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BpozkneHnblii Oy/u1e3Hblil SMHIEPMOIIH3 — TsKeI0e HACIEACTBEHHOe 3a00/IeBaHNe, OCHOBHBIM NPOSIBJIEHHEM KOTOPOTO CJIyKaT
My3bIPH, BO3HMKAIOIIME N0C/Ie He3HAYNTEILHOTO MEXAHHYECKOTO BO3/IHCTBUS HA KOKE H CJIM3MCTBIX 000109KAX BCJIECTBHE BPOK-
JIEHHOTO HAPYIIEHNUS KOIMPOBAHNUS MPOTEHHOB IePMO-IMIIEPMATBHOTO coeanHenns. CI0KHOCTb B IOCTAHOBKE THATHO32 BPOXK/IEH-
HOrO OYJIIe3HOT0 SMUIEPMOIIH3A CBSA3AHA C PEAKOCTHIO MATOJOTHH M MAJIBIM YHC/IOM HAYYHBIX IyOIMKALMIA.
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Congenital bullous epidermolysis is a severe hereditary disease, the main manifestation of which is bubbles that occur after minor
mechanical action on the skin and mucous membranes due to congenital violation of the coding of dermo-epidermal proteins. The dif-
ficulty in making a diagnosis of congenital bullous epidermolysis is associated with the rarity of pathology and a small number of sci-

entific publications.
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Bpomz[eHHbIﬁ OyJUIE3HBIM 3MUACPMOJIN3 — TSKE-
JIOe HacJeACTBeHHOe 3a0ojieBaHWE, OCHOBHBIM
MPOSIBJIEHUEM KOTOPOTO CIIYyXaT My3bIpHh, BO3HUKAIO-
Ie Tocjie He3HAYUTETbHOTO MEXaHUYECKOTO BO3Ieii-
CTBMSI Ha KOXe M CIM3UCTBIX 000JOUKax BCIEACTBUE
BPOXXIEHHOTO HapylIeHUs KOAWPOBAHUS TPOTEMHOB
IepMo-3IuaepMajbHoro coegnHenus. B Poccwuii-
ckoii  Demepaunu  3a007€Ba€MOCTh  BPOXKIEHHBIM
OyJUTe3HBIM JIHUIEPMOJIU30M HAXOOUTCS B TIpeaesiax
or 0 no 19,73 cayyass Ha 1 MJIH HacejieHUs], B Cpej-
HeM — 3,64 ciayvas Ha | MuH HaceneHwms [1]. B metc-
kot monymsauuu Poccuiickoit  Mdemepaunu  gacTota
BPOXIEHHOTO OYJUIE3HOTO SMUIEPMOJIM3a COCTaBIISIET
1:50 000—1:300 000, a IporHO3UpPYEMOE YHCJIO MALIAEeH-
TOB C BPOXIEHHBIM OYJUIE3HBIM SIHUAECPMOIU30M
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Ha Kaxnblil roa coctaBisieT 14—34 ciyuaeB Ha 1,7 MiH
HOBOPOXJIEHHBIX [2].

B HacTostiee Bpemst ormrcano okoJjio 30 KITMHUYEeCKUX
BapuaHTOB BPOXIEHHOIO OYyJIJIE3HOTO 3MUIEPMOJIn3a,
KOTOpbIe 00BbeIWHEHBI B 4 OCHOBHBIX THIA U 6 TOATHU-
noB [1, 3—5]. 3aboneBaHne OOYCIOBIEHO MYTalUSIMU
reHoB LAMB3 n LAMA3, npuBOIsSIiMMU K HapyIIEHUIO
CUHTe3a KoJIJIareHa, 4YTo BeleT K 00pa3oBaHUI0 (pudpusl
B 30HE Oa3aJibHOW MeMOpaHbl W HapYIICHUIO aJre-
3UM MEXIYy SMHUISPMUCOM U JIepMOil ¢ oOpasoBaHUEM
My3bIpEN.

B HeoHaTaIbHBIM TIEPUOJT BCEe TUITHI BPOXKIEHHOTO OYJ1-
JIE3HOTO SMUACPMOJIN3A MMEIOT CXOXYI KIMHUYECKYIO
KapTUHY, YTO 3aTPYIHSIET OIpeeieHue TUIa 3a00JieBaHusI
Y HOBOPOXIEHHOTO. TOJbKO B TeYeHUE XKU3HU TTPOSIBIISI-
JOTCSI TOTIOTHUTEIbHBIE KIIMHUYECKKME TTPU3HAKK, XapaK-
TEpHbIE JJIST KAXKIO0TO TUMA W TTOATUIIA BPOXKICHHOTO OYII-
ne3Horo snuaepmonn3a [4—9]. IloaTumel UMeIOT OOIIMiA
MPU3HAK — MEXaHUUYECKYI CJIadoCTh WM XPYIKOCTh
MMOKPOBHOTO 3nuTens. HeycToMYMBOCTh 3TOM TKaHU
K JIIOOBIM BO3IEUCTBUSIM, JaXe K MUHUMAJIBHOW TpaBMe
MPUBOIUT K Pa3BUTHUIO ITy3bIpeil 1/MaM 3po3mii. B 3aBu-
CHMOCTH OT JIOKAJTM3ALIMK TTy3bIPH MOTYT ObITh KaK HaTIpsi-
SKEHHBIMU, TaK 1 APSOIBIMU, U UMETH CEPO3HOE MJIN FeEMOp-
parmyeckoe CONEPXUMOe, TIOSIBISIThCS TPU  POKIECHUU
WA B TIepBbIe CYyTKM XM3HM. [locie orcioiiku anumep-
MHca OOHAXAIOTCSI 9PO3UBHBIE TTOBEPXHOCTH, SMUTEIIN3a-
ST KOTOPBIX ITPOMCXOAUT Uepe3 S—7 mHei ¢ popmupoBa-
HUeM pyO110BOii aTpodun [7].
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Ilpu nucrpoduyeckoM TUIE BPOXIACHHOTO OYII-
JIE3HOTO BIUAEPMOJIM3a TIy3bIpU  MOTYT TIOSIBISITHCS
Ha CJIM3UCTBIX OO0O0JOYKax II0JIOCTM pTa, TOpPTaHMU,
nuieBoaa, npsiMmoit kuinku. MHbuumrpoBaHue 3po3uii
MOXET TIpUBECTH K CENTUYECKOMY COCTOSIHMIO C pas-
BUTHEM TTOJIMOPTaHHOW HETOCTATOUYHOCTHM U CHUHIpOMa
JNIMCCEMMHUPOBAHHOTO BHYTPHUCOCYIMCTOTO CBEpThIBa-
Hug [7]. B mocnenyoliemM B MecTax MopaxxeHuil oopa-
3yI0TCs pyOLBl. PyOneBaHme 3po3mii Ha KOHEYHOCTSIX
NpUBOAUT K (OPMUPOBAHUIO TICEBAOCUHIAKTUINM,
a B MuIEBoOJAe — K cTpuktypam. [Ipu mosiBieHuun odva-
TOB TIOpPaXEHUsSI Ha CIAM3UCTO O0OJIOUKE XKETyTOUHO-
KUIIIEYHOTO TpaKTa HapyIlaeTcsl MOCTYIIJICHUE MTUTATeb-
HBIX BEIIECTB C THUIIEH, a JUIUTEJbHOE CYIIECTBOBaHNE
Ha KOe OOIIMPHBIX 3PO31il ¢ MOKHYIIIEH TTOBEPXHOCTHIO
CIIOCOOCTBYET MOTEPe XKUAKOCTU 1 Oeska. B ¢Bs13u ¢ atTiM
y OOJIbHBIX HAOJIIOMAETCSI 3HAYNTEIbHAS 3aIepKKa pocTa,
MOXeT pa3BUBaThcsl aHemus [8].

Bepudukanuss KIMHUYECKOTO AMarHo3a 6asupyercs
Ha u3yYeHMM aHamMHe3a (OJM3KOPOACTBEHHBIN Opak,
HaJIMuMe B CeMbE YKa3aHHOU MaTOJIOTUM), XapaKTepHOM
KJIMHUYECKO KapTUHE, TaHHBIX TOMOJTHUTEJIbHBIX J1a00-
paTOPHBIX MCCAEAOBAaHUI OMOMNTATOB KOXW: METOIO0M
CBETOBOW MUKPOCKOMUM, HETNPSIMON peakluyd HMMY-
HO(MII0OpeCeHIMNA M TPAHCMUCCUOHHON 2JIEKTPOHHOM
Mukpockonuu [9]. Bo3damMoxHO wHCIoOIb30BaHUE aMHM-
OTUYECKOM XUAKOCTU C 11-ii Hemean OepeMeHHOCTH
NI TEHETUYECKOW NMAarHOCTUKU, YTO TIO3BOJISIET Hau-
0oJsiee TOYHO OMpPENeSUTh TOATUIT BPOXICHHOTO Oyi-
JIe3HOro 3nuaepMoiusa. IlpeHaTanbHasi aUarHOCTMKA
B psijie cllydyaeB BO3MOXHA Ha OCHOBAHUU OMpeIeIeHUS
BBICOKMX YpOBHel a-¢erorporenHa Bo Il Tpumectpe
oepemeHHOCTH Y Matepu [10].

OCHOBHBIMU TIpDUHILIMIIAMU JICUEHUS] BPOXIEH-
HOTO OYJUIE3HOTO BMUAEPMOJIN3A SIBJISIIOTCS 3aMelleHNe
MOTepU TKAHEBOM KUIAKOCTU W UCIOJIb30BaHUE TIpera-
paToB, OOJAMAOIINX PAHO3AXMBIISIIOIIMM CBOWCTBOM.
C 21Ol 11e/IbI0 MCTIONB3YIOTCSI aTpaBMaTUYHbIE, acerl-
TUYECKUE, HENpUINTAIIMe MaTepuaibl B HECKOJIbKO
c/loeB NI O0ecriedyeHust JOCTAaTOYHBIX APEHUPYIOIINX
CBOMCTB M ycKopeHus1 anuTenusanuu. [lomumo cum-
MTOMATUYECKOTO JICUEHUS], KOTOpPOE IPAKTUKYETCSI
B Poccun, B pasnuuHbIX cTpaHaX aKTMBHO HW3ydaeTcsl
U BHEApSieTCs] MPOTEMHOBAs!, TeHHasl U KJIeTOYHasl Tepa-
nust. CooO1iaercst 00 ycremrHo nposeaeHHoi B 2017 T.
B ['epmMaHum TpaHCIIaHTalMM KOXW. PeGeHKy, 0oib-
HOMY BPOXIEHHBIM OYJUIE3HBIM 3TMUIEPMOJIU30M B TeUe-
Hue 2 JIeT, yaanoch 3aMeHUTh 80% MopakeHHON KOXU
Ha 3I0POBYIO TPAHCTEHHYIO KOXY, BBIPAIIEHHYIO 13 €ro
K€ KJIETOK, B KOTOpble Oblla BCTaBjieHa paboTarolas
Bepcust reHa LAMB3 [11].

ITaneHTH ¢ BPOXIAEHHBIM OYJIJIE3HBIM BTUACP-
MOJIM30M HYXJAlTCsI B aKTMBHOM JTMHAMUYECKOM
HaOJIOICHUU U JICUEHUU He TOJIbKO Yy JIepMaToJIOTOB,
HO W y NIPYyrux CIeUMaJTuCTOB, TaKUX KaK XUPYpPTH,
WMMYHOJIOTY, TaCTPO3IHTEPOJIOTH, TTeAUATPhI, O(PTalb-
MOJIOTU. YYWUTHIBasI aKTyaJbHOCTb OOCYXaaeMoi

MpoOIEMBI,
HaOJoIeHue.

Knunnyecknii ciydaii. JleBouka pomuiach OT Tep-
BOIl OEpeMEHHOCTH, TEPBBIX CPOYHBIX POIOB B 39 Henm
recranuu. bepeMeHHOCTh TIpoTeKaysa Ha (hoHE YTpO3bl
MpepbIBaHUS W paHHEro TOKCHWKo3a B | TpumecTpe,
OCTPOTO PECMMPATOPHOTO 3a00JIeBaHUS C BIU30I0M
runeprepmun 1o 38 °C, anemum 1-it crenenun. OxoJjo-
TUTOMHBIE BOIBI OBUTM CBETIBIMU. Macca Tea Tpu poK-
neHun coctaBmia 2640 r, OKpy>KHOCTb roOJIOBBI — 33 cM,
nmrHa tena — 49 cM. Ouenka no mkajie Anrap: 8 6auioB
B KOHILIe 1-#f MuHyTHI. [1pn poxkaeHUU COCTOSIHUE Olle-
HUBAJIOCh KaK TSIKEIOe 3a CYET MPU3HAKOB MOPaXKEHUS
KOXHBIX TTOKPOBOB. OTMeUaInuch 3pO3UBHBIE Oe(HEKTHI
Ha KHUCTSX, SI3BEHHO-HEKPOTUYECKUE YYaCTKU C OTCYT-
CTBMEM DBIUIEpPMIUCAa Ha 00euX TOJIEHAX, C TEePEeXOIOM
Ha cromnbl. UMenach TUCTpodust MBI TOJIEHU U CTOII.
Ha cnusucroit 060ji0uKke s3bIKa OTMEYEH €IMHUYHBIN
my3bIpb. [To IpyruM opraHaM M cucTeMaM OTKJIOHEHWIA
MPpU TTIEPBUYHOM OCMOTPE He BBISIBIIEHO.

PebGenok ObLT epeBeneH it 00cieJoBaHUs U Jieue-
HUS B OTOEJeHWe peaHUMalluM W WHTEHCHBHOW Tepa-
MUY HOBOPOXAEHHBIX, TJ¢ KOHCYJBTUPOBAH B TIEPBBIM
JeHb XW3HU XUPYProM, MHOEKIIMOHUCTOM, IepMaTo-
BEHEPOJIOTOM. BBl yCTaHOBJIEH TMAarHO3 «BPOXKIEHHBIM
OYJIJIC3HBII 3MUASPMOJIN3», YTO BITOCIICACTBUM OBLIO
MOATBEPKAECHO pe3yJbTaTaMU MOJIEKYJISIPHO-TeHeTUYe-
CKOM AMarHocTuku (BbIsiBIIeHA myTtauusi reHa LAMB3).
B ob1em aHanmmM3e KpoBH, TTPOBEICHHOM B TIEpBBIC THU
KU3HU, OTMevasicsli HeiTpoduie3. B Ouoxmmuueckom
aHalM3e KpPOBM YPOBHU ajJaHWHAMUHOTpaHChepasbl
coctapisiim 23,7 en/n, acrnapraraMuHOTpaHCcdepasbl —
60,9 en/m, obmwmit GuAMpyonH — 45,6 MKMOJb/J, TIpsi-
Moit OwnupyouH — 12,5 MkMoib/n, KpeatTuHuH — 70
MKMOJIb/JI, TJoKo3a — 3,38 MMOJIb/J1, O0IIMii GeoK —
46,2 r/a, moyeBnHa — 3,08 mmonb/n, C-peakKTUBHBIM
oemok — 1,28mr/a, mnpokaabuuToHMH — 0,5 Hr/m.
ITpu yabTpa3ByKOBOM MCCEIOBAHUY BHYTPEHHUX OpTra-
HOB BBISIBJICHBI TTPU3HAKU TUTTOKCHYECKON HedpomaTum.
Ilpu HeitpocoHOTpaUM BBIIBICHBI TUITOKCUYECKU-
WIIeMUYecKoe IopaxkeHue 1-i1 cTereHMn, CyOosmuHIe-
MaJIbHbIE KUCTHI C 00EMX CTOPOH, YMEpeHHasl TKaHeBasI
rutiepTeH3ust. [1o TaHHBIM 3XOKapauorpaduu, UMeNCh
OTKPBITOE OBAJIbHOE OKHO — 2,3 MM, OTKPBITHII apTepu-
aJIbHBII TTPOTOK — 2,4 MM.

B otnmenenun peaHMMalMM W WHTESHCUBHOM Tepa-
MUY HOBOPOXKIEHHOMY peOeHKY TTPOBEICHO Clieyloliee
JiedeHre: Te3MHTOKCUKAIIMOHHAs U aHTHOAKTepUabHast
Teparnuu, BBeeHWe BHYTPUBEHHOTO MMMYHOTJIOOYIMHA.
MecTHast Tepanusl BKJTIOYajia TEPEBS3KU C WCITOIb30-
BaHWEM aTpaBMAaTUYECKOTO TEPEeBSI30YHOTO MaTepuaia
(HeaAre3UBHBIX CUJTMKOHOBBIX M JIUTTUIHO-KOJUTOMIHBIX
MOBSI30K), MAHTEHOJ (cripeit). 3a BpeMsl JIeueHUsl TTOsIB-
JIEHWST HOBBIX YYaCTKOB OTCIIOMKU 3MUaAepMuca He ObLITO
nonymieHo. KoxXHbIe MpOosIBIEHUST TTOCTETIEHHO perpec-
CHpOBAJIM, OTMEYAJIOCh [UTUTENIbHOE 3aXKUBJICHUE MeXa-
HUYECKUX TIOBpEXXAeHU Ha Koxke. B Bospacte 3 cyr
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pebeHOK ObLT TIepeBeleH Ha CIIEMYIOIIMA dTall JIeYeHUs
u oOcienoBaHUsI B OTAEJIEHWE TaTOJOTMA HOBOPOX-
JIIEHHBIX OETCKOI OOJBLHUIILI, TIe OBbUIO YCIIEITHO IIpO-
IIOJDKEHO BBITTOJTHEHWE CXeMBbl JiedeHus. BwiOpaHHas
TaKTHUKa TIpuUBesa K 0J1arornojiydyHoMy pe3yiabTaTy, HOBO-
poxneHHast B 21-i1 eHb KM3HM OblJIa BBIITMCAHA JOMOI
moJ, HaOJIIoIEHe YYaCTKOBOTO MeauaTpa M 1epMaToBe-
Heposora. Ha MOMEHT BBIITMCKM OTMEYAJIach ITOJIOXKM-
TeJIbHAasl IWHAMHMKa KOXKHOTO IIpolecca: 3aKMBJIEHUE
MOBPEXIECHUIT U OTCYTCTBUE ITOSIBICHUSI HOBBIX BBICHI-
nanuii. C pogutensiMu pebeHKa Tiepel BBITMCKON Mpo-
BelIleHO 0OyueHre Mo OCOOEHHOCTSIM yX0/1a 32 HOBOPOX-
JIEHHBIM.
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