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Pe3rome. [Ipedcmasneno onucanue pedko2o 3a001e6anus 0Jis Hauel CMpansbl — HACIe0CMEEHHO20
oynnesnoeo snuoepmonusa. Ilpusedena eco coépemennas Kiaccugpukayus, paccMOmpeHr CO8PeMeHHble
npedcmaeﬂesz 0 Haubonee yacmo ecmpedaroumuxc qbopmax, MOJIEKYIIIDHO-2eHemuvecKue, ouoxumuye-
CKue, namoxwopgbo;zoeuuecxue ocobennocmu 3a001e6aHusl.

Knirouesnie cnosa: naciedcmeaennuiil OyiiesHulll SNUOEPMONU3, NPOCIOLL OYLIe3HbIL INUOEPMONU3Z,
oucmpoghuueckuti Oyne3Huvlll SnuUdepmonus, cunopom Kunonepa.

Resume. The article presents a description of an inherited disease for our country, hereditary
bullous epidermolysis. Its modern classification, discusses the modern concepts of the most common
types, the molecular genetics, biochemical and pathomorphological features of the disease.

Keywords: hereditary bullous epidermolysis, epidermolysis bullosa dystrophica, epidermolysis
bullosa simplex, Kindler’s syndrome.

AKTyaJIbHOCTb. MaciTalbl JaHHOK MPOOJIEMBI TIJI0X0 W3YUYEHBI M3-3a HEJIOCTATO4-
HOM MH(POPMHUPOBAHHOCTH MAIIMEHTOB U MX POJUTENEH, a TaKKe MEIUIIMHCKOTO TIepCOHa-
Ja, paboTaloIIero ¢ HOBOPOXKACHHBIMU. He CcylliecTByeT eIMHOro moaxoa B TUAarHOCTHKE
U JICUCHUHU OYJUIC3HOTO SIHACPMOJIN3a B €r0 OCIIOKHEHUM, YTO TaK)Ke OKa3bIBaeT HeOJa-
TONPUSITHOE BO3/ICHCTBUE HA CUTYAIIUIO.

Heab: O600muUTh UTeparypHbie Janubie 1o HBD, onpeaenuts cCOBpeMEeHHBIE 0CO-
OESHHOCTH €ro 3THOJOTHMH M ITaTOreHe3a.

3agaun:

1.Mcnonib3ysi JaHHBIE JIUTEPATYPhl U3YUYUTh 3THOJIOTHIO, MATOT€HE3, KIMHUYECKUE
dbopmbr HBD.

2. [Ipoananu3upoBaTh OOIUH aHAIN3 KPOBU U MOUYH, OMOXUMHYECKUM aHAJN3 KpPO-
BM Y JIAaHHBIX TAIIUEHTOB.

3. M3yunTh BCTPEUAEMOCTh PA3JIUYHBIX MTATOJOTUN OPTaHOB U CHUCTEM.

4. ITpoBecTH CTaTUCTHYECKYIO 00PabOTKY MOJYYEHHBIX PE3YIbTATOB.

Martepuai u Metoabl. [Ipy BeImosHEHUH pabOTHI UCIIOIB30BAIUCH OOIICHAYYHBIE
MeTOJIbI 0030pa, aHaIM3a U 000OIICHUS COBPEMEHHBIX JINTEPATYPHBIX JaHHBIX M HAYYHBIX
crateri mo HBD, a Takyke mpoBeieH aHaIM3 KIMHUYECKUX JTAaHHBIX UCTOPUM OoJie3Hel ma-
nueHtoB ¢ HbD Ha 6aze Y3 «I'opojckoil KIMHUYECKUNA KOKHO-BEHEPOJIOTUUECKUN JTHC-
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nancepy» 3a nepuos ¢ 2008 mo 2015 rr.

Pe3yabtarsl u ux odcy:xknenue. Cpennsisi pacnpoctpaneHHocts HBD B Mupe co-
crasuseT 1,7 Ha 100 Thic. Hacenenusa. OauH u3 227 4eI0BEK UMEET MyTAIUIO B T€HE, OT-
BeuaronieM 3a pazsutue HbBD. Ob6a nona nopaxatorcs onuHakoBo. Hacnenyercst HBD kak
[0 ayTOCOMHO-JJOMUHAHTHOMY, TaK ayTOCOMHO-peliecCuBHOMY TuIly. HacienacTBeHHbIN
b3 — rpymma 3a6o1eBanHnil, TPH KOTOPBIX MYTAIHH SIBJISIOTCS OCHOBHBIM 3THOJIOTHIECKAM
(haKTOpOM: MHCCEHC-MyTaIlii, HOHCEHC-MYTAIllH, JCICINH, MyTallu¥ PaMKH CUYHTHIBA-
HUSI, THCEPIIMHU, MyTalluM CaliTa CIUIACUHTa, MOJTYAIllME€ MYyTalluU. Y CTAHOBJIEHO, YTO MY-
tanuu B ocHOoBHOM mipomcxomsaT B reHax: KRTS, KRT14, DSP, PKP-1, PLEC, ITGAG,
ITGB4, LAMB3, LAMA3, LAMC2, COL17A1, COL7A1 u KINDI, koTopbie OTBEYaIOT
3a CUHTE3 OENIKOB: KepaTuH 5, kepaTtuH 14, gecMoriakul, miakobuind |, niekTuH, HHTe-
rpuH 06P4, namuauH 332, koyutareH 17-ro tuma, Kojuiared 7-ro tumna, kuaaauH 1 [1,4].
Hedekt Toro uiam uHoro 6eska u oyaet onpeaensats popmy HBD (tabnuma 1).

Tabauya 1. I'enbl, noaBepraromyecs MyTalusM, TPy pa3HbIX hopMax OyIIe3HOro SMUIEPMOIIN3a

OcHoBHBIE THIIBI BD OcHoBHBIC MoATHIEI BD I'ennl, KoAMpYyoumue 0eJIKH-
MMIIIEHH
[Tpocroii B3 (I1B2) Cynpaba3anbHblit PKP1 (mrakodpuminn-1);

DSP (necmonuiakun);
Bo3MoxHO npyrue.
ba3zanbHbIi KRTS (xepatun 5)

KRT14 (kepatun 14)

PLECI (miexTun)

ITGAG

ITGB4 (0634 nnTeprun)
[Torpanuunsiii B2 (ITob2) | Tun Xepauri LAMA3

LAMAB3 LAMC2 (namununs — 332)
JIPYTUE TUIIBI LAMAS3

LAMAB3

LAMC?2 (namunus — 332)
COL17A1 (konnarex 17 tun)

ITGAG

ITGB4 (a6p4unteprun)
Juctpoduueckuii b3 | lomunanTheii IbD COL7A1 (xonnareHn 7 Turma)
(AB2) Peneccusnsiii JIBD COL7A1 (xonnareH 7 tumna)
Cunnpom Kuniepa KIND1 (kunmumH-1)

HBD nenutcsi Ha 4 OCHOBHBIX THUIIA: IPOCTOM, MOTPAHUYHBIA, TUCTPOPUUCCKUN U
cunapom Kunmiepa. JlanHoe pasneneHne npoucxXoauT B 3aBUCUMOCTH OT YPOBHS 00pazo-
BaHUS Iy3bIPEN B CIOSIX KOXKHU Ha yJIbTPacTpyKTypHOM ypoBHe. IlepBbix 3 Tuna HBO noxa-
pas3JiesieHbl elle Ha MOATHUIIBI, KOTOPBIX BblaeNeHo Oojee 30 B 3aBUCMMOCTH OT Pacrojio-
KEHHSI B KOJKE CTPYKTYPHOTO J1e(heKTa U UMMYHOTHUCTOXUMUYECKUX JaHHBIX [4].

IIpocroii Oy/i1e3HbIN IMUACPMOJIN3
JlaHHbIM TUN OYJI€3HOTO AMUACPMOIIN3a ASIUTCA Ha 2 OONbIINE TPYIIbI: JIOKAIHU-
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30BaHHBIN U TeHepaiu30BaHHbIN. [Ipu okanu3oBaHHOU dopMe (paHee U3BECTHAS Kak 0o-
ne3nb Bebepa-Koxkelina) my3bipu o0pa3yroTcs Ha KUCTSIX U cTomnax. [lepBble KIMHUYECKHE
MIPU3HAKH TIOSIBISIIOTCS B TIEPHO]T TTOJIOBOTO co3peBanus. Ho mpu manHOM Gopme 3aboie-
BaHUs B MJIQJICHYECTBE HA CIU3UCTON 00O0JIOUKE MOJOCTU PTa MOTYT BO3ZHMKATh OECCUMII-
TOMHBIE Iy3bIpU U 3po3ud. [loaTOMYy nepuonuyeckn HEOOXOOUMO OCMATPUBATH CIIU3H-
CTYIO 000JIOUKY pTa MJIa/ICHIIEB.

['enepanu3oBanHbie (POPMBI PA3AENAIOTCA HA 2 TOATPYHNBl — TeprneTu(OpPMHBIN
Oymnesnbiit anuaepmonn3 (Dowling-Meara) u HereprnetudopMHBIil OyIae3HbIN dnuaep-
momm3 (KeOuepa). Ilpu mepBoit (opme 3abosieBaHUS IMy3bIPH PACIIONAralOTCs B BHIC
rpymi, a npu BTopoi ¢popme Takoil ocobeHHocTH HeT. Ene o/lHO BaKHOE OTIMYHE ITUX
IBYX MOATHUIIOB TO, YTO MpHU OysuiesHoM snuaepmonnse KeOHepa, Kkak mpaBuiio, KUCTU U
CTOIIBI HE mopakarorcs, a npu Dowling-Meara, Ha060pOT, Iy3bIPpH €CTh, NMPAKTUUYECKH
BCEI/1a, KaK Ha KHCTAX pyKax, Tak U Ha ctonax. [Ipu Oymieznom snuaepmonuse Dowling —
Meara xapakTepeH 3HaUUTENbHBINA PUCK Pa3BUTHUS paka KOXKH, Ipy OyJIII€3HOM 3IHIEPMO-
mn3e KebHepa puck pa3BuTHs paka MUHMUMaieH. Munnymel, oOpa3oBaHue pyOIlOB, a Tak-
K€ MOBPEKJCHNUE HOTTE OOBIYHO HE XAPAKTEPHBI I POCTOro OYIJIE3HOTO 3MHUIEPMO-
m3a.

HHorpanu4Hslil 0yJU1e3HBIN dNUACPMOJIN3

Kak ObUIO OTMEYEHO BBIIIE, OCHOBHBIM XapaKTEPHBIM MPU3HAKOM JTaHHOM (POPMBI
3a00eBaHusl SIBISIETCS HapylleHue sManu. /laHHad rpynmna OyJuIe3HOTO 3MUAEPMOJIU3A
CTOMT Ha TPaHUIIE MEXIY MPOCTHIM U AUCTPOUYECKUM OyIIe3HBIM 3nHiepMoiin3oM. [o-
IPaHUYHBIN OYJUIE3HBIA SMUAEPMOJIN3 JIEIUTCS HAa 2 OCHOBHBIX MOATHMNA: ['epiutuan u
He-TI'epautna. [Ipu o6enx dopmax 3abosieBaHusl My3bIpH MOSBISIOTCS HA JIIOOOM y4acTKe
KOXXH, U OOBIYHO 3aXBaTHIBAIOT OOJIBIINE TIO TIJIOMIAIU Y4acTKu Koxu. [Ipu atux dopmax
OyJUJIE3HOTO SMUAECPMOJIN3a OYEHb YaCTO BO3HUKAIOT BHEKOYKHBIE OCJIOXKHEHHUS — MUKPO-
cTOMUs (CyKEHHE POTOBOTO OTBEPCTHUS), AaHKUIIOTJIOCCHS (IpUpAcTaHHE SA3bIKA K HUKHEH
IIOBEPXHOCTH pPTa), aHEMUS, CY>KEHUE MMUILEBOA, TOPAXKEHUS IJ1a3, CYKEHUE U 3aKyIIOpKa
BEPXHUX JbIXaTEJbHBIX MyTeH, 3a7epxKa pa3Butus. OCHOBHOE OTJIMUUE MEXAY (popmamu
MOTPAHUYHOTO OYJUIE3HOTO SIMUAEPMOJIM3a 3aKII0YaeTcsl B TOM, YTO moAatun [epiurtia
uMeeT 0oJiee TSKENoe TEUeHHE U Yalle NPUBOJIUT K CMEPTH.

JAucrpopuyecknid Oy/u1e3HBIM IMUIEPMOIH3

JanHnas rpynna OyJie3HOro SMUAEPMOJIN3a B 3aBUCUMOCTH OT THIIA HACJEI0BAHUS
JENUTCS Ha JIOMUHAHTHBIN U perieccuBHBIN noatunsl. [Ipu nanusix Gopmax 3aboneBaHus
MOpakeHUsl KOXKU MOSBISIOTCS cpa3y mocie poxiaenus pedenka [3]. [ly3pipu 3aHMMaroT
OonpiMe no miomanu ydactku. Co BpemMeHeM (QOpMHUPYETCS MUIUYM, aTpoPpUUecKue
pyOI11b1, opaxenus: Horre. [loBTopsronMecs BBICHITIAHUS MTy3bIPEi, a 3aTeM 00pa30BaHue
9PO3UM MUIIEBOJA MPUBOJAT K CHWIBHOMY HApYyLIECHUIO TJIOTaHMS, a 3aT€M K CYXEHHIO
nunieBojga. OCHOBHOE OTIMYME MOTPAHUYHOTO OYJUIE3HOTro snuaepMonnsa [epautia u
JTOMHHAHTHOU (OPMBI TUCTpPOPHUECKOT0o OYJIIE3HOTO SMUIECPMOJIN3a — OTCYTCTBHE 3a-
JepXKKU pa3BUTHs U aHemud. [Ipu nomuHantHON popme AucTpoduucekoro OyIIe3HOTO
ANUAEPMOJIN3a OYEHb HHM30K PHUCK Pa3BUTHS pAaKa KOXKHU. 3HAYUTEIBHO HUXKE JETCKas
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CMEPTHOCTb. PerneccuBHbIN nUCTpOPUUYECKUN OYIUIe3HBIM AUACPMOIIN3 ACIUTCA Ha 2 OC-
HOBHBIX moatuna — Hallopeau-Siemens u no - Hallopeau-Siemens, kotopsie oTiHyaroTCs
APYT OT ApYyTra TSKECThIO TECUCHHUS 3a00JI€BaHUS M BBIPAXKEHHOCTHIO BHEKOXKHBIX OCIIOXK-
Henwmii. [Ipu ¢popme no-Hallopeau-Siemens Habnromaercst Gonee nerkoe TeueHue 3abole-
BAaHMS U MEHBIIIEE KOJIMYECTBO BHEKOKHBIX OCIIOKHEHHH, TAKUX KaK CYKEHHE IMUIIEBOA,
nopakeHue ria3, CpalleHue naublieB, aneMus. Ho mpu mo0oii popme perieccuBHOro uc-
Tpouueckoro OyIIe3HOTO SMUAESMOIN3a COXPAHSIETCS BRICOKHI PUCK Pa3BUTHS pakKa KO-
KU.
Cunapom Kunpiepa

[Tpu nanHoi popMme 3a00eBaHUs My3bIpU HOPMUPYIOTCS K MOMEHTY POXKIEHUS pe-
oenka. [ly3pipu pacrnonararoTcsi Ha pa3HbIX YPOBHSX 3IHJIEPMHUCA — OT HIDKHHUX JO BEpX-
HuX. Co BpeMEHEM Pa3BUBAETCS CBETOUYBCTBUTEIBHOCTb U aTPOQUS M MUTMEHTALUS KO-
KM C XapaKTEpHBbIM MCHEIIPEHHBIM BUJIOM (TIOMKMiIoaepMusi). HYacTo BO3ZHHUKAIOT MOpake-
HUS HOTTeH U aTpodudeckue pyolbl. BHEKOXKHBIE OCIIOKHEHHUS 3aTParuBaroT XKeJly104HO-
KUILIEYHBIN TPAKT (KUIIEUHUK, XKEITy10K, TUILEBO) U MOYEIOJIOBYIO CUCTEMY.

UccnenoBanre mnpoBoauiioch Ha 0Oaze Y3 «l'opojckoil KIMHUYECKUH KOXKHO-
BEHEPOJIOTHUUECKNU auctiancep» 3a nepuon ¢ 2008 mo 2015 roga. beuio 3apeructpuposa-
HO 13 manueHToB (46,2 % MyxuuHbl U 53,8% KEHIIMHBI), U3 KOTOPBIX 2-€ MOBTOPHO
HaOmroganCh 4 pasa, 3-¢ — 6 pa3, octaabHbIC — 2-3 pasa.

[Tocne mpoBeneHUs aHalW3a KIMHUYECKUX JIAHHBIX UCTOPUNA OOJIe3HEH MalreHTOB
OBbLIIM BBIABIICHBI: OTHOCUTENbHBIA JUM(POIMTO3, OTHOCUTEIbHAS, pEXe U aOCOJIOTHAs,
MOHOLMTOIIeHHd. Berpedaemocts pasnmuunbix popMm HBD u comyTcTByromied naToaoruu
OpPraHoOB U CHCTEM MO>KHO YBHJETh Ha PUCYHKax | u 2.

® [TpocToit
OVILIe3HBII
DIIAIEPMOIIN3

B JTucTpodmdeckuti
OyILTe 3HBITH
SIS PMOITH
HevrouHeHHBII
OVILTe 3HBIIA
ATHAJICPMOITH
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Pucynok 1 — Pacnpenenenue namuentoB ¢ HbD mo kimmanueckum dhopmam, HaXOoAsMIIMXCS HA yaeTe B Y3
«I"opo/icKOl KITMHUYECKUH KOKHO-BEHEPOJIOTNYeCKHi nucnancep» 3a nepuon ¢ 2008 mo 2015 roga

t%opHHK MaTepuaIoB KOH(EPEHITUU 1424



70-s1 MexxayHapoiHasi HAydHO-TIPAKTHYECKast KOHPEPEHIIHS CTYICHTOB i MOJIOJIBIX YIEHBIX
"AKTyalIbHBIE TIPOOJIEMBI COBPEMEHHON METUITMHEI U apmariuu - 2016

100% 92,30%
90%
80%
70%
60%

50% — 46%
40% 38,50%
o
30% 23%
20% - 80/ 140/0 80/
o (1]
10%
0% I h™
HITopazxkeHHe HOITell U BOJIOC EITopaskeHHe IJIAS

CToMATOTOTHYECKHE NPpooaeMbl B IIatomorna KKT
ElIaTtoaorna.IOP opranos TTopa:kenane CCC

mIopaskenne MIIC

Pucynok 2 — PacnipenienieHre naToJIOTMH OPraHoOB U cucTeM y manueHToB ¢ HbD, nHaxoasmmxcs
Ha yuere B Y3 «['opoACKON KIMHUYECKHUI KO)KHO-BEHEPOJIOrMUeCcKuil qucnancepy» 3a nepuon ¢ 2008 mo
2015 roga
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