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Annotation. The article presents data from a clinical case of congenital bullous
epidermolysis (CBE) in a newborn. The genetic defect in the child manifested itself by extensive
lesions of the skin and its derivatives in the form of large bullae, erosive surfaces, ulcers, with
crust formation in some places. Skin defects were more localized in the hands and feet, as well
as in the abdomen, back, buttocks, and pelvic area. There were also lesions of oral mucosa and
nail plates. The child’s condition was evaluated as very serious. The disease had an undulatory
character.

There is no specific treatment for CBE. Lethal outcomes due to the development of severe
pneumonia, sepsis, shock, dystrophy and other complications are not uncommon. However,
proper, timely and comprehensive symptomatic therapy can in some cases significantly improve
the condition of the patient.
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BpoxaéHHbIN OynnésHbln anMaepMonns — rpynna pegkmnx (opdaHHbIX) BPOXKOEH-
HbIX FEHETUYECKMX 3ab0oMneBaHMM KOXK, OOYCMOBMEHHbIX MyTaUMsMUN B reHax CTPYKTyp-
HbIX BenkoB AepMO-anMaepManbHOr0 COeQUHEHUS, XapaKTepU3yLLMXCS NOBbILLIEHHON
YYBCTBUTENIBHOCTBIO KOXU K NIIOOOMY MExaHU4ecKomy BO3AENCTBUIO, MPOSBIISIOLLMXCS
00pa3oBaHNEM Ha KOXE U CIM3NCTbIX 0b6omnodkax nyabipen n apo3uii [4,9]. B HekoTopbIx
OTEYECTBEHHbIX NyONMKauusax ero Ha3biBalT TaKKe HacNeLCTBEHHOW My3bipyaTKkon, a B
3apyBexkHbIX — «MexaHobynnésHas 6one3Hby, - 0AMH U3 CaMblX TSKEMbIX HAcNeaCTBEH-
HbIX AepMaTo30B [2].

BaxHocTb 0bcyxaeHns obycrnoBrneHa TeM, YTO Npu AaHHOM 3aboneBaHun MOXeT
nopaxatbCsl He TONbKO KOXa, HO U BHYTPEHHWE OpraHbl, HEpPBHasA C1CTEMA, YTO LOCTaB-
nsieT AMckoMA@opT, YXyALIaeT Ka4eCTBO XU3HM AETEN C AaHHOW NaTonornen 1 npusognT
K paHHen uHBanuamsauuu [1,5]. B page cnydyaeB Bo3moXeH netanbHbin nexos [3,10].
Mo gaHHbIM NUTepaTypbl, B NOCNEeOHNE rofbl OTMEYaeTCs yBENMYEHME YacToThl Clly4aes
reHeTM4yeckmx 3aboneBaHui, YTO CBA3aHO C HEBNAronpUATHBIMY 3KONOTMYECKUMI YCIIOo-
BusaMu [6,8]. BbllLleckazaHHOe JoKa3blBAET akTyanbHOCTb U3y4aeMon TeMbI.

TepMmuH «OynnésHbin anugepmonua» Bnepsble Obin ucnonb3oBaH B 1886 rogy
HemeLUkum gepmMaTorniorom eHprxoM KéBHepom, XOTda criydan, CXOXue C AaHHbIM Au-
arHo3oMm, onucbiBanucb M Ao Hero. B 1962 r. NupcoHom Obina paspaboTaHa nepBas
cxeMa knaccudvkaumm 6ynnésHoro anugepmonuaa (b3), ocHoBaHHas Ha MPUMEHEHUN
TPAHCMUCCWMOHHOWN 3MNEKTPOHHOW MUKPOCKOMUU. Bbiny BbiAEneHbl TPM OCHOBHbIX TUNa:
3MMAEPMONUTUYECKUNA, NIOUUOONMYECKUA U OEPMONUTUYECKUINA, NCXOAS U3 YPOBHSI 00-
pa3oBaHus My3bIper Ha ynesTpacTpykTypHOM ypoBHe. B 1980-x rogax 6ebina paspabota-
Ha TexHMKa UMMYHOMIOOPECLEHTHOIO UCCNEAoBaHMs 00pasLoB KOXKM, pacLuMpeHHas
BMOCNeACTBMM MMMYHOTMCTOMNOrMYECKUMU MeTogaMN (MMMYHOTMC-TOXMMUEN U UMMYHO-
dntoopecueHumen). C 1990-x rogoB novTn Anst Kaxgoro nogtuna b3 6binv onpegeneHs
MyTauUUM B KOHKPETHbIX FreHax CTPYKTYPHbIX BEMKOB KOXW, KOTOpble U3MeHsTes npu B3.

B Poccuiickon ®epepaunu, cornacHo ®egepansHomy 3akoHy Ne 323-03 (peq. ot
25.06.2012) «O6 ocHoBax oxpaHbl 340poBbA rpaxaaH B Poccurickon ®egepauun», B
KOTOPOM 3aKOHOOATENbHO BBEAEHO MOHATUE peakux (opdaHHbIX) BONe3Her 1 cornacHo
KOTOpOMY OpbaHHbIMU cYUTalOTCs 3aboneBaHns ¢ pacnpoCcTpaHeHHOCTbIO He Gonee 10
cny4yaeB 3aboneBaHus Ha 100 000 HaceneHus [7].

B3 knaccuduumpyeTcs B COOTBETCTBUM C Mopdpornornert koxu [11]. Hacneacreeh-
Hble BapuaHTbl B3 B HacTosillee BpeMsi pa3genstoTca Ha Tpu Gonblune rpynnbl B CO-
OTBETCTBUM C YPOBHEM 0Opa3oBaHUS Ny3bipel B TKaHAX, OTAEMNbHO BbIAENEH CUHAPOM
KuHanep:

* npocTton bynnesHbin anungepmonua (ME3),

* MorpaHunyHbIn BynnesHbi anugepmonus (Mob3),
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* gucTpodudeckui dynnesHbin angepmonus (OB3),

* cmHgpom KnHanep (pasHbii ypoBEHb 06pa3oBaHus ny3bipen).

B pesynbrate 3axvBneHus Ha Koxe NnMbo He OCTaeTcs HUKakux criegos, Nubo
oCTaeTcs NMrMmeHTauus, NMbo pyoubl B BUAE cknagyaton atpodUUHON KOXK, NIULLEHHON
NpUAaTKOB KOXM (BONMOCSAHBLIX (DONNUKYMOB, CanbHbIX U MOTOBLIX Xenés). Hanuune nnm
OTCyTCTBME pYyOLOB AAET OCHOBaHWE AN pasgerneHnsi Bcex oopm Ha gucTpoduryeckue
1 npocrtble [2].

BoBneyeHHoCTb GOMbLUOIO YMcna reHoB B MaToreHes3 3aboneBaHus onpegensiet
MHOroobpasune KnMHUYEeCKUX NposiBeHnn. PacnpocTpaHEHHOCTb NOPaXKeHNst BapbupyeT
OT JIOKanM30BaHHbIX BbICbINMAHWI, OFPaHUYEHHbIX KOXEW NagoHen u nogolB, 4O reHe-
pann3oBaHHbIX BbIChINAHUIN C BOBMEYEHNEM CIIN3NCTbIX 0O60NOYEK BHYTPEHHUX OPraHoB.

YuntbiBag MHOroobpasmne KnmHu4eckmux nposineHmn BB n cnoXHOCTb KIMHUYe-
CKOW OMarHocTuKK, AN NoaTBepXAeHus anarHosa Heobxogumbl nabopaTtopHO-UHCTPY-
MeHTarnbHble MeToabl uccrnenoBanus. C Lenblo noaTeepXxaeHns guarHo3a BB npume-
HAKT MMMYHOMIOOPECLEHTHOE aHTUreHHoe KapTtupoBaHue (MAK), TpaHCMUCCUOHHYIO
3MEKTPOHHYI0 MUKpockonuio (TAOM) n MonekynsapHO-reHeTUYECKy0 AnarHocTuky [4,11].

Llenb nccnegoBaHus. M3yunte 0COBEHHOCTU KIMHWUKK, OUArHOCTUKM U fiedeHuns
BBE3. PaccmoTpeTb KNMHUYECKWIA Criyyai.

Matepuan n metogbl nccriegoBaHus. [aHHble nuTepaTypHbIX MCTOYHUKOB MO
Teme. ObcnegoBaHve NauMeHTa u aHanua mMctopum 6onesHu.

Pesynbrathl uccnegosaHund. KnuHudeckun cnydan. MNaumeHT M. 20 gHein XusHu,
NnoCcTynun B OTAENeHne HeoHaTonormm HaumoHanbHOro MeguumnHekoro ueHtpa «Lndo-
faxw» r.dywanbe 17.10.2022, ¢ xanobamu co cnos poauTenen: obpasoBaHue ny3bipew
Ha KOXe PyK, HOI, CMWHbI, MaxoBon obracTtu, noBbieHe TemnepaTtypbl Tena go 39.5,
Kawenb, 6eCcnoKoNCTBO, CHIKEHME anneTuTa.

M3 aHamHe3a: pebGEéHok OT 4 GepeMeHHOCTU, 4-bIX PU3NONOrMYECKNX CPOUHBIX
ponoB. bepemeHHOCTb NpoTekana Ha doHe Tskénoro recto3a, OPBW B nepBom Tpu-
MecCTpe, recTaumMoHHOro nuenoHedpuTa Bo BTOpoM TpumecTpe. lNMposogunack aHTubak-
TepuarnbHasi 1 cuMmnToMaTudeckasi Tepanus. PebéHok poguncs ¢ maccon tena 3500 rp,
ONnHOM Tena 52 cM., B COCTOSIHUM CPedHEN TSXKeCTW, C BONMAbIPSIMU Ha nanbLax pyk u
Hor. CeMeliHbI aHaMHe3 Ha BynnésHbI aNnaepMonua oTpuuaTtenbHblin. locne poxae-
HWUS1 Haxodwmncs B OTAeNeHMn peaHumauun poggoma. K TpeTbuMM cyTkaM yBenuyunochb
KONMM4YeCTBO Ny3blpew, COCTOsIHNE pebEHKa yxXyawmnnock. Ha naTein AeHb 6bin nepesenéx
B Aepmaronornyeckoe otgeneHue. boin Boinucad Ha 10 geHb AOMOW, HO Yepes 4 OHA
no yxydLwweHno cocTosHms Obln JocTaBneH B otaeneHne Heonatonorum HML, «Lndo-
Gaxiu».

Ha momeHT ocmoTpa obLee COCTOSIHME TSPKENOoe, 3a CYET MHTOKCUKALMOHHOTO U
fonesoro cMHapomoB. bonesHeHHbIN rpoMkuin nnad. MNMonoxeHve akTueHoe. Temnepary-
pa Tena 38.70C, macca Tena 3450 rp., anuHa-52 cm. Y naumeHTa oTMevanocb obmp-
Hoe nopaxeHue koxu (30%), nokanmaytoweeca Gonblue B obnactu Kucrten u cron, a
TakXKe XMBOTa, CNNHbI, Aroaul, Tas3oBon obnacTtu. lNMy3blpn ¢ CEPO3HO-reMoppParn4eckum
COLEPXNMbIM, KPOBOTOYAT, MO TUMY, «OOOXOKEHHON KOXUY. B MecTax HanbonbLueln Tpas-
MaTM3aunm MMENNChb 3p03nK, Kak HOBble, TaK U B CTaguy anuTenuaaumm ¢ Kopodkamu. B
obnacTv NeBow CTOMbl UMENUCb aTpoUYECKME N3MEHEHUSA KOXN. HenopaxEHHas koxa
6e3 nameHeHu, brnegHo- Po30Boro LBeTa. HorreBble NNacTyHbl HA Nanbuax BEPXHUX U
HWXKHMX KOHEYHOCTel [OedopMUpOBaHbI, YTOSLWEHbI, TYCKIble, CEPO-KOPUYHEBOIO LiBE-
Ta, AnucTpodmyHble. B cnuancton pta Takke 06pa3oBbIBANUCH Ny3bipy, YTO 3aTPYLAHANO
KopmMneHue pebeHka. MNuTaHne nonyyan yYepes 30HA Unu OyTbINoyKy. ObixaHne putMmd-
HOe, NpY aycKymnbTaluMn paBHOMEPHO ocnabrneHHoe, BbICMYLUNBAKOTCS BMAAXHbIE XPUMbl
Hag, Bcen noBepxHOCTbio nerkmx. YL go 70 B MuH. CepaeyHble TOHbl PUTMUYHbIE, NPU-
rMyLlWeHHble, Taxmkapausa 4o 175 ya. B MUH, Npu nepeBsidkax u obpaboTtkax paH oo 186 B
MWH. Ha hoHe BoneBoro cuHapoma.

lMeyeHb nanbnupoBanack Ha 2 CM Hke OT p€bepHon ayru. KnMBoT npu nanbna-
LM MATKMIA, HEMHOTO B3aYyT, 6e360ne3HeHHbINn. HeBponormyecknin craTyc: ABuratenbHas
aKTMBHOCTb CHWXeHa, pedneKkchbl Bbl3bIBAOTCHA, MEHUHIMAMNbHbIE CUMATOMbI  OTpuLa-
TenbHbIE.

HaHHble nabopaTopHbIX U MHCTPYMEHTanNbHbIX aHann3oB. C nepBbix AHEN Obinn
B3ATbl CriedyloLme aHanuabl: ooWwun aHanns3 Kposu — numdountos (64,0%) HenTpone-
Hus (26,0%), Koarynorpamma-ymepeHHasi runepkoarynsumsi, OMoxmmmusa KpoBu — Kpe-
aTVHWH - 38,6 MkMonb/n, obwwmi 6enok — 51 r/n, anbbymuH — 31 r/n,C-peakTUBHbIN
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Oenok- 6Mr/n, 6akTepronorMyecknii NOceB KPoBW - BbicesiH St.aureus, 6ak. NoceB 13 rop-
na-St.pyogenus, St.aureus, PA kposu k LmuTomeranosmpycy — 1:700, repnecy-1:400,
xnamugmnosy-1:160; renatutel B u C n BUY-CMNUL — oTpuuarteneHble, obWnii aHanus
MO4YM 1 Kana 6e3 nameHeHun. Y3 ronoBHOro mMo3ra — yMEpPEHHOe paclumpeHune cyba-
paxHoMAanbLHOro NPoCTPaHCTBa, AN dy3HOE MMNOKCMYECKOE UBMEHEHNE NapeHXNMbI ro-
FNIOBHOrO MO3ra. YMepeHHasi Avnataums COCyaMCTbIX CMNeTeHn (noctreMopparm4eckoe
N3MEHEHNE), NCEeBAOKNCTa COCYQUCTOro CMreTeHust cnesa. PeHTreH rpygHow KNeTKu:
04aroBbIX MOPAXEeHUN NaPEHXMMbI NTErKUX HET.

Puc.1 Pe6éHok M. BpoxaeHHbIN
MOpakEHVe KOXM TYNOBULLA.

. FeHepanu3oBaHHOe NopakeHne KOXM TyroBuMLLA U KOHEYHO-
cTel (o6pa3oBaHue 3p03MiA 1 KPOBOTOYALLUX PaH).

Puc.3 PebeHok M. [MopaxeHne KOXW KUCTen 1 npeannedbs (rnybokue 53sbl W

TONCTbIE KOPOYKHM), ANCTPOGUS HOTTEN.
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" Puc. PeéeHOKM BblelxaHme

BbIX I'IOBerHOCTeI/l Ha (bOHe Tepanun.

B Tepanuu npumeHsnuch aHTnbakTepuarnbsHble npenapartsl rpynnbl Ledanocnopu-
HOB 1 MakponuaoB (LedoTakcum, asuTPOMULIMH), aHTUCTAUITOKOKKOBBIN MMMYHOTTO0Y-
NVH, UHGY3MOHHAs Tepanust Ans BOCMNOMHEHUS XUAKOCTM U 3MNeKTponmToB. Koppekums
HegocTaTovyHOCTM Genka npoBoaunacb pactBopom AMuHona. [nst NpoTMBOBMPYCHOM Te-
panuy Ucnonb3oBancs raHuMknosup. ExxeqHeBHO nNpoBoaMnace caHauus nysbipei (npo-
KanbiBaHue, gpeHax, obeszapaxuBaHue). MNpuMeHAnMCcb pacTBOpbl AMsi NMPOMbIBAHMUS
paH lNMpoHTocaH, ma3n benaHteH, BaktopaH, Cynokpewm, JleBomekonb, ButamuHbl A u E,
aTpaBMaTUYECKMEe MOBSA3KMU.

CocTosiHME NaumMeHTa HOCUIO YHAYNMPYIOLWMIA XapakTep, MHMMOe Gnarononyyune
cMeHanoch yxyaweHmeM. OTMevanocb o6pa3oBaHne HOBbIX NMy3bIper pa3HOoK flokanuaa-
UMM 1 obbema ¢ Cepo3HbIM COAEPXKMMbIM, Nocre 06paboTKM, KOTOPbIX MOSBASNUCE ANN-
TENbHO HE3aXMBatoLLme 3po3nn. Hannume B kpoBm 1 3po3msax St.aureus cnocobcTBoBarno
ObICTPOMY MHOULMPOBAHUIO PaH M yXYALIEHNO 00Lero coctoaHus. VIMMyHHBIN cTaTyc
HOBOPOXXAEHHOTO ObIfT CHXXEH 3a CYET HANMunsi CenTUYeCKoro npouecca.

BbiBogbl. BOB OoTHOCUTCS K UmMcny TSHKEMbIX BPOXAEHHbLIX 3aboneBaHun nepunoga
HOBOPOXXAEHHOCTW U rpyoHOro Bo3pacTta. YacTo 13-3a MacCUMBHOMO MOPAXEHUST KOXM 1
3aTpyaHEHMs1 KOpMIeHUs HabnogaeTcs NoTeps XXMaKocTu u 6enka, 4to TpebyeTt Bocnon-
HeHus nx B BUae nHQy3un. OTMedaeTcs MMMYHONOMMYECKMI AedeKT pasnmMyHoOn cTene-
HK. COCTOsIHME MAaUMEHTOB 3aBUCUT OT TLLATEMbHOMO yXOA4a, W NO3TOMy MM Tpebyetcs
exegHeBHasi obpaboTka nysbipen 1 obpasyoLmxcsa paH. [narHocTvka pasnmyHbiX TUMOB
OynnésHoro anvaepmonunaa OCyLLECTBISETCS NPY MOMOLLY UMMYHOTMCTONOMMYECKMX U
reHeTu4eckmx metoauk. [letn ¢ gnarHozom BOB nognexar gucnaHcepHomy Habnwoae-
HWIO Aepmartonora, neauatpa, raCTpo3HTeporsiora, OKynucTa, HeBpornora 1 apyrux cneuu-
anuncToB; BomnbHbIE OOMKHbI NMONy4aTh KOMMEKCHOE CTaLMOHApHOE NeYeHNeE.
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