJACTBEHHBIX JIEPMAaTO30B, Xapak-
TEPHU3YIONIMXCSl TeHEePaIM30BaHHBIM HapyIICHHEM IIpolecca
oporoBeHus1. B ocHOBe MXTHO3a JIe)kaT MyTalyuy WK Hapylle-
HHS KCIIPECCUH TEHOB, KOJUPYIONIMX 00pa30BaHne KepaTHHa.

K BpoXIeHHOMY HMXTHO3y OTHOCSIT, B 4YacTHOCTH, ILIa-
CTHHYATBHINA (JTaMEJUIAPHBIN) UXTHO3 (cuH. MXTHO3U(POPMHAS
cyXasi SpHUTPOJCpPMHs, IUIACTHHYATAs SKc(oIHarus HOBO-
POXACHHBIX, KOJUTOIMITHAS KOYKa HOBOPOXKACHHBIX, «CATbHBIN
HXTHO3») KOTOPBIM HacleayeTcsi ayTOCOMHO-PELECCHBHO C
yactotoii 1:300 000.

HccnenoBanne reHETHUECKOW 00yCIIOBICHHOCTH 3a0oite-
BaHMsI, NMPOBOJIMBILEECS CPEAM CEMEH C TSHKENIbIM (PEeHOTH-
TIOM KJIACCHMUYECKOTO TUIACTHHYATOTO MXTHO3a, OOHapYKMII0
CBSI3b C MapKepaMM Ha XpoMmocoMme 14 B permoHe jJoKyca resa
TPaHCIIIIOTAMHUHA3bl. BIIOCIIECTBIN Yy HEKOTOPBIX CeMel C
TUIACTUHYATBIM MXTHO30M ObUIM 3a(pUKCHPOBAHbI MYTAllUU B
rene TGM1 [3].

Koxka HOBOPOJXK/IEHHOTO OOBIYHO TTOKPBHITA PUTHIHON TOH-
KOW TUICHKOW, HAallOMHHAIOIIEH KOJUTOAMH («KOJUTOJMHHBIN
mwiony) [2]. TlocTeneHHO MiIeHKa MPEeBpaIlaeTcsl B KPYIHBIC
rpyObie yenryiiku. JIst B3pOCIBIX XapaKTepeH MOHTOJIOHI-
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HBII pa3pes I1a3 BCJIEACTBHE CTATHBAHUS KOXKH HA BUCOYHBIX
obmactax [3, 4]. xTHo3 maMeIIsIpHBIA TPOSABIACTCA TpPU
pOXIeHNH peOeHKa KIMHUYECKOH KapTUHOM TaK Ha3blBaeMO-
ro KomtongansHoro mioza [ 1, 3, 6]. Koxka peberka mpu pox-
JICHUH TIOKPACHEBIIIas, TIOJIHOCTBIO MOKPBITA TOHKOW, CyXOi
JKEJITOBATO-KOPUYHEBOW IIJIEHKOM, HAIOMUHAIOUIEN KOJIO-
quid. Takast IeHKa, IpoCyIecTBOBaB HEKOTOPOE BpeMsl, Ipe-
BpalaeTcs B KpyIHble yenryiiku. C BO3pacToM 3pUTPOAEPMHUs
perpeccupyer, a Tunepkeparo3 ycuimsaercs. [lopaxenue 3a-
XBaTBIBAET BCE KOXHBIE CKIAIKH, MIPUYEM M3MEHEHUS KOKH
B HUX 4acTo Oosiee BhIpaxkeHbl. Koxka snia oObIMHO KpacHasi,
HaTsHyTas, MeIymuTcs. BonocucTas 4acTb ToJI0BBI MOKPBITA
00MIILHBIMU Yelnyiikamu. HaOmonaercst HoBbIIEHHAS TOTIIN-
BOCTb KOXKH JIAJOHEH, ITOJI0ILB, JIMLA. BOJIOCH! M HOI'TH pacTyT
ObicTpo (TunepaepMoTpodust), HOI'TeBblE UIACTUHKH Aedop-
MHPYIOTCS, YTOJIIAIOTCS; OTMEYAIOTCSl MTOAHOTTEBON THIIep-
keparo3, nuddy3HbIil kKeparo3 namonei u nogous [2, 4, 7, 8].

XapaKTepHBIM TPOSBICHUEM JIAMEIISIPHOTO UXTHO3a SIB-
JISIETCSl TAK)Ke DKTPOIHMOH, KOTOPOMY HEPEIKO COIYTCTBYIOT
naroraneM, Kepatut, potododus [1, 3]. YV gactu OOTBHBIX
HUMeIoTCs Ie)OopMaluy U YPOJICTBA B BHJIE PaCIIEINHBI BEpPX-
Hell TyObl, YeTIOCTH, TBEPAOTO M MATKOrO Heba, HEMOIHOTO
PacKpBITHS TNIA3HBIX ILIeNeH, JeopMalny yIIHbBIX PaKOBHH
[1, 5, 6], HaNWYHA MIECTOTO MAJBIIA, OTCYTCTBHE BOJIOC M HOT-
Tei. Y OOJBHBIX PE3KO HAPYyLICHO MOTOOT/EIICHHE H3-3a 3a-
KyIIOPUBAHUS TIPOTOKOB MEPOKPHUHOBBIX JKEJIE3 BCIEICTBUE
THIIEPKEparo3a, MOITOMY OHH TUIOXO MEPEHOCT GpHu3ndecKkue
Harpy3KHd U apKylo MOTO/y, KOTOpbIE MIPUBOAAT K TUIEPIIN-
pexcuu. Upe3MmepHble MOTEPH BOJBI M3-3a TPELIMH B KOXKE
MIPUBOIAT K OBICTPOMY OOE3BOXXHBAHUIO OpraHm3Ma. [mybo-
KHE TPELIMHBI CIIOCOOCTBYIOT TaK)Ke MPHCOEAMHEHUIO Oak-
TepHaIbHBIX WH(EKUNH, BIUIOTh A0 PA3BUTHS CENTHUECKHX
cocrosiuuii [3]. TeueHue OOIC3HU XPOHUUECKOE, MOHOTOHHOE
0€e3 CKIIOHHOCTH K yiydmieHuio [ 1, §].

PacriozHaBaHue BpPOXKJCHHOTO UXTHO3a HEPEIKO BBI3bIBa-
eT 3aTpyAHeHus. J{MarHoCTHKa OCHOBBIBAETCS HA HAJIUIUH
BCEX IPOSBICHUI OOJIE3HU yXKe IPU POXKACHUH PeOCHKA WU
BCKOpE IOCJI€ HEro M Ha ABJICHUSIX SPUTPOIEPMHHN C HACIOe-
HHUEM TPYIHO CHUMAIOIIMXCS POTOBBIX [IACTHHOK.

IlepBoouepenHbIMH 3aJa9aMy IPH UXTHO3€ Y HOBOPOXKJICH-
HBIX SIBJISIIOTCS OJUIEP)KaHNE BOJTHO-AJIEKTPOJIMTHOTO OajiaHca,
KOHTPOJIb TEPMOPETYIISIINK, KOHTPOJIb HOCTYIUICHUSI C MHIIEH
Oesika M mpexynpexkienue uHpekuil. Jleuenne ocraBajoch
JIONTOE BpeMs MaJIoNepCIieKTUBHBIM [ 12]. B HacTosimee Bpems
OOJBLIMHCTBO ABTOPOB PEKOMEH/IYIOT TaK Ha3bIBAEMYIO «METO-
muky Llreirmyxra» (mmt. o [12]), B apyrux Oonee mo3mHAX
HCTOYHMKAX HE YIIOMUHACTCS: HA3HAUCHHE C IIEPBBIX JHEH 13-
HU TIFOKOKOPTUKOUTHOTO TopMoHa 1o 0,5—5 mr Ha 1 KT Macce
Tela B CyTKH (B pacdyere Ha IPEAHU30JIOH), MPOIOIDKUTENb-
HOCTb BBEACHHS MaKCHMAJIBHOW /03Bl TIIFOKOKOPTHKOHMIHBIX
npenaparoB — 1-3 mec [8, 9, 11, 12]. [Ipu TspKENnOM TeueHUU
3a00J1eBaHMUsI OCHOBHBIM CPE/ICTBOM JICUCHUSI OOIBHBIX SIBIISCT-
Csl HA3HAYEHNE CHCTEMHBIX PETHHOW/IOB, Ha3HAYE€HHE KOTOPBIX,
OIIHAKO, MPOTHBOIIOKA3aHO IETSAM paHHEro Bo3pacrta [3, 4].
Mertopl HapyKHOW Tepamnuu MXTHO3a (POKyCHpYIOTCS Ha I'H-
JpaTtanun, cMaske 1 keparonuse. C STUMHI HETIMH HCIIOIb3yI0T
HaHECEHHE Ha INMOPAKEHHBIE KOXKHBIE MOKPOBBI CMSTYAIOIINX
CPECTB, KEPATOIUTHKOB (C OCTOPOKHOCTBIO TIPH HATNYUH TIO-
BPCIK/ICHHI U3-32 PUCKA BCACBIBAHUS IIpeTiapara B KpoBb) [ 1—4].

[IpuBoAMM KIMHHYECKOE HAOMIONEHHE CiTydas BPOXKICH-
HOTO MXTHO32 («KOJUIOUIHOTO uiofa») B I. CypryTe.

Pebenok, neBouka, ot 1-if OepeMEeHHOCTH, KOHCYIBTHPOBAaHA Ha
3-M CyTKHM TIOCIIe POXJICHUs. AHaAMHe3 3a00JIeBaHMsI: HOBOPOXK/ICH-
Has JieBouka OoibHa ¢ poxaeHus. Co cioB Marepu OEpeMEHHOCTb
mpoTekana 0e3 OCIIOKHEHHId; BO BpeMs OEpEeMEHHOCTH YKEHCKYIO
KOHCYIJBTAIMIO HE ITOCEIaNa, Ha y4eTe He COCTOsUIA, MPeHATaIbHBIH
CKPMHMHT HE TIPOXO/NIIA.

AHaMHe3 KH3HHU: POJIBI B TOJIOBHOM IPEJJICKAHUH Yepe3 ecTe-
CTBEHHBIC POJIOBBIC ITYyTH Ha Cpoke 37,5 Hel; OKOJOIIIONHEIE BOJIBI

BpokeHHbII UXTHO3 MO TUITY «KOJUTOMTHBIN TUIO/.
a — J10 JICUCHHUS; O, @ — MOCIIC JICUCHHUS.

cBemIble; Macca mpu poxaeHun 2700 T, pocT 52 cM, OKpPYKHOCTB
roJIoBbI 36 CM, OKpPYXKHOCTh Tpyau 35 cM. OneHka npu poKISHUH
no mkane Anrap 6—7 OamwioB. BeckapmiimBaHHe MCKYCCTBEHHOE C
POKIEHHMS, cocaTeNbHbIN peduiekc coxpaHeH. Pomurenn B Bo3pacte
21 rozna, cocTosT B OJIM3KOPOJCTBEHHOM Opake, SIBISIOTCS JABOIOPOI-
HBIMH OpaToM U CecTpOii; 3M0pOBbI, 63 MpoheCCHOHATIBHBIX BPE-
HocTeil. JlepMaToaoru4eckuii aHaMHe3 HE OTATOLICH.

OOBEKTHBHBIHN CTATyC: 00I1ee COCTOSHUE TsKeI0e, 00yCIOBIICH-
HOE€ KOXHBIM IPOLIECCOM M HEBPOJIOTHMYECKOM cuMnToMarukoil. Ile-
pudepraeckue muMpaTHIeCKre y37IbI He yBeIUdeHbl. TOHBI cepara
sicHble, puTM npaBuibHblil. YCC 160 B 1 muH. [IpIxaHue caMoCTO-
sTenpHOE. B nerkux: apixaHue myspuibHoe, Xpumos Het, Y[ 40 B
MHHYTY. JKHBOT IIpu Maiblanuy MATKHH, 6e3001e3HEHHBIH BO BeeX
orgenax. Ileuens mo kpato pebepHoi xyru. CTyn u Auype3 He Ha-
pyuieHsl. OTeKOB HET.

JloxaspHBII CTaTyC: NAaTOJOIMYECKUN KOXKHBIM IIPOLECC HOCUT
reHepaiM30BaHHEIH xapakTep. Ha (oHe ToTanbHOM spuTposepMun,
OTMEUYaeTCsl TOHKAas U CyXas JKeNTO-KOPUYHEBas MJIEHKA MO THITY
KOJITOIMSI, PACTIONIOJKEHHAs 110 BCEH IMOBEPXHOCTH JIMIIA, TYJIOBHIIA
1 KoHeuHocTeil. KpynHble nepraMeHToo0pa3Hble YelryHKn JKeNnTo-
KOPUYHEBOTO I1IBETA IJIOTHO MPHUKPEIUIEHHBIE B LIEHTPE U MPUIOJ-
HATBIE TIO Tepudepud, CHUMAOTcA ¢ TpyaoM. Koxa HardaHyTa, B
CKJIQJIKaX MMEIOTCSI MHOXKECTBEHHBIE JIMHEHHBIE TPEIIUHBI 10 2 CM
B JUIMHY, O€3 OTJes1eMOoro. B HOCOBBIX M CITyXOBBIX IPOXOJAX HMe-
eTcsl CKOIUICHHE POTOBBIX Macc. JInMmo mackooOpasHo, oTMedaeTcs
SKTPOIHOH BEK, POTOBAsl IOJIOCTH 3USeT («PBIOWH poT»). YIIHEIE
PAKOBHMHBI HE3HAYMTEIBHO Ae(OPMHPOBAHBI, HPHKATBI K TOJIOBE.
Ha BomocucToit gacTi TOI0BEI POCT BOJIOC coxpaHeH. Bomocs! 6po-
Bei pa3zpexeHbl. HorreBble MIacTHHBI KUCTEH U CTOI HE H3MEHEHBL.
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JIpyrux maToJOrM4eCcKUX BBICHIIAHMI HA KOXKE W BUAMUMBIX CIIH3H-
CTBIX HET (CM. PUCYHOK, Q).

Pesynbrarhl 00CiIeI0BaHMS: MIPH ACTAIFHOM 00CIIEIOBAHUU pe-
OCHKa He BBISBICHO 3HAYMMBIX OPIaHHBIX HAPYLICHHH, KPOME KOXK-
HOM MaToJIOTHH.

O6mmmit anamu3 kpou: Hb 166 r/m, sp. 4,52 - 10'%/n, Ht 49%,
Tp. 288 - 10%1, 1. 12,4 - 10%/0, 1. 62%, 3. 1%, mumd. 32%, moH. 4%,
HOpMOOI. 8%.

OO0uMii aHanu3 Kaja: KOHCHCTCHIMS Kajla — Ma3eBHIHAs, [[BET
3CJICHBIH, HEUTPAJIBbHBIC KUPBI +, JKUPHBIC KUCIOTHI +, Kpaxmai +,
JeKkouuTsl 1-2 B moNe 3peHHs, CIu3b +.

PeHTreHorpaMma OpraHoOB TIPYAHOH KJIETKH M OpIOIIHOW IO-
JIOCTH B NIPSIMOM MPOEKLUH, TOPU3OHTAIBHO: PEHTICHOIOTHUSCKHX
MPHU3HAKOB MATOJIOTUH OPraHOB IPYAHOI KJIETKM M OPIOLIHO# moJo-
CTH HE BBISIBIICHO.

VnerpaszBykoBoe uccienoBanue (Y3M) cepaia: kamepsl cep/ia
HE YBEJIHYEHbI; COKpATUTENIbHas (YHKIMS MHOKap/a YIOBIETBOPH-
TelbHasl.

ITpu Y3U opraHoB OpronIHON MOJOCTH M 3a0PIOIIMHHOIO IIPO-
CTPaHCTBA C JONIUIEPOMETPHEIL: YIBTPAa3BYKOBBIX IPU3HAKOB T1aTO-
JIOTHH HE BBISIBICHO.

Heiipoconorpadusi: equHUYHAS KHCTa COCYIUCTOTO CILICTCHUS
MIPaBOro OOKOBOTO JKEITyA0UKa.

Ha OCHOBaHMM JIaHHBIX aHAMHE3a, KJIMHUYECKUX MPOSBICHUI
YCTAHOBJIEH JIMarHO3 BPOXKACHHOTO JIAMEJULSIPHOTO UXTHO3A 10 THITY
«KOJUTOWJTHBIH IO/,

Haznauensl nirokokoptukoctepous! (IKC): npeaHu3onoH us3
pacuera 1 Mr Ha 1 Kr Macchl Tela C HepBbIX JHEH )KU3HH; IPOBEACHA
MaccuBHas MHQY3HOHHAs, aHTHOAKTEpUAIbHAS TEparus; MOCTOSH-
HOE HCIOJIb30BaHUE SMOJICHTOB [ 12] (3MOIMYM SMYIIBCHUSL, SMYIBCUS
JUIsl KyIaHHs, IIaMIyHb 1 Jp.). PeGeHka conepikaiu B KioBe3e ¢ Ho-
CTETEHHBIM MEPEXO/IOM Ha MaJIaTHBIH PEIKHM.

Ha ¢oHe NpoBOAMMOW Teparuu COCTOSHHE HOBOPOXKICHHOI
C THOJIOKUTENIBHON THHAMUKOH (CM. PHCYHOK, 6, 6): HaOOp Macchl
Tela, Perpecc 3KTPOINMOHA, 3HAYUTEIBHOE YIYYIICHHE COCTOSHMS
KOYKHBIX TOKPOBOB B BU/I€ OTTOPKECHHS KPYITHBIX POTOBBIX IJIACTOB U
(opMHUPOBaHHS YMEPEHHOW pacipOCTPaHEHHOW dpUTEMBbI KOKH. Ye-
pe3 2 Mec peOeHKa epeBeiy B JOM-HHTEPHAT UL JIeTel-HHBaIHUI0B.

[IpencrapneHHbI KIMHUYECKUHM Cilydaill WIUIIOCTpUPYET
BO3MOXKHOCTb BBIKUBAHUS, MPOJJICHUS KU3HU U YIyUlllCHUS
KadecTBa KM3HHU OOJBHBIX BPOXKICHHBIM HXTHO30M TPH yC-
JIOBUM paHHEW aJIeKBaTHOW Tepanuu B BUJEC HA3HAYCHUS CHU-
CTEMHBIX NIIOKOKOPTUKOCTEPOUAOB C MEPBBIX JHEU KU3HU U
yxozaa. s nmpouITakTHKK FEHOACPMATO30B [MOKAa3aHO IPo-
BEJICHUE MPCHATAFHON TUArHOCTUKH, OCOOCHHO B CEMBSX C
MOBBIIIEHHBIM PUCKOM UX Pa3BUTHUS.

Kongnukm unmepecos. Aemopul 3asaensiiom ob omcym-
CMeUU NOMeHYUANILHO20 KOH@PIUKMA UHmepecos, mpeoyio-
WUX pacKpulmus 6 OGHHOU Cmamue.
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ACCOIMUPOBAHHAA ¢ BUPYCHOU UHPeKI e
Maxnesa H.B.", Kapmawosa M.I'', Ciou H.U.?, Boponosa B.B.’, 3aiioenos B.A.’,

beneyxas JI1.B.

''bY3 MO MockoBcKuil 00IaCTHOH HAayYHO-HUCCIICAOBATEILCKUN KIMHUYECKUH MHCTUTYT
uMm. M.®. Bragumupckoro MunzapaBa Mockosckoii obmactu, 129110, . Mocksa, Poccus;
2PKY MenuuuHcKUd y4eOHO-HAay4HBIH KIMHWYeckud nentp uMm. I1.B. Manapsika Mun-
o0opons! Poccun, 107014, . Mocksa, Poccust; *@I'BY ®enepanbHblid HaydHBINH LEHTP TPaHC-
IUTAHTOJIOTHHM M HCKYCCTBEHHBIX opraHoB uM. akaia. B.M. IllymakoBa Munzngpasa Poccun,

123182, . Mockaa, Poccus

Accoyuayusn 8upycHvIx uHexyull ¢ aymoumMMyHHbIMU 3a001e8anuamu usgecmua oagno. Haubonee uacmo
UHKPUMUHUPYIOM PONb 2EPREC8UPYCHBIM UHDEKYUAM 8 pa3eumuu aymoumMmyHHou nysvipuamxu. He uckuio-
yaiom, Ymo accoyuayusl UPYCca ¢ NOCAEOHel Moxcem Oblmb CILYYAUHOU, CEI3AHHOU C SIMPO2EHHOU UMMYHO-
cynpeccuell u/unu oucpeyiayuel UMMYHHO20 omeema Xossauna. B cmamve npedcmasnen ciyuail manu-
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