B. /1. Mawuuy
BPOKJIEHHBIN BYJUIE3HBIN SIINJIEPMOJIN3
Hayunuie pykosooumenu: kano. ouon. nayx, oou. E. H. Kapacéasa,
Kano. meo. Hayx, oouy. A. Il. Pyoan*
Kagheopa 6uonocuu,
benopycckuii 2cocyoapcmeennuiii meouyunckutl yHusepcumem, 2. Munck
*benopycckaa Meouyunckasn Akademus llocneouniomnoeo Obpazosanus, 2. Munck

Pestome. Cmamvsi noceaujena peokou NAMONO2UU, BPOHCOEHHOMY OYINe3HOMY INUOEPMONU3Y
(BF2). PaccmompeHnuvl 60npocyl Kiaccupukayuu, namozenesa u Ho8etuuux mepanesmuieckux nooxo0os.
Ilpusedeno knunuueckoe HabaOOeHue pebenka ¢ peokou noauoucniacmuyeckou ¢opmoii BbBD,
OCJIOHCHEHHO20  6MOPUHHbBIM aAMUAOUOO30M  C nopasiceHuem nod4ex u UCX000M 6 nov4e4rHyio
HeooCmamo4yHoOCmb.

Knroueewie cnosa: 6posicoennniii 0)I1e3HbIU INUOEPMONU3, AMULOUOO3, OeMU.

Resume. The article is devoted to the rare disease, epidermolysis bullosa (EB). The problems of
classification, pathogenesis and novel therapeutic approaches were examined. Powered by clinical
observation of a child with a rare form of EB complicated with secondary amyloidosis with renal disease
and outcome in renal failure.
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AKTYyaJIbHOCTh. BpokaenHnsiii OysuiesHsiii anunepmonn3 (Bb3) — 6onpinas rpynmna
HEBOCHAJIMTENBHBIX 3a00J7€BaHUN KOXH, XapaKTepU3YIOIIAsCsi CKJIOHHOCTBIO KOXH U
CIM3UCTBIX O00OJOYEK K pa3BUTUIO IMy3bIpeH, MPEUMYIIECTBEHHO B  MeECTax
HE3HAYUTEIIbHOW MEXaHUYECKOM TpaBMBl. [2]

Yacrora BB3 cocrasnsier § ciydaeB Ha 1 miiH yenoBek. [Ipobiema akryanbHa ais
Pb, tax kak Ha yuere OmarorBoputTenbHoro Gonma «lllanc» coctosT 12 nmereit ¢
nuarHozoM BBD, HO mpenmnonaraeMoe KOJIMYECTBO MAllMEHTOB HAMHOIO OOJIblE, MpU
3TOM O(UIIMAIIbHBIE JaHHBIE OTCYTCTBYIOT.

B oOcCHOBe maTOJIOrMYECKOro MNpOLEcca JIEKUT BPOXKICHHAS HEMOJHOLEHHOCTb
AIIACTUYHBIX BOJIOKOH KOXH WM JePEeKThl aAre3uu KepaTHHOLUTOB, KIMHUYECKU
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IPOSIBISIFOIINECS OTCIIAMBAHUEM SIHJAEPMHCA OT AEpMbl. B 3aBHCMMOCTM OT BapHhaHTa
MyTallUM  BBIACISIOT TPU  KIMHAYECKHE (GOPMBI:  MPOCTYI0, TOTPAaHUYHYIO U
muctpoduyeckyro. [1]

[Tpu mpocrom BBD my3sipu 00pa3yroTcsi Ha ypoBHE KEPATHHOIMTOB 0a3ajibHOTO
CJOsI, TPOUCXOJUT JIU3UC KEPATHHOLIMTOB B PE3YJIbTATE AKTHUBALMM LIUTOJUTHYECKUX
(dbepMeHTOB O] BIUSHUEM TpaBMBbl. 3aKUBICHHE MPOUCXOIUT 0e3 00pa3oBaHus pyOIIOB,
P STOM MPOTHO3, KaK MPaBUIIO, OJIATONIPHUSITHBIN.

OcoOenHocThI0 aToreHe3a norpannyHoro BB sBnsercs oOpasoBaHue my3sipei B
30HE CBETJIOW IUJIACTUHKH 0a3aJibHOM MeMOpaHbl B pe3yJbTaTe THUIOIUIA3UU WU
OTCYTCTBHSI TIONYJECMAacoM C TMOCIEIYIOIIUM CIUSHUEM Iy3bIpell ¢ oOpa3oBaHHEM
00J1e3HEHHBIX KpoBOTOUAIMX s3B. [Iporiecc ocnoxkusaeTcss HHOUIMPOBAHUEM, CETICUCOM H
3aKaHYMBAETCS CMEPTHIO MIIAJCHIA.

Hna auctpoduueckoro BBD xapakrtepen Oonee riiyOOKHH YpOBEHb MOPaKEHUS
nHUAepMHUca ¢ 00pa3oBaHUEM Iy3bIpe Mexay Oa3anbHOM MeMOpaHOW W JepMOM H3-3a
OTCYTCTBHSI WM cnaboro pa3Butus GuOpwul.  Beigenstor 1Be  pa3HOBUIHOCTH
auctpopuueckoro BBD: rumepmiactuueckas, s KOTOPOH XapaKTEpHO 3a)KUBJICHUE
ny3slpei ¢ oOpa3oBaHMeM  pyOLOB U OJAarompusTHBIM  TNPOTHO30M; U
NOJIMANCINIACTUYECKAs, C  COOTBETCTBEHHO  0oJjiee  TSKENBIMU  KIMHUYECKUMU
MPOSIBJICHUSIMU, MEIJICHHOW JIMHAMUKOM TMpolecca U 00pa3oBaHUEM MEJJICHHO
3KUBAIOLIUX SI3B C HEOJIAronpusATHBIM MPOTHO30M, BIUIOTh JO JIETAIBHOIO HMCXOJA.
[TanreHThl MOrMOaroT OT Pa3IMYHBIX OCIOXKHEHUH 3a00JieBaHUs (CENTHYECKOE MPOLIECCHI
Ha (pOHE BTOPHUYHOTO MMMYHOJE(ULIUTHOTO COCTOSHUSA, KaplIMHOMa, HE(PUT, KAXEKCHS U
T.4.). CaMoe TSKENoe OCIOKHEHHE — BTOPUYHBIA aMUJIOMJ03 C MOPAKEHHUEM IOYEK C
pazsutemM XIIH. B ocHoBe ammionjo3a JEXHUT CI0XKHOE HapylleHHEe OeIKOBO-
YIJIEBOJHOTO OOMEHa, pa3BUBAIOIIEecs BCIEACTBHE XPOHUYECKUX HArHOMTENbHBIX
IPOLIECCOB, MPUBOAsAIIEEe K 00pa30BaHUIO BO BHYTPEHHHMX OpraHax 0co0Oro BellecTBa —
amMwiIona, Hapymaromero ux (QyHkuuu. B HacTosiiee BpeMs pa3paboTaHbl METOJIbI
npeHatanbHOl Auardoctuku Bb3. Matepuanom nis vee ciyxut JHK u3 okononnoaHou
KHUJIKOCTH, 3a0upaeMasi B IepBOM TpuMecTpe OepeMeHHOCTH. [3]

st neuenus BBD paspaboTanbl Tpu NEPCIEKTUBHBIX BUJA TEPANUU: MIPOTEUHOBAS,
KJIETOYHas U reHHas. [Ipy  1poTerHOBOM Tepanmuy B OPraHW3M  MAalMEHTa BBOIUTCS
JOCTaTOYHOE KOJIMYECTBO HOpMaibHOro Oenka. Kierounas Ttepanusi mnoapa3ymeBaeT
BBEJICHHE HEOOXOOMMOIO KOJMYECTBA KIIETOK, COAEpXkAalMX HOpPMaJbHBIM TEH,
KOJMPYIOIIUNA HYXHBII Oenok. B ciyyae mpuMeHEHUss T€HHOM Tepanuu MalueHTam
MepecakuBAIOTCS ayTOJIOTUYHBIE (CIEJIaHHBIE U3 COOCTBEHHBIX KJIETOK) TPAHCIUIAHTATHI,
B KJIETKaX KOTOPBIX C MOMOIIbIO METOJJOB T€HETUYECKOTO PEJaKTUPOBaHUS Ae(EKTHBIN T'eH
3aMeHsieTCs HOopMalibHbIM. U XoTd mnomoOHas mnpoueaypa HE NPUBOJUT K MOJHOMY
HCIEJICHHIO, OHa CIOCOOHA BPEMEHHO YCTpPaHMTh cUMNOTOMBI B3, a Takke sBisercs
OTHOCHUTEJIBHO MPOCTON B TEXHUYECKOM OTHOILIEHUHU.
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Pucynox 1 — I'ennas tepanust

Heab. O3HaKkOMUTH C 0COOCHHOCTSIMH TeueHus: BB y namuenra ¢ reHeTuueckum
BapUaHTOM 3a00JIeBaHUs, KOTOPbIN paHee He ObLI ONKCaH B JIUTEpaType.

3agaumn:

1. IlpoaHanu3upoBaTh CTATUCTUYECKHE JaHHbIE MO 3aboneBaeMoctd BBD B

PecnyOnuke benapychs.

2. U3yunth ocoOeHHocTn TeueHus BBD y mamumenTta ¢ peakoil Te€HETUYECKOM

dbopmoii 3a001eBaHuUs.

MarepuaJjbl 1 MeToabl. MaTepuansl - MEIUIMHCKAs JOKYMEHTALMs MAalUeHTa C
BBED. MeToz - KIIMHUKO-aHAMHECTHYECKHU.

Pe3yabtarsl u ux odcy:xknenue. PedGenok [I. poawiics ot mepBoii 6epeMEeHHOCTH,
nonomeHHbIM (Bec 2600, poct 50cm, Amnrap 8/8 OamnoB). HacnencrBeHHOCTH He
orsirouieHa. IIpu poxIeHHH OTCYTCTBOBAJA JI€pMa M IOJKOKHO-)KMpPOBasl KJeT4aTKa Ha
TOJIEHSIX, CTOMAaX M KUCTIX C HAJIMYMEM MHOXECTBEHHBIX Iy3bIpEi M0 BCEMY TYJIOBHILY U
munty. Haxomwics B crammonape Oosiee 3 wmecsneB ¢ auarHo3oM  «OCHOBHOIM:
Bpoxknennsiii OyJie3HbI SMUAEPMOIU3 C BTOPUYHBIM WHUIMpOBaHUEM. BTopuuHOe
uMMmyHoaepuiutHoe coctosHue. OcnoxHenue ocHoBHoro: Cemcuc B Qopme
cenTukonueMuu (MHeBMOHUS, HePpuT). ComyTCTBYrOUMI: AHEMUSI CMEIIAHHOTO T'eHe3a
cpenHel creneHu TskecTtu. OcTpas MPaBOCTOPOHHSSI BEPXHENOJEBAs OYaroBO-CIMBHAs
nuesmonus, JIH1. BIIC: JIMXII, ctenos nerounoit aprepuu, OOO. HKO. Jluctpodus mo
Tany runotpoduu  2ct. cmemaHHas. bamaHomoctuT.  JIEBOCTOPOHHSSI MaxoBO-
MOIIOHOYHASI TPBIKAY.

PebGenok B BO3pacte 4-X MecdleB ObUI MepeBeleH Ha aMOyJIaTOpHBIM ATam C
opopmiieHHEM HHBaNUAHOCTH. Ha mepBoM Troay KU3HM HMMEId MECTO YacTble
rocriitaiiuzanuu B [[Pb B cBs3u ¢ o0ocTpeHremM oCHOBHOTO 3a00J1€BaHUs B BUJIE YaCTOTO
oOpa30BaHMs BCKPBIBAIOLUIUXCA MY3bIPE M MHOMXKECTBEHHBIX APO3UHA IO BCEMY TeIly.
Tsoxenoe TeueHune 3a0o0ieBanms TpeOOBAIO PETYIISIPHOTO HA3HAYCHUS aHTHOAKTEPUATIBHON
TE€panuu C PEAKWMH IEPEPBIBAMM, a TaK)K€ IpPENaparoB Kejie3a, BUTAMUHOTEpAIUd U
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JeCeHCUOMIU3UpYIOIeld Tepanuu. PeOCHOK MOCTOSHHO HAaXOIWJICS I0J] HaOJI0JICHHEM
y4aCTKOBOTO Bpada-mnieauaTpa. ExxeMecsyHo ocMaTpuBaics Y3KUMHU CHEIUATACTaMH, ObLT
KOHCYJBTUPOBAH COTPYJHMKaMH Kadeap AepMaTOBEHEPOJOTHH C PEKOMEHJAIUSIMH I10
KOPPEKIIMU CUCTEMHOM M MECTHOM Tepamuu. TeM He MEeHee, HECMOTpPS Ha KaueCTBEHHBIN
yXO0Jl 3a KOXKEH, Ha YeTBEPTOM TOJy >KM3HM Ha KHCTAX 00eux pyK oOpa3oBaIucCh
CHHJIAKTUJIHH.

Pucynox 2 — Ianuenr I1., Pucynox 3 — Ilauuent I1.
HepHO HOBOPOXKIEHHOCTH B BO3pacre 4 nier

PeGenky ocyiiecTBis1ach MOMOILb MEKITYHAPOAHBIM OJIarOTBOPUTEIBHBIM (POHIOM
«Ilanc», Onaromapss KoTopoMy ObuIO coOpano Oosiee 120 ThIC. €Bpo IS JIeYEHMs 3a
rpaHuledl u obecreyeHus! JOPOroCTOSIMMHU JIEKAPCTBEHHBIMU CPEACTBAMU MO YXOAY 3a
koxeil. Heckonmpko ner peOeHok mnosydan jedeHue B ['epmanum B lLleHTpe neueHus
OymuiesHoro  smuaepmoinn3a T. @paiidypra. IlammenT OblT  KOHCYJIBTUPOBAH
J€PMATOJIOrOM, KapauoJiorom, yposjgorom. Hemenkue renetuku nposenu aHanmm3 JIHK ¢
MMMYHOQIIOOPECLIEHTHBIM KapTupoBaHueM. [1o pe3ynbraTaM reHeTH4eCcKOil JTUarHOCTUKH
y peOeHka Obula BBIBICHA CJIOKHAs TETEPO3UroTa K JABYM MyTauusm. Takoi
reHeTudeckuil BapuaHT BBD panee He Obu1 onucaH B auteparype. B HeMenkol KIMHUKE
MAlMEHT MEepeHec Psii XUPYPruyecKux ornepanui — jedeHue (pruMosa, caHalus pOTOBOM
IOJIOCTU M pa3[eiiCHWE MajbleB Ha PyKax C IMPUMEHEHUEM HOBEMIIEN TEXHOJIOTUU
BbIpalllUBaHUsI UCKYCCTBEHHOM Koxu Apligraf.
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Pucynok 4 — Jleuenue CUHIaKTUIIUU Pucynok 5 — @ukcaiiys ¢ IOMOILBIO CITHLIBI
Kumnepa

B Bo3pacTe 6 5eT B CBSI3M C OTCTaBaHHEM B (DU3UYECKOM Pa3BUTHH HEMEIKUMHU
BpauamMu peOeHKY ObLIO PEKOMEHIOBAHO KJIMHMYecKoe nuTanue. Ha done ynorpebieHus
NUTaHUs. C TMOBBIIIEHHBIM COJEpXKaHUEM Oelika MOSBWINCH >Kajlo0bl Ha ClaboCTh,
OT€YHOCTh JIUIAa, CHIKEHUE JUype3a, OTCyTCTBHE ammerura. PeGeHok  Obua
rociutanu3upoBad B L[Pb ¢ mocnenyromum mepeBogoM B 0O0NACTHOM cCTalMOHAp.
CocTositHue mTpH TOCTYIUIGHHMH OBUIO  TSKENO€, OOYCIOBJIEHHOE OCHOBHOM U
He(poIoruueckoil Mmarojoruen: peOCHOK B CO3HAHMHM; HE TEMIIEpaTypUT; OTEYHOCTh
nepeHel OpIOIHOW CTEHKH; KOKHbIE MOKPOBBI C MHOKECTBEHHBIMH IPOSIBICHUSMU
ANUAEPMOJIN3a, MPAKTUYECKH BCE TMOJ TNOBSA3KAMU; TUNOTPO(USA U KOHTPAKTYpPbI
koHeuHocTe. [lpu mabGoparopHoM 00C/I€IOBAHUU OBUIM BBISIBICHBl 3HAYUTEILHBIC
M3MEHEHUs B aHaiuM3ax MouM (IedkouuTypus, nporemnypus 1,6-8,7 1/1) u KpoBH
(runonpoTeMHEMUsT W THIOATLOYMUHYypHs, aHemuss ¢ Hb 62-87 r/m, 3HauuTenbHBIH
JEHKOLMTO3 CO CABUIOM JICHKOIMTApHOU (HOPMYJIbI BIIEBO), CBUAECTEILCTBYIOIIME 00
OTPOMHOM moTepe Oenka, pa3BUTHU THKEIOW aHEMUH M MACCHBHOIO BOCHAIMTEIHHOTO
npouecca. J(marso3 mpu nocTylUieHUH: «BTOprUYHBIA aMWiIonA03 NoYeK. BTopuuHbIi
CTEPOUIPE3UCTEHTHBIN HEPPOTUUECKUN CUHIIPOM).

HecMoTps Ha KOMIUIEKCHYIO TEpaIvio, B TOM YUCJE U NIFOKOKOPTUKOCTEPOUIHYIO,
y TalUeHTa MPOTrpeccupoBaiu nporennypust A0 132 1/1, runonporennemus no 31 1/x1 ¢
runoanbOymuHemMuen 10 15 1/n Ha (oHE MOCTOSIHHBIX W3MEHEHUM B aHajIu3ax KpOBH,
TpeOyrouuMx nepeauBanus anroymuHa u Er-maccel. Ha 2-M mecsiie rocnuTanu3anu Ha
¢one npepmartoreHHoro cerncuca pasBuiack OIIH (pe3ko cHuswmics nuypes, yYpOBHH
MOYeBHUHBI AocTuriiu 32,4 mMmonb/i, kpeatunuHa g0 0,188 mMonw/n u kanus no 6,44
MMOJIB/JT), 4YTO MOTPEOOBAIIO MPOBEAEHUE SKCTPEHHOro remMoauanusa. B mpouecce
MHTEHCUBHOW Tepanuu ObUla MpOBEACHA KOPPEKIHsS AaHEMHUH, TUIOoAIbOYMUHEMUH,
MeTabOIMUYECKOro anuao3a U mnoiaydeHa moua. OgHAKO, HE CMOTPS Ha MOCIEAYIOLIYIO
Tepanui, COCTOsIHNE peOeHKa MPOrPEeCcCMBHO YXYAIIANIOCh U udepe3 4 Mecsia mocie
MOSIBJICHUS MEPBBIX HEPPOIOrHUECKUX kajiod B Bo3pacTe 6 yieT pedeHok norud. Mcexoms
W3 TYMaHHBIX COOOpaXeHWH, TpU >KU3HU OWOICHA TMOYEeK Il MOP(OIOTHIECKOTO
MOATBEPKAEHUS TUarHo3a He MpoBoauiack. 110 sxeraHnio poauTeneil BCKphITHE TAKKE HE
npou3BoAMIOCh. OKOHYaTenbHBIH auarHo3: «OcHOBHOW: Bpoxn€HHbll Oyiné3HbIN
AMUACPMOIN3, AUcTpodudeckas popma. BTopudHbIii aMUIONU 103 TTOYEK, BTOPUUHBIH
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CTEpOMIPE3UCTEHTHBIN HeppoTuueckuil cunapoMm. OIIH mnpepenanbHas B craguu
onuroanypuu. BropuuHble crubaTenbHbIE KOHTPAKTYphl CTOI, BapycCHas YCTaHOBKA.
Ocnoxuenne ocHoBHOro: JlepMarorennsiii cencuc. ConyrerByrommii: Bropuunoe UJC».

BeiBoabl. [IpencraBineH KIMHWUYECKHW NPUMEP TSKEIOTO  IFE€HETHUYECKOTO
3aboneBanus BB, xoropoe mMTenbHOE BpeMs 4aCTHUHO KOHTPOJIMpPOBanoch. OgHAKO
IIPOU30LIENl KJIACCUYECKHH BapUaHT MCXOAa 3a00JieBaHMs B aMWIOMAO3 IOYEK C
pPa3BUTHEM CTEPOUIPE3UCTEHTHOTO HE(PPOTUUYECKOTO CHUHIPOMA U SIBJICHUSIMH MOYECYHON
HEJO0CTAaTOYHOCTH, OBICTPO MPHUBEAIIEH K TEPMUHATIBHOMY COCTOSIHUIO.
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