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Kniouesvie cnosa: nacieocmeaentulil 0)11€3HbIUL SNUOEPMOIU3, IMUOIO2US, NAMOSEHES.

Peztome. B cmamve paccmompenvl OanHble 0 HACIe0CMBEeHHOM Oyané3nom snuoepmonuse (HbBD):
IMUOJIoCUA, NAMOCEHES, maccuqbukauuﬂ, Haubonee yacmo ecmpedaroujuecst d)Oprl, MOJIEKYNIAPHO-
ceHemudecKkue, 6MOXMMMV€CKL!€, namomoquozzozuqecmte ocobennocmu 3a001e6aHUA.

Resume. The article considers the data on hereditary bullous epidermolysis (HBE): etiology,
pathogenesis, classification, the most common forms, molecular genetic, biochemical, pathomorphological
features of the disease are considered in the article.

AKTYaJIbHOCTB. byJUIE3HBIN SIIUAEPMONIN3 — 3TO IPYyNIa PEAKUX HACIEACTBEHHBIX
IFEeHETUYECKUX  3a00JeBaHUIl  KOXHM, OOYCJIOBJIEHHBIX MYTalUsSMU psia TEHOB,
OTBETCTBEHHBIX 32 CHHTE3 CTPYKTYpHBIX O€NKOB KOXHU. {51 3a0oneBaHusi xapakTrepHa
CKJIOHHOCTb KO>KH M CIIM3UCTBIX 000JI0UEK K 00pa30BaHUIO My3bIPEil, MPENMYILIECTBEHHO Ha
MECTaX HE3HAYUTEIBbHOIO MEXAaHWYECKOI'O BO3JACHCTBHs, BCIECACTBUE HApYIICHUA
MEKKJICTOUHBIX CBSI3€H B SMUACPMUCE WIM JIEPMOSMUICPMAILHOM coenuHeHuu [1-3].
[Ipobiema HacneacTBeHHOro OyiiesHoro snuaepmosn3a (HBD) mo wHacrosmuii aeHb
ABJISIETCS TUIOXO M3YYEHHOM M3-3a KpallHe OrpaHWYeHHON MHGOpMALMKU B JUTEPATYPHBIX
MCTOYHUKAX, HENOCTAaTOYHO M3YYEHHBIX METOAAaX JHWAarHOCTUKH W JICYCHUS.
XapakTepusyeTcs TAKEIBIM TEYEHUEM, MHBAJIMIHOCTHIO M BBICOKOU JIETABHOCTHIO [ 1, 2, 6,
9, 10].

Hean: Onpenenuts COBpeMEHHbIE 0COOCHHOCTH 3THOJIOTHH U nlaTorene3a HBD.

3apaum: 1. M3yunts u 00001IUTH TUTEPATYpHBIE JTAHHBIE, CBA3aHHBIE C BOIIPOCAMHU
stuonoruu u naroreHeza HBD; 2. Onpenenuts 4acToTy pacnpoCTPaHEHHOCTH PA3IMYHBIX
dbopm HBED; 3. BeISICHUTE 4acTOTY BCTPEUaEMOCTH COMYTCTBYIOIIEH MATOJIOTUU OPTaHOB U
cucteM y nanueHToB ¢ HBD.

Matepunan u Metoabl. [Ipu BeinogHeHUH pabOThl UCHOJIB30BATNCH OOIIEHAYUHBIE
METO]Ibl 0030pa, aHaIK3a U 0000IIEHNS COBPEMEHHBIX JIMTEPATYPHBIX JaHHBIX U HAYYHBIX
crateit mo HBD, a Taxke mpoBeneH aHaiM3 KIWMHUYECKHX JTaHHBIX WCTOpUN Oosie3HEH
nanreHToB ¢ HBD Ha 6azax: V3 «l'opoackoil KIMHUYECKUN KOXKHO-BEHEPOJOTHUUECKUN
nucriancep», Y3 «MHUHCKHM 007aCTHOM KOKHO-BEHEPOJIOTHYECKUN aucnaHcepy», Y3
«MoruneBckuil 00JIaCTHOM KOXHO-BEHEPOJOTUYECKUN aucnancepy, Y3 «Burtebckuii
00JIaCTHOM KIIMHUYECKUM EHTP AEPMATOBEHEPOJIOTMH U KOCMETOJIOTUM» 3a nepuoz ¢ 2012
o 2019 rr.

Pesyabrarel m ux o0cyxnaenue. HbD — rpynma reHeTnyecku M KIMHUYECKH
reTepOreHHbIX 3a00JeBaHUM, XapaKTEepHU3yroIascs o0pazoBaHUEM Iy3bIpell U 3pO3uil Ha
KOXE€ U CIM3UCTBIX O000JI0UKaX, MNPEUMYUIECTBEHHO Ha MECTax HE3HAYUTEIbHOTO
MEXaHMYECKOTO  BO3JEHCTBUS  («MexaHOOysuie3Hass  OOJie3Hb»,  HACJIEICTBEHHAas
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my3bIpuaTka), B TPOCTOHApoabe — «Oone3np Oaboukm» [2, 3]. Cpemnss
pactpoctpaneHHocTh HBD B Mupe coctasnser 1,7 Ha 100 Thic. Hacenenus. Oaun u3 227
YeJIOBEK MMEET MyTallMI0 B reHe, oTBevaroieM 3a pazsutrue HbBD. O6a nona nopaxatorcs
onnHakoBo [4, 7]. Hacnengyercs HBD kak 1o ayTocCOMHO-IOMHUHAHTHOMY, TaK ayTOCOMHO-
peueccuBHoMy Tunmy. HBD — rpynma 3abosneBaHuid, mpu KOTOPHIX MyTalluu SBISIOTCS
OCHOBHBIM 3THOJIOTHYECKUM (DAKTOPOM: MUCCEHC-MYTallii, HOHCEHC-MYTallUU, JEICIHH,
MyTalMd pPaMKW CUMTBIBAHWSA, WHCEPLUHUHM, MYyTallUM CalTa CIUIAMCUHTa, MOJYallue
MyTallMu. Y CTaHOBJIEHO, YTO MyTallud B OCHOBHOM TipoucxoasaT B reHax: KRTS, KRT14,
DSP, PKP-1, PLEC, ITGAG, ITGB4, LAMB3, LAMA3, LAMC2, COL17A1, COL7Al n
KINDI, koTopsie OTBeYaloT 3a CHHTE3 OENKOB: KepaTHUH 5, KepatuH 14, necMOIUIaKkuH,
wiakouiuH |, miekTuH, uaTerpud a6B4, namuaud 332, komnaren 17-ro Tuma, KojiareH
7-ro tuna, kuaauH 1. edext Toro uiam uHoro Oenka u Oyaer onpenensts popmy HBD
(Tabmuma 1) [5].

Ta6u. 1. ['ensl, mogBepraronmecs: MyTaIysaM, Pu pa3HbIX Gopmax OyUIe3HOT0 AMUACPMOITU3A

OcHoBHBIE TUNIBI BD OcHoBHbBIe noaTHIEI BD I'enbl, kogupyomme  Oeaku-
MHIIEHN
[Tpocroii B2 CymnpabazanbHbIit PKP1 (mrakodpuminn-1)

DSP (necmoruiakun)
Bo3moxHO npyrue

bazanbHbIit KRTS5 (kepatun 5)
KRT14 (kepatun 14)
PLECI (mnexTun)
ITGAG

ITGB4 (0634 unTeprun)

[Torpannunsiii B2 TUI X EpIUTI] LAMA3
LAMAB3 LAMC2 (namuHuUH -—
332)

IpYTHE TUIIBI LAMAS

LAMAB3

LAMC2 (namunus — 332)
COLI17A1 (xomnarex 17 tum)

ITGAG
ITGB4 (a6p4unteprun)
Huctpoduueckuii b3 JomunanTHseiit JIbD COL7A1 (xonnaren 7 Tuma)
Peneccusnsiii JIB9D COL7A1 (xonnareH 7 tuna)
Cunapom Kunanepa KINDI1 (xkunpmuH-1)

HBDS nenutcs Ha 4 OCHOBHBIX THIIA: IPOCTOM, MOTPAHUYHBIA, TUCTPOPUISCKUN H
cugpom Kunmnepa. JlanHoe paszneneHue NOPOUCXOAUT B 3aBUCUMOCTH OT YPOBHS
oOpa3oBaHusI My3bIPEH B CIIOSIX KOXKH Ha YIbTpacTpyKTypHOM ypoBHE. [lepBrix 3 Tuna HBD
MO/Ipa3/ieNieHbl €Ile Ha TOJTHUIIbI, KOTOPHIX BhImeNeHO Oosiee 30 B 3aBHCHMOCTU OT
PACIIOJIOKEHUS B KOXKE CTPYKTYPHOTO JIeeKTa U UMMYHOTUCTOXUMUYECKHUX JaHHBIX [2, 3].

3a nepuon ¢ 2012 nmo 2019 roga Ha 6aze Y3 «I'opojickoil KIMHUYECKUN KOXXHO-
BEHEPOJIOTMUECKUH TMCIIaHCcep» ObLIO 3aperucTpUpoBaHoO 15 manneHTos (46,7% MyKUUHBI
n 53,3% >xeHmuubl); Ha 0aze Y3 «MUHCKUN 00JaCTHOM KOXHO-BEHEPOJOTHUECKUN
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aucnaHcep» ObUTo 3aperucTpupoBaHo S5 manueHToB (60% myxuwH U 40% >KEHIMH); Ha
6aze Y3 «MuHckuii 007acCTHOM KOXXHO-BEHEPOJOTHYECKH AucrmaHcep»  ObLIo
3apeructpupoBaHo 5 nanueHtoB (60% wmyxuuH u 40% sxeHmuH); Ha 0a3e Ha 6aze Y3
«Butebckuii 00J1aCTHOM KIMHUYECKUNW LIEHTP JAEPMATOBEHEPOJIOTMH M KOCMETOJOTHUM»
OBLIIO 3aPETUCTPUPOBAHO 8 MaUEHTOB (62,5% MyxuuH U 37,5% KSHIIHH).

Pacnipoctpanennocts paznuunbix hopm HBI: npocras — 27%; auctpoduyeckas —
16,2%; neycranoniennas — 56,8% (puc. 1). (pucyHok 1).

H [MpocTaAd
B [Iuctpodunyeckan

B HeycTaHOB/EHHaA

Puc. 1 - PacipoctpaneHHocTs pa3muuHbix popm HBD y 00ciie1oBaHHBIX MAIMEeHTOB 3a repuos ¢ 2012
o 2019 rr.

VY nanuentoB ¢ HBD ywactora BcTpeyaeMOCTH CONMYTCTBYIOIIEH MTATOJIOTUHA OPTaHOB
U CHUCTEM CcCleayluias: MNopaxkeHue mnonoctu pra — 89,1%, marosiorus xKemyaodHO-
kummegHoro Ttpakta (KKT) — 86,5%, ckenerHo-mbimieunbie aehopmaruu — 70,3%,
MOpa)KeHUE CepACYHO-COCyaAUCTOM cuctemMbl — 40,5%, maToa0THs MOYEIIOJIOBON CUCTEMBI —
40,5%, nopaxenue Horteu u Bojoc — 35,1%, natonorus JIOP-opranos — 27%, nopaxxeHue
rima3 18,1%. (pucyHnox 2).
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Puc. 2 — Yacrora BcTpeuaeMOCTH CONYTCTBYIOLIEH MaTOJIOrMK OpraHoB U cucteM y nauuentos ¢ HBO 3a
nepuoj ¢ 2012 mo 2019 rr.

BoiBoabi: 1. Bonpocsl aTnonorun u natoreHesa HbD mo-npeskHeMy ocTaroTcs 10
KOHIIAa HE U3yYEHHBIMH, B OCHOBE pa3BuTusi HBD nexar paznuynoro poaa myrauuu. Jomns
MAlMEHTOB C HEYTOYHEHHOM KinHu4Yeckoi popmoit HbD cocrasisier 57 %. 2. [lopaxenus
nonoctu pra, ciauzuctor 00osouku KKT u ckeneTHO-MBIIIEYHON CUCTEMBI SIBISIOTCS
HanOoJIee 4acTO BCTPEUAeMoOil ComyTCTBYOIIeH naronoruei npu HBD.
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