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Peztome. [Ipeocmasneno onucamnue peoko2o 3a001e8aHUs 01 Haulel CMpPanvl — HACIeOCMBEHHO20
oyniesnozo snuoepmoausa. llpusedena e2o cospemennas Kiaccupurayusi, paccmompenvl co8pemMeHHble
npedcmaeﬂeﬂuﬂ o Haubosee yacmo ecmpedaromuxcs qbopmax, MOJIEKYIIAAPDHO-2ceHemu4decKue,
ouoxumuyeckue, namomopgonocuieckue 0CoO6eHHOCmuU OaHHO20 3a001e8aAHUSL.

Resume. The article presents a description of a rare disease in our country — the hereditary
epidermolysis bullosa. Shows his current classification, are considered modern-representation of the
most common forms, molecular genetic, biochemical, pathological and morphological features of the
disease.

AKTyanabHOCTh. IIpoGiema HacieacTBeHHOro OysuiesHoro smuaepmoiunsa (HBD)
[0 HACTOSIIMA JEHb SBJSETCS IUIOXO M3YYEHHOW U3-3a KpaillHE OrpaHUuYeHHOU
uHpopMalM B JUTEPATYPHBIX HMCTOYHUKAX, HEJOCTATOYHO U3YYEHHBIX METO/axX
JUArHOCTUKU U JICUEHUS.

Hean: O600muTh nutepatypHsie gaHHbie 1Mo HBD, ompeaenuTs coBpeMeHHBbIE
O0COOEHHOCTHU €T0 ITHUOJIOTHU U MaTOreHe3a.

3agauu:

1. Wcnonb3ys JaHHBIE JIUTEPATyphl O0OOOIIUTH COBPEMEHHBIE MPECTaBICHUS 00
stronoruu u naroreseze HBD.

2. Ilpoananu3upoBaTh PE3yIbTaThI JIAOOPATOPHBIX UCCIEAOBAHUI: OOIIETO aHaIn3a
KpOBHU, OOIIEro aHajin3a MO4Yd, OMOXMMHUUYECKOTO aHallh3a KPOBH y MAIMEHTOB C JaHHOU
MaTOJIOTUEN.

3. U3yunTh 9acTOTy BCTPEYAEMOCTH MATOJIOTHI OPTaHOB M CHCTEM Y IMAIMEHTOB C
HBD.

4. IlpoBecTH CTaTUCTUUYECKYIO 00pa0OTKY MOTYyUYECHHBIX PE3YIbTATOB.

Marepuan u metoabl. [Ipu BoiodHEHUH PaOOTHI UCHOIB30BAIUCH OOIIEHAYYHBIE
METO/bI 0030pa, aHanKu3a U 000OIIEHUSI COBPEMEHHBIX JINTEPATYPHBIX TAHHBIX U HAYYHBIX
cratei mo HBD, a Takxke mpoBelleH aHAIU3 KIMHUYECKUX U JIA0OPATOPHBIX JaHHBIX
ucropuil 6onesneir nanuentoB ¢ HbD Ha 06a3ze Y3 «l'opojackoil KIMHUYECKHI KOXKHO-
BEeHepoJornueckuii nucmancep» 3a nepuoy ¢ 2008 mo 2015 rr.

Pe3yabTaThl U HX 00Cy:KICHHUE.

HacnenctBennsiii  Oysutesnbiit snuaepmonn3 (HBD) — rpymma reHermdecku u
KJIIMHUYECKU FeTEPOTreHHbIX 3a00JI€BaHU, XapaKTEePU3YIOIasicsi 00pa30BaHUEM y3bIpeil U
SpO3UM  Ha KOXKE U CIUM3UCTBIX O000J0OYKaX, MPEUMYIIECTBEHHO Ha MecTax
HE3HAYWTEILHOTO  MEXaHUYEeCKOro  Bo3aelcTBUs  («MexaHOOyIIe3Hass — OOJIC3HBY,
HACJICJICTBEHHAS ITy3bIpUYaTKa), B MPOCTOHAPOAbE — «00JIe3Hb 0a00UKN». XapaKTepru3yeTcs
TSXKEJIBIM ~ TEUEHHUEM, HMHBAIUJIHOCTBIO U BBICOKOM  JeTtanbHOCTBIO.  Cpeansis
pactpoctpaneHHocTh HBD B Mupe cocrtaBnser 1,7 ma 100 teic. Hacenenus. Oaun u3 227
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YeJI0BEK UMEET MYTAIlUIO B reHe, oTBevaroiieM 3a pazsutue HbD. O0a nona nopaxarorcs
onnHakoBo. Hacnenyercas HBD kak mo ayTOCOMHO-JOMHMHAaHTHOMY, TaK ayTOCOMHO-
peueccuBHomy tuny. HBD — rpynma 3a0oneBaHuil, mpu KOTOPBIX MYTallMH SIBISIOTCS
OCHOBHBIM ATHOJIOTHYECKUM (DAKTOPOM: MHUCCEHC-MYyTallul, HOHCEHC-MYTAaIllH, JeeIuH,
MyTalldd pPaMKH CUMUTHIBAHUSA, HWHCEPLUUM, MYyTallUM CcaiTa CIUIAalCMHTa, MOJIYalue
MyTallMd. Y CTaHOBJIEHO, YTO MYyTallii B OCHOBHOM mpoucxodsT B reHax: KRTS, KRT14,
DSP, PKP-1, PLEC, ITGAG, ITGB4, LAMB3, LAMAS3, LAMC2, COL17A1, COL7Al u
KIND1, koTtopble OTBeHaloT 3a CHHTE3 OCJIKOB: KE€paTUH O, KepaTuH 14, necMOIUIaKuH,
mwiakodunvH |, muekTuH, naTErpuH 0634, namuanH 332, koyutareH 17-To Tuma, KojuiareH
7-ro tuna, kuammuH 1 [1,4]. Jledhekt Toro uiam uHOro Oeika u OyJIeT onpeneisaTh Gopmy

HBD (tabmuma 1).

Tabnuya 1. I'enpl, noaBepraroumecs MyTausm, Ipy pasHbIX popmax OyJuIe3HOTO SMUASPMOIH3a
OcHoBHble THIBI BO OcHoBHble noATHIBI BO ['ensl, Koaupyromue OETKU-MUILLICHH
[poctoii B3 (TTBD) Cymnpaba3anbHbIN PKP1 (mnakodumina-1);

DSP (mecmomiakuH);
Bo3moxHO npyrue.

bazanbHbIi KRT5 (kepartun 5)
KRT14 (kepatun 14)
PLEC1 (miexkTun)
ITGAG

ITGB4 (06p4 unTeprun)

ITorpannuHbIi BO | tun Xepnurig LAMA3
(TTobD3) LAMAB3 LAMC?2 (namunun — 332)
Jpyrue TUIBI LAMA3
LAMAB3

LAMC2 (namunun — 332)
COL17A1 (xommaren 17 tum)
ITGAG

ITGB4 (a6p4unTeprun)

Huctpodpuuecknit  bD | JlomunantHsiil JIBD COL7AL (xosunareH 7 Tura)
(AB3)

Penieccusnsrii JIBD COL7AL (xosunareH 7 Turma)
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Cungpom Kunmiepa KIND1 (kunmaun-1)

HBD npenutcst Ha 4 OCHOBHBIX THUMA: NPOCTOM, MOTPAHUYHBIN, TUCTPOPUUECKUN U
cunapom Kunmnepa. JlanHoe paszaeneHue MNPOUCXOAUT B 3aBUCUMOCTH OT YPOBHS
oOpa30BaHUs IMY3bIPEH B CIOSX KOXKM Ha yIBTPACTPYKTYpHOM ypoBHe. llepBpix 3 Tuma
HBD moapasneneHs! eme Ha MOATUITEI, KOTOPHIX BhieaeHO Oonee 30 B 3aBHCHMOCTH OT
PACIIONIOKEHHST B KOXKE CTPYKTYpPHOro Je(eKra U HMMMYHOTHCTOXUMUYECKUX JIaHHBIX
corimacHo pabouerr knaccupukammu HBD, yrBepxkaenHoir B 2008 1. Ha 3-H
MexxayHapoJTHOM COTJIACUTENIbHOW BCTpede MO AWarHoctuke M kinaccupuxamuu HBD
(Third International Consensus Meeting on Diagnosis and Classifi cation of EB) (ta6auia

2) [4].

Tabnuya 2. Knaccuduxanys HaCJI€ACTBEHHOTO OYIJIE3HOTO SMHJIEPMOJIN3a

OcnosHag rpynna HBD | OcnoBuoit noarun HBD ‘ JledexTHblil Oenok

IIpocroit HBO Cympaba3anbHblii:
JIETATBHBIN AKAHTOJIUTUYECKUI Jlecmorutakun
OTCyTCTBUE Makopumrna 1 [Tnakopunun 1
MOBEPXHOCTHBINA BD Her nannpix

bazanbHbIi:

JIOKQJIM30BaHHBII Keparun 5, kepatun 14
repreTudopMHBII Jloymuur-Meapa | Kepatun 5, keparus 14
(Dowling-Meara)
ApYrue reHepaan30BaHHbIe (HOPMbI Kepatus 5, kepatun 14
C IIATHUCTOM NIUTMEHTAIMEN
C MBIILIEYHOHU qucTpodueii Keparnn 5
C atpe3ueil muaopyca Ilnextun
ayTOCOMHO-peliecchBHas (hopma Ilnexrn, MHTCTPUH

Orua (Ogna) a6p4
KOJIBLIEBUIHBIN MUTPUPYIOLLIHI Kepatun 14

[Inextun
Keparun 5
ITorpannunsiiit HBO Octpeiii  neranpublii  ['epnutia | Jlamunaun 332

(Herlitz)
I'eHepanu3oBaHHast ¢opma | Jlamunun 332, xomnaren 17-ro tuna
(HEOCTpOIIPOTEKAOIIIAs)
Jlokamm3oBannas  dopma  me- | Kommaren 17-ro tuma
I'epiutiia (non-Herlitz)
C aTpesueil nunopyca Wnrerpun a6p4
WuBepcHas popma Jlamumun 332

C no3naHeit manudecranueit Her nanubix
JIOK-cunmpom (1apuro-onuxo- | JIAMHHUH 332, a3-uemnsp
KOXKHBIH CHH/IPOM)

JIOMUHAHTHBII I'enepanuzoBanHas popma Komnaren 7-ro tumna

muctpopuueckuit HBD | AkpanbHas ¢popma Komnaren 7-ro tumna
V3noBas ¢dopma | Komnaren 7-ro tuna
(npeTrOnaIbHBIN)
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[Tpypurunosnas gpopma Komtaren 7-ro tumna
C mopakeHrneM ToIbKO HOrTeBbIX | Kosmaren 7-ro Tuma
TUTACTUHOK
Bynne3nsrit nepmouns | Komnaren 7-ro tuma
HOBOPOXKJICHHBIX
PeneccuBHbIit PeneccuBHblif  auctpoduueckuii | Komiaren 7-ro tumna
muctpopuueckuit HBD | B3, ocTpas reHepanusoBan-

Hast ¢opma Asutono—CumeHca
(Hallopeau — Siemens)

Hpyrue reHepaIu30BaHHble | KOJLIArEH 7-T0 THIa
(dopMbI (HEOCTPOIIPOTEKAOLIHE)
WuBepcHas Gpopma

V3noBas dopma
(mpeTrOnaIbHBIN)
[Ipypurunosnas gpopma
LlentpoctpeMutensHas Gpopma
bymesnsiit JEpMOIIU3
HOBOPOKJICHHBIX

Koiunaren 7-ro tuna
Koiunaren 7-ro tuna

Koiunaren 7-ro tuna
Koiunaren 7-ro tuna
Koiunaren 7-ro tuna

Cunnpom Kunnnepa Kunnmun 1

B xoze Hamero uccienoBaHus MPOBOIUIICS aHAIN3 KIMHUYECKUX U JTa0OPaTOPHBIX
JTaHHBIX UcTOpuil Oosye3Hel mamueHToB ¢ HBD Ha 0aze Y3 «['opoackol KIMHUYECKUU
KOXXHO-BeHeposiorndaeckuii aucnancep» 3a mepuox ¢ 2008 mo 2015 roma. beino
3apeructpupoBano 13 manuentoB (46,2 % myxaunsl u 53,8% >keHIIMHBI), U3 KOTOPBIX 2-
€ TIOBTOPHO HaOtonammch 4 pasza, 3-¢ — 6 pa3, ocraimbHbIe — 2-3 pasa.

[Tocne mpoBeneHus aHanu3a Ja0OPATOPHBIX JAHHBIX MAIIMEHTOB ObUIM BBISIBJICHBI:
OTHOCUTENBbHBIA JTUM(DOIMTO3, OTHOCUTEIbHAS, PEXe M aOCONIOTHAS, MOHOIIMTOICHUS.
Bcerpeuaemocts paznuunbix popm HBD u comyTcTByromieit naTojioruu OpraHoB U CUCTEM
MOKHO YBHUJICTh Ha pUCYHKax 1 u 2.
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® [IpocToit
OVILIE 3HBIIA
SIUIEPMOIII3

B Jluctpopueckuit
OVILIE 3HBII
SIUAIEPMOII3

" HeyTouHEeHHBII
OVILIE3HBII
SIAIEPMOII3

Puc. 1 - Pacnpenenenue namueHaToB ¢ HbD mo knmHnyeckum GpopMam, HaXOASIIUXCS HA y4eTe B Y3
«["opoackoii KITMHUYECKUH KOKHO-BEHEPOJIoTHYecKuit nucnancep» 3a nepuoj ¢ 2008 mo 2015 roga
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Puc. 2 — PactipenienieHre TaTOJIOTHU OPraHOB M cricTeM y nanueHToB ¢ HBD, Haxonsmmxcs Ha

yuete B Y3 «[ 0poACcKOii KIMHUYECKHI KOKHO-BEHEPOJIOTHIECKHii qucnancep» 3a nepuoa ¢ 2008 mo
2015 rona

BriBoabI:

1. Ha cerognsimnmii nens npodaema HBD no-npexHemy ocTaeTcst akTyalbHOM.

2. B ocuoBe pazButus HbD nexat pa3nudHoro pojga MyTaIuu.

3. JloJ1st ManMeHToB ¢ HEYyTOYHEHHOH KinmHu4deckoit popmoit HBD cocrasmsietr 62%.
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