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POCCWICKW XYPHAN KOXHbIX 1 BEHEPUYECKINX BONE3HEN
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OyJIJIE3HOT0 3MUAEPMOJIHN3A
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'OtneneHue IepMaToBEHEPOIIOTUH U JIEPMATOOHKOIIOTUH (pyKOBoAWTENb — TIpod. B.A. Momnou-
koB) ['Y MOHUKU um. M.®. Bnagumupckoro; 2otaeneHue neonaronoruu (3aB. — E.JI. Haymo-
Ba); *orneneHue Hedponornu (3aB. — T.B. Jlsmoposa) JlroOeperkoii paiioHHOH O0ombHUIIBI No3;
411aboparopst TPaHCILIaHTAIHOHHON HMMYHOITOTHH (3aB. — B.}FO. AGpamor) PI'Y denepanbHo-
r0 Hay4HOI'O LIEHTPa TPAHCIUIAHTOJIOIMU U UCKYCCTBEHHBIX OpraHoB uM. akai. B.J. Illymakosa

Tsoicenviil 2enepanu306aniblii peyeccusHo-Oucmpoguueckutl 6podcoentvitl oyinestoiii onudepmoaus (Hal-
lopeau—Siemens) — camviii paspyuumensHoii MyIbmuop2anislii 2eHodepmamos. 3abonesanue 06ycnosne-
Ho mymayuetl eena COL7A1, kooupyrowezo konnazen VII muna, nposisisemcst ¢ pojxcoenus 2eHepaIu306aH-
HOIMU NY36IPAMU U IPOUAMU HA KOJICE U CIUBUCTNBIX 0DOIOUKAX C NOPAdICEHUEM OPY2UX OP2AHO8 U MKAHEI.
Ilpedcmasnen tumepamypuwiii 0030p u cO6CmMeeHHOe HaAOIOOeHUe FIMOU POpMbL OYILE3HO20 INUOEPMONU3A
¢ nopaoicenuem cucmemvl KpogemeopeHus. U OnopHO-08U2amensHo2o annapama. JJuaznos noomeepiicoen
COBPEMEHHBIMU MEMOOAMU OUASHOCTUKU, 0OHAPYIICeHbl 0edheKmbl cunmesa 6enKo8020 KOMNIEKCa 0CHOG-
Hoz2o eewjecmea lamina densa u konnazena VII muna. Bviasnenvl puxcuposanuvle uUMMyHHbIE KOMNIEKCHL 8
30He 6a3a1bHOU MeMOpanyl (Muwenu 015 aumumen), Ymo 00YCIagIUEaAem YerecooOpasHoCb NPUMEHeHUs
2NIIOKOKOPMUKOCIEPOUO08 6 mepanuu OaHHOU hopMbl NAMONOSUU.

KnrodyeBbie CIOBA: 2eHEPAIU3068AHHbII PeYecCUBHO-OUCMPODUYECKULL BPONCOCHNbLIL OYILIe3Hblll Inudep-
MONU3, MeMOObl MEHeHbIX AHMUMeN, MONEKYIAPHbIe MUULEHU, UMMYHHbIE KOMNIEKCbI,

2NIIOKOKOpmMuKocm epoudbl

A CASE WITH SEVERE GENERALIZED RECESSIVE DEGENERATIVE CONGENITAL BULLOUS
EPIDERMOLYSIS

N.V.Makhneva, T.E.Andreyeva, E.D.Naumova, T.V.Lyaporova, E.B.Davidenko, L.V.Beletskaya

Severe generalized recessive degenerative congenital bullous epidermolysis (Hallopeau-Siemens epidermolysis)
is the most destructive multiorgan genodermatosis. The disease is caused by mutation of COL7A1 gene coding for
collagen VII. It manifests from birth by generalized vesicles and erosions on the skin and mucosa with involvement
of other organs and tissues. The authors review relevant published data and describe a case with this form of
bullous epidermolysis with involvement of the hemopoietic and locomotor systems. The diagnosis has been
confirmed by modern methods. Deficient synthesis of the protein complex of lamina densa main substance and
collagen VII has been detected. Fixed immune complexes (antibody targets) in the basal membrane zone were
detected, this suggesting the use of glucocorticosteroids in therapy of this disease form.

Key words: generalized recessive degenerative congenital bullous epidermolysis, labeled antibody methods,

molecular targets, immune complexes, glucocorticosteroids

Juctpodudeckuii BpOXKICHHBIN OyJUIC3HBIN JITUIep-
MOJIA3 TIPENICTABISIET COOOW HACIeNCTBEHHOE 3abole-
BaHWE, TIEpEIaroIIeecss ayTOCOMHO-TOMUHAHTHBIM WITH
ayTOCOMHO-PEIIeCCUBHBIM TyTeM. [lanHast (hopma maroo-
THU Pa3BUBACTCSI BCIISJICTBHE BPOXKIICHHOTO Jie()eKTa TeHa
COL7A1, xomupytoriero koywiareH VII Tuma, u mposiBisieT-
Csl HEyCTOWYMBOCTBIO KOKHOTO TIOKPOBa K MEXaHUYECKUM
BO3/ICHCTBHAM C Pa3BUTHEM TPAaBMO-UHIYLIMPOBAHHBIX ITy-
3bIpeit u aposuit [11, 18, 19, 26, 28]. CnekTp KIMHUYECKUX
TIPOSIBIICHUH BEJIMK: OT JIOKAJIM30BaHHBIX ITy3bIpEil Ha KOKe
KOHEYHOCTEW JI0 TeHEePATM30BaHHBIX ITy3bIped Ha KOXKE U
CITM3HUCTHIX 000JIOYKaX C BOBJICUCHHEM B ITATOJOTHUYECKHUI
Tporiecc APYTUX OpraHoB W TKaHew [3, 5, 7, 18, 28]. Ilpo-
THO3 3200JIeBaHMs 3HAYUTENIBHO BapbUPYET U 3aBUCUT Kak
OT MOATHIA AUCTPO(UYECKOTO BPOXKICHHOTO OYyIIE3HOTO
SMUIEPMOIIN3a, TAK U OT OOLIEr0 COCTOSHUSI TTAIMEeHTA.

Mps1 HaOmMrOMaMM ciydail TSHKEJIoro TeHepan30BaH-
HOTO PeIEeCCUBHO-ANCTPO(PUIECKOTO BPOKIASHHOTO OYII-

JIC3HOI'O 3MUACPMOJIN3a C BOBJIICUCHUCM CHCTCMbI KPO-
BCTBOPCHUS U OITOPHO-ABUTATCIIBHOIO allIllapara.

OTka3Ho# pebenok A., 16.01.2010 romga poxxaeHus MOCTY-
MW Ha 4-€ CYTKH JKH3HH B OT/IEICHUE HOBOPOXKJICHHBIX C JIMarHO30M
BPOXKICHHOTO OyJIIe3HOTO SIuaepMonu3a. M3 anammesa: pebeHOK po-
uics oT Matepu 24 niet, ot 3-i 6epeMEeHHOCTH, NPOTEKaBLIei C TOK-
cuko3oM. Pomuiicst Ha cpoke 37—38 He, BTOpPEIM U3 JBOWHN (TI€pBEIH
peOCHOK M3 JBOWHM POAMICS 3TOPOBBIM), Ta30BBIM IIPEICKAHUEM.
Ilepsslii nepuon ponos npoxomxaics 3 4 15 mMuH, Bropoit — 5 MuH.
IIpu poxxnennn macca peberka 2550 1, poct 48 cM, olleHKa 10 [IKae
AITITAP 8/8 6amnos. [Ipu poxkaeHHN Y HOBOPOXKICHHOTO Ha KOXKE TY-
JIOBHIIA, BEPXHUX 1 HIDKHUX KOHEUHOCTEH OTMEUEHHI ITy3bIPH C CepO3-
HBIM WM TeMOPParudecKUM COAEPIKHMBIM, TPH BCKPBHITUH KOTOPBIX
(hopMupoBaMCh OOMIMPHBIE KPOBOTOYAIIME 3po3uBHBIE NedekThl. Ha
CITM3UCTON 000JI0UKE MOJIOCTH PTa U HOCOBBIX XOAOB 3PO3UBHBIE KPO-
BOTO4alMe AeeKThl. B pomiibHOM ToMe MPOBEEHO JIeUeHHe: Mpe-
HH30JI0H 2,5 MT Ha 1 KT Macchl Tena, KiaadopaH, aMAKaIHH.

B otneneHnn HOBOPOMKIEHHBIX IPH OCMOTPE COCTOSIHUE peOeH-
Ka TSDKeNoe, MaToJOTHYEeCKHH MPOoLece paclpoCTpaHeHHbBIH, CHMMe-
TPUYHBIH, JTIOKAJI3yeTCsI IO BCEMY KOXKHOMY MOKPOBY C 3aXBaTOM IIe-
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JIBIX QaHATOMUYECKHX YacTell Tella M CIIM3HUCTBIX 000JI0UeK 110~
JIOCTH PTa, KPACHOU KaltMBI I'y0 M HOCOBBIX X0710B. Ha Koxe
TYJOBHILA, KOHEYHOCTEH, BOIOCUCTON 4acTH TOJIOBBI, IIEU U
JIMIIA IPOIIECC MPEJICTABIICH My3BIPSIMHU M OyJUIaMH ¢ IpO3pad-
HBIM WIJIH TEMOPPArmdeCKHM COAEPKUMBIM, CKIIOHHBIMH K TTe-
prdeprIecKoMy poCTy U CIHSIHHIO; Ha MECTE BCKPBIBIINXCS
y3bIpel JOPMHUPOBAIHCH OOIIHPHBIE SPO3UBHBIC Te(HEKTHI C
COYHBIM KPOBOTOYAIIUM SIPKO-KPACHBIM AHOM, O3 THOHHOTO
oraemsemoro. Cnmmnrom Hukombekoro monoxurensHbiid. Ha
CIIM3HUCTBIX 00OJIOYKAX IMOJOCTH PTa, KPACHOM KallMbl ry0d
1 HOCOBBIX XOOB 9PO3UH C KPOBOTOYAIIUM SIPKO-KPACHBIM
JTHOM, TIO TIepU(EpHUH 3pO3uil — OOPBIBKHU AMUTENHUS OT I0-
KPBIIIEK My3bIpeif, 4acTh DPO3HI MOKPHITA TEeMOPPArnIeCKHU-
Mmu kopkamu. I1pu ocMoTpe oOparana BHIMaHHE JIeTKast pa-
HHUMOCTb KOYKHOTO ITOKPOBA U CIIU3UCTBIX 000JI04EK OT 1000~
TO MEXaHWYECKOTO BO3/ICHCTBUS, a’Ke OT CONPUKOCHOBEHHUS
C IEJICHKOH U COCKOM.

IIpn oOcnenoBaHNM BBIIBUIN TSDKEIYIO QaHEMHIO CMe-
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ITaHHOTO TeHe3a, TeMaTOMETalINIO, ABYXCTOPOHHIOI HHTEp-
CTULHUAJIBHYIO ITHEBMOHUIO, IIPU YJIIBTPa3BYKOBOM HUCCIIEN0-
BaHMU CcepAlla — YTOJNIICHNE MUOKap/ia JICBOTO JKeIyJ0uKa
NpPU COXPaHEHHH €ro COKpaTuTeabHON (yHKImuU. [IpoBenu
KOMIIJIEKCHOE JIeYeHHe: HH(Y3MOHHYIO TEPAIHIO C IIII0K030-
COJIEBBIMHU PACTBOPAMH, PETTAHIMYMOM, TIPOMEI0TIOM, TaMMa-
OKCHMACJISTHOM KHCIIOTOM, 2JIbKapoM; TpaHC(y3HIO IeHTa-
IOOMHOM, CBEXKE3aMOPOXKCHHOH INIa3MOU, SPHTPOLUTAp-
HOIl Maccoif, o0eJHeHHO! JeHKOLUTaMH ¥ TPOMOOIMTAMHU.
YauThIBast BEICOKHI PUCK Pa3BUTHSI BTOPUIHOI HH(EKIHH,
MPOBEIM MACCHBHYIO AHTHOAKTEPUAIBHYIO (MEpOHEM,
BAaHKOMHIIMH, THEHAM, aMHKAaI[MH, aMOKCHKIJIAB, poueQHH,
KBHHTOP) ¥ aHTUMUKOTHYECKYIO (METPOHHUIA301, TIO(IIOKaH) Tepa-
nuio. J103bl JIGKapCTBEHHBIX IPENapaToB COOTBETCTBOBAIN BO3PACTY
1 Macce Tena pebeHka. MeCTHO HCIHONB30Ball Masb (30epMHH) H
a’3pO30JIM C PaHO3KUBISIONMM dP(EeKTOM (MAHTEHOI, MOIBKOPTO-
JIOH, 0J1a30J1b). Heo0XomuMo OTMETHTh, 4TO B TeueHue 19 nHel u3-3a
TSDKECTH COCTOSIHHS, BEI3BAHHOTO MHTOKCHKALEH, HOBOPOXKICHHBIH
HaXOMJICS Ha NCKYCCTBEHHOH BEHTWIISILIMY JIeTkuX. Jledenue mposo-
JIWJIH B YCIOBHAX OTAETICHUS PeaHUMAIMU U MHTCHCUBHON Teparuu.

Ha ¢oHe KOMIUIEKCHOW Tepamuy JOCTHTHYTA SIUTENTU3aLns
OorbIIIelt YacTH HPO3UBHEIX JIePEKTOB, HA MECTE KOTOPBIX (HhOpPMH-
POBANIKCh PO30BBIE MATHA (TMHEPIUTMEHTAIH), MHOKECTBEHHBIE
MUIHyMBl. OIHAKO PAaHUMOCTH KOXKHOTO ITOKPOBA, OCOOCHHO B Me-
CTaX €CTeCTBEHHBIX CKJIQJOK M CTMOOB, OT JIOOBIX MEXaHHIECKUX
BO3/ICHCTBUI U CONPUKOCHOBEHHI CIIOCOOCTBOBAIa BOSHUKHOBEHHIO
9po3uBHEIX AedekToB (pHc. 1, a). [Ipn KopMIIeHHN U3 COCKM HA CIU-
3UCTHIX 000JI0UKAX MOJOCTH PTA U KPacHOH KaiiMe ry0 MIHOBEHHO
(hopmupoBasuch dpo3uu (puc. 1, 6).

K 2 mec macca Tena peberka cocraBmia 2968 T, OKpyKHOCTB TOJI0-
BBI 32,5 M, OKpykHOCTB Ipyau 33 cM. [To Bo3pacTty pebeHOK nepeBesieH
B JIETCKOE COMAaTHYECKOE OTJEICHHUE, I7ie MPOJOIDKEHO KOMIUIEKCHOE
Je4eHne ¥ 00CIIeIOBaHHE C LIeIIbI0 UCKIIFOUEHHUS NaTOJIOTHH BHYTPEH-
HHX OPraHOB M CUCTEM. 3a BpeMsI IPeObIBaHYIS B OT/IEIICHHUH, B TEUCHUE
5 Mec, cOCTOsIHME pebeHKa OCTAaBANIOCh TKETBIM 3a CUET HPO3UBHBIX
ne(eKTOB, BTOPHYHON MH(EKIMI U PELUIUBHPYIONICH IIPaBOCTOPOH-
Heil mHeBMoHMu. 1o moBoxy mocneaHelt HEOTHOKPAaTHO TPOBOAMIIOCH
JIeYCHHE B PEaHNMALIOHHO-aHECTE3UOJIOTMYECKOM OT/ICIICHHH.

IIpu oGcnenoBanuy cOXpaHsIIACh TSDKEIast aHEMHUS CMEIIIAHHOTO Te-
He3a, BBIABJIEHBI MOCNEACTBHS NepuHaraibHoro nopaxkenns LIHC cve-
[IAHHOTO TeHe3a, THIPONe(AIBHBIH CHHIIPOM, CHHPOM ITOBBIIICHHOH
HEPBHO-pe(IICKTOPHON BO30YIMMOCTH, AMCMeTabommdecKkas Hedpo-
narus. [lepuoauyecky B aHaiIm3e MOYH BBISIBIISUTH OAKTEPUYPHIO, TIPO-
teunyputo (6emok g0 0,231 r/m), nefixormrypuro (1o 18—20 x 10%7).
C KOXHOIO TIOKpOBa, 3€Ba M HOCA MMKPOOHOJIOTMYECKH OOHApyKEHbI
E. coli, Ps. aertogin. IlponomkeHbl MacCUBHAsI aHTHOAKTepUATIbHAS
(MepoHeM, pupaMnuIMH, TUIPOGIOKCAIUH, IULUH, CYJIbIEPa3oH,
(bopTyM, MaKcHIIHM, THEHaM, aM(OTepHIMH, pole(prH) U aHTUMUKOTH-
yeckas (METPOHMIA3071, TUQITFOKaH, (pIIFOKOHA30I) Tepansi, HHPY3HOH-
Hasl TEpanus ¢ IIOKO30-CONEBBIMU PacTBOpaMu, Butamunamu B, u C,
KOKapOOKCHIIa30ii, NPEeHI30I0HOM, 3y(GHIUIMHOM, IbKapoM; TpaHC-
(y3roHHas Tepanusi CBEXKe3aMOPOKEHHOH TI1a3MOil, SPUTPOLIUTAPHON
Maccoi, 0OeIHEHHOH JIeHKOIUTaMH ¥ TPOMOOIIMTAMH, aHTHUCTa(UIIO-
KOKKOBOW IITa3MOM, MEHTArTIOONHOM M MMMYHOIIOOYyIMMHOM. BHYTpB
PeOEHOK MOTyyall Teflb OMOBMTAIb, ALMIION, BUTAMUH 1, NIMIMH, MO-

Puc. 1. bonsnoil A., Bo3pact 1 mec. KimnHudeckue nposBiIeHUs TSKEIOro Ie-
HEPaTN30BaHHOTO PELECCUBHO-AUCTPOPHUIECKOTO BPOXKIEHHOTO OyILIE3HOTO
SMHUAEPMONN3a

a — Ha KOXKe BEpXHEH KOHEYHOCTH (00IaCTh JIOKTEBOTO CyCTaBa) MHOXKECTBEHHBIC ITy3bI-
pH pa3HOro pa3Mmepa ¢ HANPSUKEHHON MOKPBIIIKON, CEPO3HBIM COACPKUMBIM; Ha MECTE
BCKPBIBILHXCS ITy3bIPEil 3PO3UH € SIPKO-PO30BBIM COYHBIM JHOM M OOPBIBKAMHU OTCIIOMB-
LIErocst DIUTEIHS 0 Nepudepur; 6 — Ha KOXKe JIMIA, KPacHOI KalMBI Iry0, CIIM3UCTOMH
000J104Ke SI3bIKA ¥ HOCOBBIX XOIOB €AMHUYHBIC My3bIPH C HAMPSHKCHHON TOKPBILIKOL,
CEPO3HBIM COJIEP)KUMBIM; HAa MECTE BCKPBIBIIUXCS My3bIpell 9p0O3UBHBIE A€(EKTHI ¢ 00-
PBIBKaMU SIHTENHUSI 1O Teprdeprn; 4acTh 3po3uil MOKPHITAa INIOTHBIME IeMopparuyie-
CKHMH KOPKaMHU; Ha MECTE PAa3PEIIHMBIIIXCS BBICHITAHUN PO30BbIC MSTHA.

TUJIMYM, TiepyKasl, Marne B,, Manstodep, (onmeByro KHUCIOTY, KPEoH,
BHU(EPOH B cBeUax peKTaIbHO. MecTHO: Ma3b 30epMUH.

B cBs3u ¢ 1erkoil paHUMOCTBIO CIM3HCTBHIX 000J0UEK MOJIOCTH
pTa ¥ KpacHOH KalMbI I'y0 M Pa3BUTHEM SPO3UBHBIX KPOBOTOUAIHX
ne(eKTOB NPU SHTEPATHLHOM MUTAHUU (KOPMIIEHUE U3 COCKH) peOeH-
Ka [epeBeNy Ha 30HJ0BOE ITUTaHHE.

K Bo3pacty 7 Mec Macca pedeHka coctapmina 4622 1, OKpYy’KHOCTh
roJioBsl 38,5 cM, OKpy>KHOCTB Ipynu 38 cM. Ero cocrosiHue ocraBaioch
TSDKEJBIM U3-32 OOIIMPHBIX KOXXHBIX MOPAKEHHI: Ha KOXKE TTePHOIN-
YeCKH BO3HHMKAJIW MHOXXECTBEHHbIE KPOBOTOYAIME SPO3HH, Oyiuies-
HBIE JJIEMEHTHI, Ha CIIU3HUCTBIX HOCOBBIX XOJIOB — reMOpparndeckue
KOpKH. BBIABIEHBI 3afepiKa pa3BUTHS Ta300€IPEHHBIX CYCTaBOB,
TEMIIOB TICHXOMOTOPHOTO Pa3BHUTHsI, THIIOTpOdus 2 CT., AeopMarust
KUCTEH (110 THITY "BapeKH'") U CTOII, TICEBIOCHHIAKTHIINS (PHC. 2).

C 1enblo MOATBEPIKJISHUA KIMHUYECKOTO JUarHo3a U ompese-
JICHWs. TPHUPOIbI BO3SHUKHOBEHWS [AHHOTO OyJUIE3HOTO JepMaro3a
HCCIeIoBany OMONTAT KIMHUYECKH WHTAKTHOTO y4YacTKa KOXH pe-
6enka. Kycouek Tkanu (4 X 4 MM) 3aMOpa)kHUBaJIN IIPH TEMIIEpaType
-20°C. Cpessl TommuHOi 4—5 MKM roToBUIHN B Kprocrtare (-20°C)
" HCIIOJIb30BaJIM B He(bHKCPIpOBaHHOM BHJIC. le/lMeHﬂﬂH KJiaccu4e-
CKUIA IPSIMO# METOJT IMMYHO(IFOOpeciieHInH [ 1] ¢ ucmonp3oBaHeM
MOHOCTEIH(YHUIECKUX TIOMUHECIUPYIONUX ChIBOPOTOK mpoTuB IgG,
IgA, IgM uenosexa (HUU stimnemuonorny ¥ MEKpOOHOIOTHH HM. TIO-
yetHoro akaaemuka H.®. l'amanen PAMH — HWU1 DM PAMH), C3-
komroHeHTa komruieMeHTa ("Chemicon", ABctpanusi) u GuOpHUHOTEH/
¢udpuna ("DakoCytomation", Janus). CepuiiHble KpUOCTATHBIE Cpe-
3bI MOJICYILIMBATIN U TIPOMBIBAJIN B (HH3HOIOTHUECKOM 3a0y(epeHHOM
pactBope pH 7,0—7.,4 u obpabarsiBasi IpUHATEIM criocodoM [1, 2],
3aTeM TOMEIIANHN O] MOKPOBHOE CTEKI0 B 60% HEHTpanbHbIN IIH-
nepuH. [Ipemnaparsl MccnenoBaii B JTIOMUHECIIEHTHOM MHKPOCKOIIE
Laborlux ("Leika") ¢ oosextuBoM X 40, (hoTorpadupoBaim ¢ moMo-
1ieko mudposoro ¢oroamnmapara Nikon coolpix 4500. [lst KOHTpOIIS
OIHOBPEMEHHO H3ydeaan KPHOCTATHBIC CPE3bl, OKpAlICHHBIC IeMa-
TOKCUITHHOM M 303MHOM B CBETOBOM MUKPOCKOIIE.

[Ipy TI'ECTOIOTMYECKOM HCCIECAOBAHMM HMHTAKTHOTO YydYacTKa
KO)KH PeO€HKa BBISBICHBI MOAAHICPMANbHBIC ITy3bIPH, XapaKTep-
HBIC JJI1 BPOXKIACHHOTO OyJie3HOro smuaepmonusa. [Ipu o6padot-
K€ KPHUOCTATHBIX CPE30B KIMHUYECKM HHTAKTHOTO Y4YacTKa KOXH
GOJILHOTO CHIBOPOTKAMH TPOTUB OCHOBHBIX KiaccoB IgA, IgM, IgG
ydJacTkaMu otMedeHa ¢ukcanust I1gG B 30He 0a3arbHON MeMOpaHb
SMHUIEPMHUCA U BOIOCSHBIX (hommukynos (puc. 3, a, 6). B mecre dop-
MHPOBaHUS OASIHASPMATIBHOTO ITy3bIpsI HAOMIONAIH BEIPAKEHHYIO
MMMYHOTHCTOXHMHUYECKYIO PEaKIUIO Ha THE My3bIps (M. puc. 3, 0),
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OyJIJIC3HOTO SMHICPMOIIN3a BO3HHKACT W3-3a MyTa-
LM TEHOB, KOAMUPYIOIIMX MPOTEHHBI, KOTOPBIC yda-
CTBYIOT B TOIJICPKAHUH CTPYKTYpPHOU CBSI3U Kepa-
THHOIIUTOB 0a3aJIbHOTO CIIOS C TIOJIeKAIICH JIEPMOiA
MOCPEACTBOM 0a3ajbHONH MeMOpaHbl SMHUACPMHCA
(mepmo-3muaepMabHOE coeunenue) [4, 6, 8, 18].
Tak, JUTst IPOCTOTO TUTIA BPOKICHHOTO OyILIE3HOTO
SMUCPMOIIM3A XaPAKTEPHBI BHYTPUANHUICPMAIIbHbIC
Haj0a3allbHBIC TTy3bIPH, BO3HUKAIOIINE B PE3yIBTaTe
MyTalHil T€HOB, KOTOpbIE KOMHPYIOT IIUTOKEPATHHBI
KJICTOK 0a3aJIbHOTO CJI0SI AMUICPMHUCA, B YACTHOCTH Ke-
parus 5. OTCyTCTBHE IKCIPECCHH U CHHTE3a JIaHHOTO

Puc. 2. Tot xe GonbHOIL, Bo3pacT 7 mMec.

a — Ha KOXKe BepXHell KOHEUHOCTH, TYJIOBHUINA M TOJIOBBI €IHHIYHBIE ITy3bIPH C IDIOTHON MOKPHIII-
KOM, MPO3PAYHBIM MIIM TEMOPPATHYECKUM COJICPKUMBIM; PO3UH, YACTUYHO TOKPBITHIC CYXHMH
CEPO3HBIMH KOPKaMHU; HAa MECTC Pa3pCLIMBIINXCS BHICHIIAHMI ISITHA PO30BOTO IIBETA M MHOKE-
CTBEHHBIE MIJIMYMBI; OTMEUAIOTCsl KOHTPAKTypa M CpallleHHe MajbleB KUCTeH M0 THILy «Bapex-
Kn» (ICEBIOCHHIAKTIIINS); 6 — HA KOXKE CTOIBI OOIIMPHBIE CIIMBAIOLIUECS IPO3UBHBIC AE(PEKTHI C
SIPKO-PO30BBIM COYHBIM JTHOM U YaCTHYHO ITOKPBITHIC MACCUBHBIMH CEPO3HO-THOMHBIMU U FEMOP-

parn4eCKMMU KOpKaMu; OTMEIACTCs KOHTPAKTypa CyCTaBOB IMAJILLEB CTOII.

YTO CBUJICTEJILCTBYET O BOBJICUEHHM B MATOJOTMYECKHH IpoIecc
laminadensa Ga3sanpHON MemOpaHbl smuaepmuca. M3BecTHO, 4TO
OazanpHas MeMOpaHa »SIUAEpPMHCA CHOCOOHA paCIIeIUIAThCS Ha
ypoBHe laminalucida, koTopas Bcerma ocTaeTcsl Ha SMUACPMATbHON
CTOpPOHE JIOCKYTa, COCTABIISAS IIOKPBIIIKY MUKPOITY3bIpel (aHTUTeHBI
OyiieszHoro nemduronsa), a laminadensan sublaminadensa — Ha ee
JIepMaJIbHON CTOpOHE, 00pasys THO MUKpOITY3bIpell (aHTHIeHBI OyJ1-
ne3Horo snuaepmonnsa) [2]. dukcanns ayroantuten B laminadensa
U COXpaHEeHHe (UKCHPOBAHHOTO HMMYHOIIOOYJIMHA Ha JIHE My3bIPs
CBUETENICTBYIOT O HAJIMYUH OyJIIE3HOTO SIUICPMOIIH3A.

B 30He 6a3anpHOI MEMOpaHbI SIHIEPMICA JOTIOIHUTEIBHO BbI-
siByieHbl Gukcanus C3-koMroHeHTa KoMIuieMeHTa U Guopun. IIpu
9TOM B MecTe (POPMHUPOBAHUS IOIPNUACPMATBHBIX ITy3bIped (UK-
canus C3-KOMIIOHEHTa KOMIUIEMEHTa OTMEUEHa Ha MOKPBIIIKE MOJI-
SMUAEPMAIIBHBIX ITy3bIPel, 4TO CBHAETEIBCTBYET 00 H30JIHPOBAHHOM
AKTUBAIMK JaHHOTO KOMIIOHCHTA KOMILIEMEHTA. Y4YacTHe KOMILIe-
MEHTa B Pa3BUTHM JAHHOTO OyJJIE3HOTO JepMmaro3a 00yCIIOBIICHO,
[O-BUJIMMOMY, T'€HCPAIM30BaHHOW aKTHBALMCH CBEPTHIBAIOLICH U
(UOPUHOIUTHYIECKO CHCTEM, YTO MOATBEpIKAaeT Hamn4yre GpruodpuHa
B 30He 0a3aIbHOM MeMOpaHbI SIIHAEPMHUCA.

Pe3ynbraThl T'MCTOJIOIHYECKOr0 M HMMYHOIMCTOXHMHYECKOTO
METOJI0B HCCIIEIOBAHMS ITO3BOIMIIN HOATBEPAUTH KIMHUUSCKHHN Ana-
THO3 BPOXKJICHHOTO OYJUIE3HOTO SIHACPMOIIN3a.

C 1enpio ONpeleseHnsl TUMA BPOXKIECHHOTO OyJUIE3HOrO 3IH-
JIepMOJIH3a IPOBEICHO UCCIIEN0BAHHE C HCIIOIb30BAHIEM MOHOKIIO-
HAJIbHBIX aHTUTEJI K PA3INYHBIM CTPYKTYpaM JepMO-3IHACPMaIbHO-
IO COCIUHEHHSI.

VI3BECTHO, YTO 110 YPOBHIO 00pa30BaHMs ITy3bIPs PA3IMYAIOT TPU
THUIA BPOXKICHHOTO OYJUIE3HOTO SIUJIEPMOIIN3a: IPOCTOM, MOrpaHny-
HBIH 1 qucTpoduueckuil. [Ipu 3TOM KaIIblil U3 THUIIOB BPOXKICHHOTO

Puc. 3. Tot ke 6onbHOM. KprocTaTHBIE Cpe3bl KOXKHU. YUacTOK KIMHHYECKU HeropaxxeHHo! koxu. O06-
pabotka ceiBopoTkoit mpotuB IgG yenoseka. [Ipsmoit meton mMmyHodiroopectenin. YB. 400. Peak-
1M1 B 30He Oa3anbHOW MeMOpaHsbl anuepMuca (CTpenka) (@) U BOJIOCSHBIX (OJUTHKYJI0B (cTpeiika) (0).
ITpu 00pa30BaHUHU MOAIHICPMAIBHOTO Iy3bIpst (HKcHpoBaHHBIH [gG Ha JIHE U MOKPBIIIKE MYy3bIPsT
(ctpenkn) (a).

LIUTOKEPATHHA B KJIETKaX 0a3aIbHOTO CJI0S AMHICPMH-
ca CBUJETENIECTBYET O HATMYMUH IPOCTOTO THIIA BPOXK-
JIeHHOro Oyyu1e3Horo snuaepmonusa [8, 18].

C menblo ompezenieHusl XapakTepa CHHTe3a H
9KCMPECCUH IIUTOKEPATHHA 5 B KIETKaX 0a3anbHOro
CJIOS ATU/IEpPMHCA B HENPSIMON peakiuy UMMyHO]-
JIFOOPECIEHIINN  HCTIONB30BATM  MOHOKJIOHATBHEIE
aHTHTENa K IMTOKePaTHHAM KJIETOK 06a3aIbHOTO CJIOs
smmepmuca cepun A6/2 (mpenocrasienst O.1. JIpo-
obrmesckoit, HUM OM PAMH). BrisiBnena kapTiHa HApyILICHUs CHH-
Te3a [UTOKEPaTHHA 5 TOJIBKO KJIETKAMH KaMOMaJIbHOTO CIIOS SIHep-
MHCA, YTO BBIPAKAIOCh B COXPAHEHUN CHHTE3a HE TOIBKO KIIeTKax Oa-
3aJIbHOTO, HO M YaCTUYHO ILUIIOBATOTO CJIOEB Snuaepmuca (puc. 4, a).
Takoe w3BpameHne MOJICKYISIPHO-OMOIOTHUECKUX IPOIECCOB AUD-
(epeHIIMPOBKHU KJIETOK CBS3aHO C HapyLICHHEM Hpolecca JUMepu3a-
MY KHUCIIBIX U OCHOBHBIX OEITKOB IIUTOCKENIETa B KIIETKaX 0a3aJIbHOTO
CIIOSI, JIEXKAIETO B OCHOBE CO3PEBAHMS KePaTHHOB. LlMTOKepaTnHEL,
XapaKTepHbIE TOJIBKO JUISl KaMOMAIBHOTO CJI0s, COXPAHSIOTCS B KJIET-
Kax, IepexXoNAIINX B BhIIIenexkamue ciaon. CoxpaHeHne NIMMyHOTH-
CTOXMMHYECKOH pPEeakKMu B KJIETKaX 0a3ajJbHOro CJIosl dIHASpMHUCa
TI03BOJIMJIO HCKIIFOUUTH Yy peOeHKa HaJM4ue IPOCTOTO TUITA BPOXKICH-
HOTO OYJUIE3HOTO BIMASPMOIIM3, TAK KAK MPOCTOIl THI 3a00IeBaHMUS
XapaKTepH3yeTCs OTCYTCTBUEM DKCIPECCHH JAHHOTO IUTOKEePATHHA.

TlorpannuHblif U AUCTPOGHYESCKIIA TUIIBI BPOXKIICHHOTO OyJIe3HO-
TO SMUJIEPMOIN3a BO3HHUKAIOT B Pe3yJIbTaTe MyTalUii TeHOB, KOIUPYIO-
X koywtareH X VII tumna (aHTrreH Oysuie3Horo neMgpuronsia) U Kojuia-
red VII Tuna coorBeTcTBEHHO. J|aHHbBIE TUTIBI KOJITAT€HOB BXOJST B CO-
craB 6a3aibHON MeMOpaHs! srmepmuca. OTCyTCTBHE CHHTE3a OJHOTO
13 9TUX OCNKOBBIX CTPYKTYp NPUBOMHUT K PA3BUTHIO BBIIIEYKa3aHHBIX
THUIIOB BPOXKJICHHOTO OyJUIe3HOTO armaepmornsa [18, 28, 29].

JInst BBIAICHEHMSI COCTOSIHMSI HEKOTOPBIX aHTHTE€HOB Oa3aibHOI
MeM6paHbI SMUACPMHUCA HCITI0JIB30BaHbl CbIBOPOTKA IPOTHUB KOJIJIa-
reHa IV tuna (MMTEK, MockBa), MOHOKIIOHAJIFHEIE aHTHTENIa K
6eKOBOMY KOMILIEKCY OCHOBHOTO BeliecTBa laminadensa cepun M6
(nmpemocrasnens! J.1. Jpoosimesckoit, HU M PAMH) un xonna-
reny VII tuna ("Sigma", CLLA).

ITpu 06paboTKe KPHOCTATHBIX CPE30B KOKH PeOeHKa ChIBOPOT-
KOl IpOTUB KoJwIareHa [V Tuma BBISBHIIM Peakiuio B 30He Oa3aabHON
MeMOpaHBbI AMUAEepMIca, a B MecTax ()OPMUPOBAHMUS TTOITHACPMAITb-
HBIX MHKpOITY3BIpeil — Ha ero Io-
KPBIIIKE, YTO COOTBETCTBYET YPOB-
HI0 laminadensa u Hioke (puc. 4, 0).
CoxpaHeHne SKCIIPecCHy KoJIareHa
IV Tuna Toyibko Ha MOKPBIIIKE MOJ-
SMUICPMATIGHOTO  ITy3BIpsl  CBHJE-
TENbCTBYET O BOBJIEUEHUH B MATOJIO-
riudeckuii mporecc laminadensa [2].
OTO TMO3BOINIIO MOCTABHUTH TIOZ CO-
MHEHHE HallMuKe y peOeHKa morpa-
HHUYHOTO THITA BPOXKJICHHOTO Oyuies-
HOTO SMHUIEPMOIIH3a U 3aM003PUTh
JICTPO(GUISCKUI THIT BPOXKIACHHOTO
OyJIJIE3HOTO AMUACPMOITHU3A.

Ilpu onpenenenun GEIKOBOTO
KOMIITeKCa OCHOBHOTO BemiecTsa la-
minadensa BBISBICHO OTCYTCTBHE
MMMYHOTUCTOXHMHYECKOH — peaKIui
B 30He Oa3aybHOW MeMOpaHbI AITH-
nepmuca. Bponp 0asanpHOl MeM-
OpaHBl  SNHAEPMHCA  OTMEYAJIUCH
JIMIIb OTAENBHBIC TPAHYIIBI C MTUMH-
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Halyell Marepuana Ha TOBEPXHOCTh KOXKH
(puc. 4, 6). DaxT BBIBICHUS MOIOKHTEIb-
HO pearupyrolero Marepuana OenKoBOro
KoMIUIeKca laminadensa Ha TOBEPXHOCTH
KOXKH TIOATBEPIKIAeT COXPAHEHHE BbIIEIH-
TeTbHON (PYHKIIMH KOXKH KaK €CTECTBEHHOTO
MyTH UMHHAINH U3 OPTaHM3Ma COEIMHE-
HUi, HE CBS3aHHBIX C TKAHEBBIMHU CTPYKTY-
pamH B pe3yibTare MaToJIOTHIECKUX CHUTY-
anuii ¥ HapyIIeHHs HOPMAabHBIX TpoILec-
coB. [ledbekr crHTE3a OEITKOBOTO KOMILIEKCA
OCHOBHOTO BemiecTBa laminadensa, B co-
CTaB KOTOPOTo BXOAWT KoywtareH tuna VII,
TIpEAToNaraeT O BOBICUCHHUH MTOCICAHETO B
MaToJIOTMYECKUI MIPOLIECC.

C menblo  ONpeneseHus COCTOSTHHS
kxotareHa VII Tuma wmccnenoBaHbl KpHO-
CTaTHBIE Cpe3bl peOEHKa C MCIIOIB30BaHIEM
MEKAT k nanHOMy THIy KojutareHa. Buiss-
JieHa KapTuHa JedeKra JOKaIM3alid Kojl-
naresa VII Tvma: oTCyTCTBUE SKCIIPECCUU B
30He Oa3anpHON MeMOpaHbI MHAEPMHCA C
CEeKBECTpanueil crierupuIeckoro Marepua-
JIa Ha TIOBEPXHOCTD KOXH (pHC. 4, 2).

JedexTbl cHHTE3a W JIOKAIW3ALUH
0eNKOBOTO0 KOMILIEKCa OCHOBHOTO BeIIle-
crBa 6Ga3anbHOW MeMOpaHbl M KOJIareHa
VII Tuna no3Boiuiau MOATBEPAUTH Y pe-
OeHka AUCTpOo(UIECKU THIT BPOIKIACHHO-
T0 OyJIJIE3HOTO DIUJICPMOIIH3A.

Ha ocnoBanmm KIMHHKO-MOP(HOIOTH-
YeCKOW KapTUHBI (FeHEpaIM30BaHHOEC I10-
paXkeHHe KOXKH M CIM3HCTBIX 00O0JIOYEK;
naedopmarys KUCTell U CTOl, TCEBIOCHH-
JAKTUIIMS, TUIOTPO(HS), JaHHBIX KIMHHU-
KO-JTa0OPaTOPHBIX MCCIEAOBaHUN (aHEMHUS
CMEIIAHHOTO TeHe3a), BKIoYas THCTOJIO-
rudecKoe (ToIuIepMalbHbIe Iy3bIpH) U
UMMYHOTHCTOXHMHUYECKOE (Ie()eKT CHHTe-
3a OEJIKOBOTO KOMIDIEKCA OCHOBHOTO Bellle-
ctBa laminadensa u xoyarena VII tuna)
HCCIIeIOBaHMsI, peOCHKY MOCTaBJIeH aua-
THO3 TSDKEJIOTO TeHePaIN30BaHHOTO perec-
CHBHO-ANUCTPOGHIESCKOrO BPOXKASHHOTO OyJIIE3HOTO AITHACPMOIIH3A.

Ilo noctmxenun Bo3pacra 1 rozma, peGeHKa IepeBeNy B IEHTP
peabunuTaIyn 1eTeii-MHBaIHIO0B.

O6cy:xxnenue

TspKenblil reHepaIn30BaHHBIA PEIeCCHBHO-IUCTPO-
(bmyeckuil BpOXKICHHBIN OYyJUIE3HBIH AIHIepMonn3 (pe-
[IECCUBHO-TUCTPOPUUECKUN BPOXKICHHBIN OyIUIe3HBIN
snunepmonn3 Hallopeau—Siemens) — 3To camblii pas-
PYUIUTENBHBIA MYJIBTHOPTaHHBIA TEHETHYECKU TIepeia-
ouuiica aepmaros. JlaHHbBIA HacleICTBEHHBIN ITy3bIp-
HBII JIepMaTO3 BO3HHMKAET B pE3y/bTaTe MyTallUd T'eHa
COL7A1, xogupyromiero xomnared VII tuna. Hamuuaue
ATUX MYTallMil HE TO3BOJISICT YCEYCHHBIM ITOJIUIICITH-
nam koiareHa VII tuma cobuparbest B pyHKIMOHATB-
HbIe sikopHbIe GuOpwLibl [10, 20, 22, 24, 26, 30]. D10
MIPUBOJIUT K HECOCTOSATEIIBHOCTH JACPMO-3IIHIEPMaIbHO-
ro COCAMHEHUS ¥ (DOPMUPOBAHUIO MOIIITUACPMATILHBIX
ny3bipeit. IMMyHOTHCTOXUMHUYECKUM METOZOM, B TOM
YHUCIIC B PE3YJIbTaTe HAIIETO MCCICIOBaHMSI, TIOATBEPK-
JieH nedeKT cruHTe3a 0eIKOBOr0 KOMITIEKCa U KoJlareHa
VII tuma, Bxogsmux B coctaB laminadensa [18].

3aboseBaHne TIPOSIBIICTCS TIPH POXKICHUN WA BCKOPE
rocyie Hero [3, 5, 18, 19]. Ero ocHOBHBIMHU TTepBBIMU KJTH-
HUYECKAMH TTPHU3HAKAMU SBIIFOTCSI TeHEPAIN30BaHHBIE ITy-
3BIPH, SPO3UBHBIC TE(EKTHI HA KOXKE M CITM3HUCTBIX 000JI09-
Kax C IOCIEMyIoNM (OPMUPOBAHUEM B TEUCHUE YKH3HU

Puc. 4. Tor xe 6onpHON. IMMyHOTHCTOXMMUYECKOE HccnenoBanue. KprocraTHble cpe3bl KIMHH-
YECKHU HEMOpaXeHHOI koxku. Henpsimoit meton umMyHO(roopecteHun. Y. 400.

a — 00paboTKa MOHOKJIOHAJIBHBIMH aHTUTENaMH cepur A6/1; SKCIpeccHs! IMTOKEpaTHHA B LIUTOIUIA3ME KIICTOK
6a3aIbHOTO €105 Au/epMuca (CTPeIKa) ¢ y4acTKaMi COXPAHEHHMs CHHTE3a [UTOKEPATHHA 5 B IIIUIIOBATOM CIIOE
SMUCPMHCA B PE3yJIBTaTe HApyLICHHs TM((EPEHIMPOBKN KICTOYHBIX AIEMEHTOB U CO3PEBAHIS KePATHHA; 6 — 00-
paboTKa CHIBOPOTKOI POTUB KoyutareHa [V Tuma; peakuus B 30He 0a3aIbHON MEMOpaHBI SIHIEPMHUCA U COCYIOB
KOXKM; YTOJIILIEHUE CTEHOK COCY/IOB (CTPEJIKA) M PeaKiysi Ha MOKPBIIIKE MOJBIHAECPMAIBHOIO Iy3bIps (CTPENKa);
6 — 00pabOTKa MOHOKJIOHAJILHBIMU aHTHTENIAMH K OCJIKOBOMY KomIuiekcy laminadensa; cuHTe3 GEIKOBOrO KOM-
IUIeKCa HapyIlIeH; B 30He 0a3aIbHON MeMOpaHbI JIUICPMHICA PEAKIIN IPAKTHUESCKN HET; OTMEUAIOTCs! OTEIbHBIC
rpaHyJIbl (CTPENKH) BOJb 0a3aIbHON MEMOPaHBI SITHAEPMHUCA C CEKBECTpALMEel MaTepraa Ha IIOBEPXHOCTh KOXH;
2 — 00paboTKa MOHOKJIOHAIBHBIMU aHTHTENAMH K KojutareHy VII Turma; oTCyTCTBHE peakinu B 30HE Ga3asbHOI
MeMOpaHBI SUJIEPMIICA ¢ CEKBECTPALUEH CIeH(HISCKOro MaTeprala Ha HOBEPXHOCTh KOXKH (CTPEIIKH).

PYOLIOBBIX M3MEHEHHH (PEUMYIIECTBEHHO aTpoyuuecKue
pyOus!) 1 MunyMoB. Ipy HapacTaHMK aKTUBHOCTH T1aTo-
JIOTMYECKOI0 IMpoLecca OTIMYAIOT MPU3HAKH CHCTEMHOIO
xapakrepa. OCHOBHBIMH U3 HHX SIBIISIFOTCS AUC]Arus u cre-
HO3 MHUILEBO/IA, YTO MPUBOUT K HEJOCTATOYHOCTH IIUTAHUS
Y KaK CJIICTBUE Pa3BUTHIO TMIIOTPO(UH; KOHTPAKTYPBI KO-
HEYHOCTeH (IICeBIOCHHIAKTIIINA), YTO BEACT K nedopma-
1y Kuctel (o tumy "Bapexxku') u cromn. CTeHO3 MUIIEeBO-
Jla ¥ TICEBIOCMHJIAKTHIIMS BO3HUKAIOT B PaHHEM BO3pacTe
W HETaTUBHO BIMSIOT Ha (YHKIMOHAIBHYIO CIIOCOOHOCTH
MalMeHTa Ha IpoTsHkeHnH Beel ero skusHd. Y 10 u 90%
OOJBHBIX Pa3BUTHE 330(arajbHBIX CTPUKTYP HAOMIONACTCSI
B Bo3pacte 2 u 35 mer coorBeTcTBeHHO [7, 8, 16]. Ilces-
nocuanakTwns y 30% MarmeHToB pa3BUBACTCS B PaHHEM
BO3pacTe (B TeUEHHE MEPBBIX 2 JIET )KU3HM) U K 20-1 rogam
HaOmromaercs paxruuecku y 100% [9, 14, 25, 32].
JIpyruMu BaXKHBIMH TIPH3HAKAMH TSKEJIOTO TeHepa-
30BaHHOIO PELIECCUBHO-AUCTPO(UUECKOrO BPOXKIECHHOIO
OyJUIE3HOrO SMMUAEPMONM3a SIBIISIOTCS AaHKWIONIOCCHS U
MHKPOCTOMHMS. DTO MEIIAaeT NPOXOXKICHHUIO THIIU U CIIO-
COOCTBYET JOMOJIHUTEIBHOMY IOBPEKICHUIO CIU3UCTBIX
o06osouek nonocty pra. C y4eToM CHCTEMHOIO XapakTepa
MOPa’KEHHs B IIPOLIECC MOT'YT OBITh BOBJICUCHBI CIIM3HUCTHIC
000JIOUKH APYTHX OPraHOB M CHCTEM (OpraHsl Ivasa, Mo-
YEeIoJIOBasl CUCTEMA, UIIEBAPUTEIIBHBINA TPAKT) ¢ (hOpMH-
poBaHHeM pyOIIOB U CTEeHO30B [7, 15]. Bo3moxHbI n3me-
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HEHUSI CO CTOPOHBI HOTTEBBIX TIACTUH (OHUXOAUCTPOdUST)
1 3y0OUeIIIOCTHON CUCTEMBI (TTApOJIOHTHT, Kapuec). B pe-
3yNbTaTe HeJI0CTaTOYHOIO MOCTYTUICHHS B OPTraHU3M MUTa-
TENBHBIX 1 MUHEPATBHBIX BEIIECTB MPOUCXOMAT 3aICPKKa
pocTa u pa3BuTHe MyNbTH(aKTOpHOH anemuH [5, 18].
[lpun nanHOM (oOpME NATOIOTHH MOXET Pa3BUTHCS
XpOHHYECKas! ToUeyHasi HeOCTATOYHOCTh KaK pe3ysIbTaT
MOCTCTPENITOKOKKOBOTO TJIOMEpYJIOHE(ppHUTa WM TOYeH-
HOTO aMWJIOWZI03a, YTO TPUBOAWT K JIETAILHOMY HCXOIY
(oxomo 12%) [13]. imeeTcst prucK pa3BUTHS OMACHOU IS
JKV3HU TUIATallMOHHON Kapauomuonatny. Ee quarnocta-
pytoT y 4,5% marientoB B Bo3pacte 20 met, u3 Hux 30%
MTOTHOAIOT OT 3TOTO AKCTPAKOKHOTO OCTIOKHEHMS [16].
[IpakTrueckn y BceX OONBHBIX, CTPATAIONINX JIaH-
HOM (OpPMOIi ATIHIEPMOITH3a, B PE3YIIbTaTe XPOHHUECKUAX
PEIMINBUPYIOIINX 3PO3UI Ha KOXKE U CIIM3UCTHIX 000-
JI0YKaX BO BTOPOW IOJIOBMHE KH3HU PA3BUBAETCS XOTS
OBl OJIMH OYar IJIOCKOKJIETOYHOTO paka koxku [18, 21].
Bonbmas gacts (87% B Bo3pacte 45 5eT) MarMeHToOB
YMHUPAIOT OT METACTa30B paka KOXH B TEUEHHE 5 JIET C
MOMEHTA IIOCTAaHOBKHU IEPBUYHOTO JMArHO3a, HECMOTPS
Ha MOJIHOE XHPYyprudeckoe ucceueHwe omyxonu [17].
OnxHUM U3 TPO3HBIX OCIIOKHEHUI SIBISCTCS U Pa3BUTHE
MenaHomsbl (2,5% B Bo3pacte 12 net) [19].
HuddepeHnmanbHy0 TUarHOCTUKY TSDKEIOrO reHepa-
JIM30BAaHHOTO ~ PELIECCHBHO-AUCTPO(MHIESCKOTO  BPOXKIICH-
HOro OyJIe3HOTO AMUIepMONU3a  (PEeleCCUBHO-IUCTPO-
¢udecKkuii  BPOXKICHHBIA  OyJUIC3HBIA  SMUIICPMOITH3
Hallopeau—Siemens) He0OX0IMMO TPOBOAUTH C IPYTUMHU
MONTUIIAMH  PEIIECCUBHO-TUCTPO(PUUECKOTO  BPOXKICH-
HOro OyJIe3HOTO AIUIepMoin3a. Tak, perecCUBHO-IUC-
TPO(UUSCKUN BPOKICHHBIA OyJIC3HBIM  SIHICPMOITI3
non-Hallopeau—Siemens nmeer cCXOICTBO C TSDKEIIBIM Te-
HEepaJIM30BaHHBIM TIOATUIIOM, HO C MEHEE CEepPbe3HBIM BO-
BIICYEHHEM KOXKHOTO TIOKPOBA, HI3KUM YPOBHEM Pa3BUTHS
CTEHO3a TIUIIEBOIA U IehopMariii KOHETHOCTEH. 3aaepik-
Ka pOCTa M aHEeMHS BCTPEJAIOTCS IIPY TAHHOH (hopme ma-
TOJIOTMM KpaiiHe penko. [1aleHThl UIMEIOT BBICOKHI PUCK
Pa3BUTHS TIOCKOKJIETOYHOTO paka KoxkH (47,5% B Bozpacte
65 151et), XOTs pUCK pa3BuTHst MeTactasos (60% B Bo3pac-
Te 65 JIeT) HIKe 10 CPAaBHEHHIO C TAKOBBIM, HAOIIOIACMbIM
TIPU TSDKEJIOM T€HEePaIN30BaHHOM PEIeCCUBHO-IUCTPO(H-
YEeCKOM BPOXKICHHOM Oyiie3HOM armiepmonrse [17].
Hpyrast oopMa — HMHBEPCHOHHBIH PELIECCUBHO-ANC-
TpopUUeCKNii BPOKACHHBIA OYyJJIE3HBIH AMUAEPMOIH3,
BCTPEYACTCS] PEIKO M XapaKTepH3yeTcs OrpaHHYCHHBIMU
odaramy IOpPaKeHHsS KOXKH B OOJNACTH €CTECTBEHHBIX
CKIIAJIOK, 1IeW, BEpXHEH TPETH TYJOBHIIA M B TPOCKIUU
nmroMOocakpaibHOi obnacti. Kak mpaBuiio, B MaToiaoru-
YECKHUH MPOLIECC BOBJICUEHBI CIIM3UCTBIC 00OOIOUYKH TOJIO-
CTHU pTa, MUIIEBOAA U MOYETOJIIOBOIO TpakTa. CTPUKTYpBI
numesona (10 u 90% B Bozpacte 5 u 30 ner coorser-
CTBEHHO) W BarkHbl IPUBOJIAT K MHIIEBON HEMPOXOIUMO-
CTH M HapyLICHHIO TOJIOBOW (YHKIIMH COOTBETCTBEHHO
[16, 33]. Puck pa3BuTHS IUIOCKOKJICTOYHOTO paka KOXKU
NP JIAHHOM MATOJIOTHY HUKE, YeM TP JIPYTUX MOATHIIAX
PETECCUBHO-TUCTPO(YUIECKOTO BPOXKICHHOTO OYyJUIE3HO-
ro anuaepmonu3a, — 23% B Bo3pacte 45 et [17].
Bysniesnbiit  epMoiin3  HOBOPOXKIIEHHBIX BCTPEYaEeTCs
PEIKO, JIeTATBHBIN HCXOM HACTYTIACT B paHHEM JeTCTBE [ 18].
Jpyrue peaxue TOATHUIIBI — PEIeCCHBHO-INUCTPO-
(bMIeCcKOTO BPOXKIEHHOTO OYJUIE3HOTO SIHAEPMOIH3a
BKITFOYAFOT MTPETUONATBHBINA, PYPUTUHO3HBIN, IIEHTPO-

POCCWICKW XYPHAN KOXHbIX 1 BEHEPUYECKINX BONE3HEN

oexubiii [5, 12]. Ilocnexnuit xapakTepusyeTcs Mpo-
IPECCUpYIONIMM TEYEHHEM W TepBOHAYAIBLHON MaHH-
(decranueil Ha Koke KOHEUHOCTEH C TOCTENEHHBIM
pacrpoCcTpaHeHUEM (JIECITUIICTUSIMU ) TaTOJIOTUIECKOTO
mporecca Ha KOXKy TyJOBHIIA.

B OosipmuHCTBE cily4yaeB NMpH HAIMYMAU KiIacCHue-
CKOTO pa3BUTHs OOJIE3HW JMAarHO3 BPOXKICHHOTO OyIl-
JIE3HOTO SMHUIEPMOIIA3a HE BbI3bIBaeT COMHEHMH. OHa-
KO YPOBEHb 3HAHUH W KIIMHUUYECKUI OTBIT Bpaya UMEIOT
HEMaJIOB)KHOE 3HAYCHHWE MPU OTCYTCTBHU CEMEHHOTO
aHaMHe3a ¥ aTUITHIHOTO TIPosBIeHuUs Oose3nu. HeoOxo-
JTUMO TTIOMHHUTH O TOM, YTO B HEOHATAILHBIA NIEPUO]] BCE
THTIBI BPOXKJIEHHOTO OYJUIE3HOTO SMUACPMOIH3a UMEIOT
CXOIHYIO KJIMHHYECKYIO KapTHHY, U HE CIIEYeT MbITaTh-
Cs HOBOPOXKACHHOMY ONPEIENUTh THI 3a00JIeBaHUS.
TonbKo B TEUEHIE )KU3HH B OTIPEICTICHHBIE TPOMEKYTKH
BPEMEHH ITPOSBIISIFOTCS IOTIONHATEbHbBIE KITMHUYECKUE
MIPU3HAKH, XapaKTepHBbIE ISl KaXKJIO0TO TUMA U TOITUIIA
BPOXKJIEHHOTO OYJIE3HOTO SITUICPMOITH3A.

[lonTBepaUTh KIMHUYECKUN AWATHO3 U ONPEACIHUTH
THUII BPOXKAECHHOTO OYyIJIe3HOTO MUAECPMOIIN3a Ha COBPE-
MEHHOM JTale IO03BOJISIET WMMYHOTHCTOXUMHUYECKOE
UCCIIeJOBaHNE MHTAKTHOTO y4acTKa KOKM OOJBHOTO C
UCIIONIb30BaHUEM MOHOKJIOHAJIBHBIX @HTUTEN K OTIEJb-
HBIM OeJiKaM, KOTOpbIe B HOPME SKCIPECCUPYIOTCS B
koxe [2, 18]. [Ipu ucue3HoBeHUU crierupuIecKux oel-
KOB (aHTUT'€HBI) OTCYTCTBYET ¥ THITMYHAS UMMYHOTHCTO-
XUMU4eckas peakuus. Ha ocHoBanuM mueHTH(UKAIAN
OTCYTCTBYIOIIIETO Oefika yCTaHaBIMBAIOT THUI BPOXK/IEH-
HOTO OYJIE3HOTO AMHUJIEPMOIH3a. DTO MOATBEPKAACT U
BBILICONTMCAHHBIN KIMHUYECKUHN CIydaid.

OCHOBHBIMH TIPUHIIUIIAMH JICYCHUS BPOXKICHHOTO OyII-
JIE3HOTO DIUJIEPMOJIN3a SBISIOTCS 3aMEIleHHe TOTepu
TKaHEBOH >KUIKOCTH W MPUMEHEHHE TPeraparoB, Crocoo-
CTBYIOIIMX AITUTEU3AINH SPO3UBHBIX JleekToB. Borpoc o
Ha3HAYEHUH TPETaparoB TFOKOKOPTHKOCTEPOHIHOTO Psisia
muckyTadereH. Tem He MeHee HaOFOMaeMbIil HaMH KITHHH-
YECKU CITy4yail ¥ pe3ysbTaTbl IMMYHOTMCTOXUMHYECKOTO
HCCIIEIOBAHMS AUKTYIOT 1eJIeCO00Pa3HOCTh UX BKITFOUSHHS
B TEpAITHIO NP TaHHOH (hopme maronornu. DrKcarwst M-
MyHHBIX KoMriuiekcoB (IgG, C3-KOMIIOHEHT KOMITIIEMEHTA)
u (uOprH B 30HE Oa3aNbHOI MEMOpPaHBI AHIEPMHICA U BO-
JIOCSIHBIX (DOJTMKYIIOB CBUACTEIBCTBYIOT O BOBIICUCHUH B
aTOJIOTMYECKHUI POLeCC M3HAYaNIbHO Ne(heKTHON 0azalib-
HOM MeMOpaHbl KaKk MHIICHU Ul aHTUTeN. B pesynsrare
Ppa3BUBAETCS BTOPUYHBIM ayTOMMMYHHBIH TIpoLiecc.

Crieunduyeckoll Tepanuu BPOXKICHHOTO OyJIJIE3HOTO
SMUAepMOIn3a B Hactodlee Bpems HeT [27]. bomnbmue
HAaJICK/Ibl BO3JIAraloT Ha MOJICKYJISIPHO-TEHHYIO HH)KEHe-
PHIO B CO3[IaHNH HOBBIX d(P(PEKTHBHBIX TEPAICBTHYCCKUX
METOJIOB, IIEJIbI0 KOTOPBIX SBISETCS BOCCTAHOBJIEHHE
cuHTe3a kosuareHa VII Tuma m QyHKIUU CTPYKTYpPHBIX
3JIEMEHTOB JAEPMO-3MHIEPMAIILHOTO COSANHEHMS.

B xagectBe Tepamum paccMarpuBalOTCS TeH-3aMe-
IICHUE, TPAHCIUIAHTALUS AJJIOTeHHBIX (HUOPOOIacTOB
(ms obecrieueHNsI HOPMATLHOTO CHHTE3a Koytarena VII
THUIA), TPAHCIUIAHTAIMS KJIETOK KOCTHOTO MO3ra M WH-
(hy3us pexomOrHAHTHOTO TIpoTenHa (koiwtareH VII Tuma)
[23, 29, 34]. I'ennas u KJIeTOYHAS TEPAITHs, IMEsT CTpaTe-
THYECKOE 3HAUeHHE, OTKPHIBAET HOBBHIE MEPCIIEKTHBHI B
JICYCHUH BPOXKICHHOTO OYyIIe3HOTO druaepmoni3a [31].

C y4JeToM KIMHUYECKWX TPOSBICHUH W OCOOEHHO-
CTel TeueHns: 00JIe3HN HEOOXOINMO YIEITh BHUMaHUE
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NpOoQUIAKTUIECKUM MepaM BO HM30eKaHHe BTOPHYHOHN
MHQEKIMN W MEXaHHYECKUX TOBPEXKICHHH KOKHOTO
MOKPOBa ¥ CIM3UCTBIX oOonouek. [locrosHHOe HabImIO-
JeHne TpeOyeTcss U OT CMEXKHBIX CIICIHAJIMCTOB C Iie-
JIbI0O CBOEBPEMEHHOI'0 HA3HAYEHUS COOTBETCTBYIOIIMX
JEHCTBUN B 3aBUCHMOCTH OT TSKECTH MOPAKECHHs (Te-
paneBTUYECKHUE, XUPYPrUUECKUE, CTOMATOJOTHYECKHE,
[ICUXOJIOTHYECKHE, JUETOJIOTHIECKHUE U T. II.).

IIporHos, kak nmpaBuio, cepbe3Hblid. bonbHbIE, CTpa-
JAIOIIMe TeHEepaIM30BaHHBIM PEIECCUBHO-ANCTPOdH-
YECKUM BPOXKJIEHHBIM OYyJUIE3HBIM DIHIEPMOIN30M,
OTHOAIOT B MOJIOZIOM BO3pAacTe WJIH IMO3/HEE OT MeTa-
CTa30B IUIOCKOKJIETOYHOI'O Paka KOKHU U HKCTPAKOKHBIX
ocnoxHeHMH [ 18].

B 3akimoduenne He0OXOAMMO OTMETHUTh, YTO TTaIieH-
THI C BPOXKJIEHHBIM OYIIIIE3HBIM SITUAECPMOIH30M Tpely-
FOT MEXAUCIUIUIMHAPHOTO MOJIX0/1a, B OCHOBE KOTOPOI0
JICKUT 3alUTa YYBCTBUTEIBHON KOXKU OT TPABMBI C UC-
MOJIb30BAHUEM PA3HBIX MEPEBSI30YHBIX CPEACTB, MEIU-
KaMEHTO3HbBIX W/MJIM XUPYPrHUECKUX BMELIATENILCTB C
LIETIBI0 KOPPEKTUPOBKHU OCIOKHEHUM.
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AHI‘I/I)IpOTI/I‘IeCKaH IKTOACPpMAJIbHAS TUCIIA3UA

U. H. Heanosa', E.A. Cepoikosa', T.U. Hxonnuxosa’

'Kadeapa nepmaroBeneposorun (3aB. — mpod. A.FO. Poxun) Bonrorpaackoro rocymaap-
CTBEHHOTO MEMIIMHCKOTO YHUBepcHTeTa; > LIeHTp ruraHupoBanus ceMbu Bosrorpaackoi 06-
JAaCTHOW KyMHIYecKoi 6ompHHIBI Ne 1 (TimaB. Bpau — T.A. Konsxuna)

Onucano pedroe naciedcmeennoe 3a001e6anue (AHeUOPOMuYeckas SKmooepmanvhas oucniazus). I[lpeo-
CMaseHbl OCHOBHbBIE ACNEKMbL KIUHUYECKOU OUAZHOCUKU OaHHO20 cuHOpoma. [Ipusedensl 0sa KauHuue-

CKUX HAOMI0OeHUs OAHHOU NAMOTIO2UU.

KnrwodeBbIe €10 Ba: aeudpomuieckas IKmoo0epMaibHas OUCHIA3US, 2eHOOePMAMOo3bl, OUCIAHCEPU3AYUSL

ANHYDROTIC ECTODERMAL DYSPLASIA
L. N.Ivanova, E.A.Serdyukova, T.1.Ikonnikova

A rare hereditary disease — anhydrotic ectodermal dysplasia - is described. The basic clinical aspects of the
syndrome diagnosis are presented. Two clinical cases with the syndrome are described.

Key words: anhydrotic ectodermal dysplasia, genetic dermatosis, prophylactic checkups

AHTHAPOTHYECKYIO SKTOJCPMAIIHHYIO JUCIUIA3UI0 —
ADJ]l (cun. cuampom Kpucra—Cumenca—Typena)
OTHOCAT K TPpYyIIE€ SBKTOACPMAJIbHBIX ):[I/ICHHaSI/Iﬁ —

HACJICICTBEHHBIX 3a00JICBaHMI KOXKH, KOTOpPBIE Xa-
PaKTEpU3yIOTCS  Pa3BUTUEM PA3JIMUHBIX aHOMAJIAN
TKaHEW, MNPOUCXOMSIIMX M3 JSKToAepMbl. Paznuuaior
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