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Pe3tome. B craThe paccMOTpeHBI JaHHBIE O HACIEACTBEHHOM Oyiésnom snuaepmonuse (HBD):
ATHOJIOT WS, TATOTEHE3, Kiaccu(uKaius, Hanboee 4acTo BCTpeyaronrecs: (GopMbl, MOJIEKYIISIPHO-TEHETH-
YCCKUC, 6I/IOXI/IMI/I‘IGCKI/I6, HaTOMOp(I)OHOFI/I‘{eCKI/Ie 0COOEHHOCTH 3a00JIEBAHMUS.

KuioueBble cj10Ba: HACJIEICTBEHHBIN OYIIJIC3HBIN ATTUAECPMOIIU3, STHOJIOTHS, TATOTEHE3.

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

Keywords: hereditary bullous epidermolysis, etiology, pathogenesis.

AkTyanabHocTh. [Ipobrema HBD no Hacrosuuit 1eHb SIBISETCS TUIOXO M3YUYEHHOM
M3-3a KpallHe OrpaHUYeHHON WHMOPMAIUU B JIUTEPATYPHBIX UCTOYHUKAX, HEJOCTATOYHO
M3YUYEHHBIX METOJaX JUATHOCTUKH U JICUCHUS. XapaKTEPU3YETCsl TAKEIbIM TEUYEHUEM, UH-
BaJIMIHOCTBIO U BBICOKOM JIETaIbHOCTHIO [1].

Leanb: onpeaenutb COBpEeMEHHbIE 0COOEHHOCTH 3THOJIOTUH | matoreHeza HBD.

Marepuan u Metoabl. [Ipu BbimoSHEHUH paOOTHI UCTIOJIH30BAIUCH OOIIEHAYYHBIE
METO/bl 0030pa, aHamu3a U 0000IIEHNs COBPEMEHHBIX JINTEPATYPHBIX TAHHBIX U HAYYHBIX
crateid mo HBD, a Takke mpoBejieH aHaIN3 KIMHUYECKUX JTaHHBIX UCTOPUM Oosie3Hel ma-
uueHToB ¢ HBD Ha 6a3ax: Y3 «l'opoackoil KINIMHUYECKUN KOKHO-BEHEPOJIOTUUECKHM AMC-
nancep», ¥3 « MUHCKHI 00JaCTHOM KOXKHO-BEHEPOJOTHUECKUN aucmaHcepy, Y3 «Moru-
JIEBCKUM 00JIACTHOM KO>KHO-BEHEPOJIOTHYECKUM nucnaHcepy, Y3 «Buredckuit obmacTHOM
KIIMHUYECKUM LIEHTP J€PMAaTOBEHEPOJOTHH M KOCcMeTonorum» 3a nepuox ¢ 2012 mo 2019
IT.

Pe3yabTartsl u ux oocyxaenue. HBD — rpynna reneTuuecku v KIIMHUYECKU TETEPO-
TeHHBIX 3a00JIEBaHUI, XapaKTepU3YIOMascs 00pa30BaHUEM ITy3bIpei U dpO3Uil Ha KOXKE U
CIIM3UCTBHIX 000JI0YKaX, MPEUMYIIECTBEHHO Ha MECTaX HE3HAYUTEIHHOTO MEXaHUYECKOTO
BO3JICUCTBHS («MexaHOOyIIe3Hasi 0O0JIe3HbY, HACIEACTBEHHAS My3bIpUaTKa), B MPOCTOHA-
ponbe — «Oone3nb 6abouku» [2]. Cpenusis pacnpoctpanenHocts HBD B Mmupe cocrapiser
1,7 na 100 toIc. HaceneHud. OnuH u3 227 4eI10BEK UMEET MyTaIlUIO B T€HE, OTBEUAIOLIEM 32
pa3zsute HBD. O6a nona nopaxarorcst onuHakoBo. Hacnenyercs HBD kak mo ayTocoMHO-
JTOMHHAHTHOMY, TaK ayTOCOMHO-peneccuBHoMy Tuny. HbD — rpynma 3aboneBanuii, npu
KOTOPBIX MyTallUU SBJISIOTCS OCHOBHBIM 3THOJOTHYECKUM (DaKTOPOM: MUCCEHC-MYTaIluH,
HOHCEHC-MYTallMM, AENEUUU, MYTAllUM PaMKW CUMTBIBAHUSA, UHCEPLUUU, MyTallUU caiTa
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CIUTAMCHHTA, MOJTYAIIE MYTAIMH. Y CTAHOBJIEHO, YTO MYTAIlMX B OCHOBHOM MPOUCXOMSAT B
reHax: KRT5, KRT14, DSP, PKP-1, PLEC, ITGAG, ITGB4, LAMB3, LAMAS, LAMC2,
COL17A1, COL7A1 u KIND1, koTopsie OTBEUarOT 3a CUHTE3 OCJIKOB: KEpaTHH S5, KEpaTHH
14, necmomuiakuH, iakowivH |, iekTuH, uHTErpuH 06B4, tamunun 332, koyutareH 17-
ro TUIa, KoJulareH 7-ro tuna, KuHaIuH 1. JlepexT Toro wim nHoro 6enka u OyAeT ornpee-
a1tk hopmy HBD (Tabmuma 1) [3, 4].

Ta6.. 1. ['ensl, moaBepraromumecs: MyTalysM, IpU pa3HbIX Gopmax OyJUIe3HOTO SMUAECPMOIH3A

OcHoBHbIe THIEI BO OcHoBHbIe noaTuIlsl bO I'ensr, xomupyromue O€ITKU-MH-
LIEHU
IIpocroii D Cympaba3aibHblit PKP1 (mumakodumima-1)

DSP (necmornakus)
Bo3moxHO npyrue
bazanbHbIit KRTS (kepartun 5)

KRT14 (kepatun 14)

PLECI (mnexTun)

ITGAG

ITGB4 (0634 nnteprun)
[Torpannunsiii bO TUTT XEPIUTI] LAMAS3

LAMAB3 LAMC2 (namMuHMH —
332)

JpyTU€ TUIIbI LAMA3

LAMAB3

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

ITGAG
ITGB4 (06B4unTeprux)
Huctpoduueckuit B3 JomunantHseiit JIbD COL7A1 (xomnnareH 7 Tura)
Peneccusnsiii JIBD COL7A1 (xonnareH 7 Tuna)
Cunapom Kunnnepa KIND1 (kusmmuH-1)

HBD nenutcs Ha 4 OCHOBHBIX THIIA: MPOCTOM, MOTPAHUYHBIA, TUCTPOPUUECKUN U
cunapoM Kunmniepa. JlanHoe paszzaesieHre IPOUCXOIUT B 3aBUCUMOCTH OT YPOBHS 00pa3o-
BAHUS ITy3bIPEU B CIOSIX KOXKH Ha yIbTPaCTPYKTypHOM ypoBHe. IlepBbix 3 tuna HbO non-
pazziesieHbl enle Ha MOATHIIbI, KOTOPBIX BblAENeHO 0ojee 30 B 3aBUCUMOCTH OT pacIoyioxke-
HUS B KOXKE CTPYKTYPHOTO JiepekTa U UMMYHOTUCTOXUMHUYECKUX JaHHBIX.

3a nepuon ¢ 2012 o 2019 rona Ha 6a3ze Y3 «'opoickoii KIMHUYECKUA KOKHO-BEHE-
POJIOTHUYECKHI AucHaHcep» ObUIO 3apeructpupoBaHo 15 manueHToB (46,7% MyXYUHBI U
53,3% sxeHmuHbl); Ha 6a3e Y3 «MuHCKHI 00J1aCTHON KOXKHO-BEHEPOJIOTHICCKUM THCTIaH-
cep» ObLI0 3aperucTpupoBano 5 marueHToB (60% MyxunH 1 40% xeHwH); Ha 6aze Y3
«MuHCcKul 00JJaCTHOM KOKHO-BEHEPOJIOTHUSCKHUI JUCTIAHCEP» OBLIO 3apEeTHCTPUPOBAHO 5
naiueHToB (60% myxuuH u 40% >xeHIuH); Ha 0aze Ha 0aze Y3 «Burebckuii obmacTHOM
KJIIMHAYECKUM LIEHTP JAEPMATOBEHEPOJIOTMH U KOCMETOJOTUM» OBLIO 3apEerMCTPUPOBAHO 8
nauueHToB (62,5% myxxuuH u 37,5% >KeHILUH).

Pacnpoctpanennocts paznuunbix popm HBD y nccnenyempbix naiueHToB ObLia crie-
ayromieii: mpoctas — 27%; muctpoduyeckas — 16,2%; neycranosienHas — 56,8%  (pucy-
HOK 1).
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M [pocTaa
m uctpoduyeckan

HeycraHoBneHHaA

Puc. 1 — PacripocrpaneHHOCTh pa3nnyabix popm HBD y 00cnenoBaHHBIX AarueHTOB 3a nepuoy ¢ 2012
o 2019 rr.

V¥ nanuentoB ¢ HBD yvactora BcTpeyaeMOCTH COMYTCTBYIOIIEN MATOJIOTUU OPraHOB
Y CUCTEM CJIEAYIONIasi: MOpa)KeHHe monoctu pra — 89,1%, naTosorus xeinygo4HO-KUIIEY-
Horo tpakta (OKKT) — 86,5%, ckenerHo-mbimeuynsie aedopmanuu — 70,3%, nopaxeHue
cepaeuHo-cocyaucTon cuctemsl — 40,5%, matosiorus MouenosioBoit cucremsl — 40,5%, mo-
paxxkeHue Horrer u Bojioc — 35,1%, matonorust JIOP-opranoB — 27%, nopaxkeHue rias
18,1%.

3akurouenue. Borpocsl aTrosiornu n natorene3a HbD mo-npexneMy ocraroTcs 10
KOHIIa HE M3YYEHHBIMH, B OCHOBE pa3BuTusa HbBD nexar paznuunoro pona myrauuu. Jons
MAalMEeHTOB C HEYTOUHEHHOU KinHu4ecko popmoit HBD cocrasmser 56,8%. Ilopaxenus
nonoctu pra, ciauzuctor 00osouku KKT u ckeneTHO-MBIIIEYHON CHCTEMBI SIBISIOTCS
HanOoJIee 4YacTO BCTPEUaeMoOil ComyTCTBYOIIEeH narosorueit mpu HBD.

HNudopmanus 0 BHeApeHNH pe3ybTATOB Hccae 0BaHus. [1o pe3ynbraTaM HaCTOSIIETO UCCIe-
JIOBaHUs ONyOJIMKOBAHO 5 cTaTeil B COOPHUKAX MaTEepHalioB, | T€3UC JTOKIJIAI0B, TOJYUYEHO 2 aKTa BHEIpE-
HUS B 00pa3zoBaTesbHbIHN npoliecc (kadeapa naTonorndeckoi GuU3noaorum 1 kadeapa KoKHbIX U BEHEpU-
yeckux Oosie3Hel yupexaeHus o0pa3oBanus «beropycckuil rocyjapcTBEHHbIN MEIULIMHCKUNA YHUBEPCH-
TET).
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