l Y/ ; A .

BPO)XAEHHbIIA
BYNNE3HbIA ANMAEPMOJN3
C AMUI0M030M MOYEK

A. CabupoBa’, KaHanaaT MeAULIMHCKNX HayK,

1. BonocHMKOB', OKTOP MeULMHCKIX HayK, npodbeccop,
A. Bonfinckuit?,

M. l'yToBa?,

A. flkumoBa?,

E. KopHunoBckas?®

"HOXXHO-YpanbCKWii rocyfapCTBeHHbIi

MeINLNHCKNIA YHUBEpPCUTET, YensibuHek

206nacTHas [eTCKas KNMHMYeckas 6osbHMLa, YensonHek
E-mail: doctor_sabirova@mail.ru

[IDEACTABNIEHO KIMHUYECKOE HAG/IIOAEHNE DPEAKON MOSMANCTNACTAYECKOI
(hopMbI BPOXKAEHHOTO GYy//I83HOI0 3MUAEPMON3A, OCTIOXHEHHOrO BTOPHY-
HbIM aMUNIONZ030M C NIOPAKEHNEM 046K U UCXOHOM B XPOHUYECKYHD 110464~
HYI0 HEAOCTATOYHOCTb.

BPOX/EHHbIIN GyNeaHbIit aNuaepmMonu3, 16eTH, amunomna03
noyekK.

1 guBapa 2012 r. geiictByer {DemepalbHBIi 3aKOH OT

21.11.11 Ne323-®3 «O6 ocHOBax OXpaHBI 3I0POBBST IPaxK-
naH P®», B KoTOpoM BIiepBbIe Ha TOCYIapCTBEHHOM YPOBHE WC-
TOJb3yeTcsl TOHATHE «penkue (opdaHHbIE) 3a00JIeBaHUSI».
B Poccuu penkumu mpenjiaraetcs cauTaTh 3a00IeBaHUSI C pac-
TpocTpaHeHHOCThIO He Gosee 10 cirygaeB Ha 100 ThIC. YemoBeK.
ITo pa3HbIM maHHBIM, B cMCOK opdaHHBIX B Poccuu BHeceHO
okoio 90 3a6oneBanuii. Umu ctpagaiot nmpumepHo 13 Teic. de-
noBek. K Takum 3a00sieBaHUSIM OTHOCST ¥ OYJITIE3HBIN Muaep-
monm3 (BD) [1].

Bpoxnennsrit b3 mpencrasieH reTeporeHHO TPYIITIO 3a-
OoJieBaHMII, KOTOPBIE Pa3BUBAIOTCS BCIEACTBHE BPOXICHHOTO
nedexra B reHaX, KOAMPYIOIMINX pa3Hble TTPOTENHBI AEPMOITIH -
JIepMabHOTO coenquHeHus. BD mposBisieTcss HeyCTOMYNBOCTHIO
KOXHOTO TTOKPOBA K MEXaHNYECKUM BO3IECTBUSIM, ITOCTIE KOTO-
PBIX BOBHUKAIOT Iy3bIpu 1 3po3uu. CIeKTp KINHUIECKUX MPOo-
SIBJICHU 3200JIeBaHUS BETUK: OT JIOKAJIM30BAaHHBIX MTy3bIpeil Ha
KOXe KOHEYHOCTEH 10 TeHepaTn30BaHHBIX — Ha KOXe W CIIN3U-
CTOI 000JI0YKE TIOJIOCTH PTa C BOBJIIEUYCHUEM B TIATOJOTUIECKUI
Tpolecc IPyTUX OPraHoB U TKaHeil. BpoxaenHsrit bD Bximoua-
eT B cebs1 okono 30 heHOTUNMMIeCKN U TeHOTUTTMIECKU Pa3HBIX
COCTOSTHWI, UMEIOIINX OOIIUiIl MPU3HAK — MEXaHUYECKyIo Ciia-
0O0CTbh WJIM XPYIIKOCTh IMMOKPOBHOTO 3nuTenus [2]. 3aboneBaHue
mpu Bcex dopmax, 3a UCKITIOUEHHEM JIOKAJIM30BAaHHOTO TIPO-
rpeccupyoiero b9, kak mpaBuiI0, HAUMHAETCS B TIEPBBIE THU
KU3HU WU CYIIECTBYET C MOMeHTa poxaeHus. Kmunnuecku B
XapaKTepU3yeTcsl CKIOHHOCTHIO KOXH U CIM3UCTHIX K Pa3BUTUIO
My3bIpeii, TPeuMYIIeCTBEHHO — B MeCTaX MEXaHUYeCKOl TpaB-
MBI, Iaxe He3HAUNTeNnbHOU (TpeHue, naBienue) [3]. M3-3a mer-
KO paHUMOCTH KOXU (KaK KPbIJIO 6a009YKM) 32 pyOeskoM IeTeid,
CTpanalonux JaHHOI MATOMOTHE, HAa3bIBAIOT «IeTH-0a00UKM».
babouka crana amM0eMoit accouMalmii Takux 60JbHbIX, OpTaHU-
30BaHHBIX TTOYTH BO Bcex crpaHax mupa (DEBRA), Ho TToka He
B Poccun [4].

B pasHbIX cTpaHaX 4YacToTa BCTPEYAEMOCTU ayTOCOMHO-
MIOMUHAHTHBIX W ayTOCOMHO-pPEleCCUBHBIX (opM 3abosieBa-
Hus pasnauyHa [5]. Mo manabiM National Epidermolysis Bullosa
Registrry, vacrota BD — 50 Ha 1 MuIH HOBOpoXaeHHBIX. OKOJI0
92% cnyuaeB 3a00jieBaHUST TPUXOAUTCS Ha ripoctoit BD, 5% — Ha
nuctpoduueckuit, 1% — Ha MOJUAUCTUIACTUYECK U, a 2% cilyyaeB
He TMojiexkaT Kiaccudukanuu [4].

KNNHUYECKAS KAPTUHA

HauGonee wacto Bctpeuaercs npocmas ¢opma b3. [lns Hee
XapaKTepPHO OTCYTCTBUE PYOIIOB HA MECTaX 9PO3Uii, 00pa3yIOIInX-
CsI TIOCJIe BCKPBITHUSI MTy3bIpeii. DTO OOBSICHSIETCSI TEM, UTO MTy3bIpU
00pa3yloTcsl TONBKO B AMUACPMUCE, a OA3aIbHBIN CIIOI OCTaeTCst
WHTAKTHBIM. B OTBET Ha He3HAUUTEIbHOE MEXaHUIECKOE TTOBPEX-
NleHWe Ha KOXe BO3HMKAIOT TOHKOCTEHHBIE MY3bIpU pa3MepoM
OT TOPOIIVHBI 0 TPELKOTO opeXa, HATIOJHEHHbIE CEPO3HBIM CO-
nepxxuMbIM. Briepoie B mposiBisieTcs eie rnpu pomax. Y HOBO-
POXXIAEHHOTO TMy3bIPU OOBIYHO Pa3BUBAIOTCS HA TOJIOBE, KOHEUHO-
cTsax u sironuiiax. [locie BCKPBITHSI HA MecTe IMy3bIpeil 0CTaloTCs
9pO3UHU, KOTOPbIE OBICTPO 3aXMBAIOT 0e3 pa3BUTHUs aTpoduu u
pyO110B, HO C BpeMeHHOI murMeHTanueir. CIm3ucTbie 000109KU
TIPY 9TOM TUTIe 3a00JIeBaHMs OBIBAIOT TIOPAXKEHBI KpaifHe PeaKo.
YMcTBeHHOE U (pu3nyeckoe pa3BUTHE NeTell He cTpamaeT. Xapak-
TEPHO TeueHUe 3a00JIeBaHUSI C OOOCTPEHUSIMU B TETUIOE BpPEMSI
Tofla U PEMUCCUSIMU — B XoJlogHOe. B mocTmydepTaTHbIi Tiepu-
Ol KITMHUYECKUX TIPOSIBIIEHUI CTAHOBUTCSI MEHBIIIE U BO3MOXKHA
IUTUTETbHAST PEMUCCHSI.

Hucmpoguueckuii mun b5 mMeer 3 KIMHUYECKUX Bapu-
aHTa, pa3TUYaAIOIIUXCSl TSKECThIO TIPOSBICHUIA: TUTEpILIa-
CTUYECKUU, TOMUANCTIIACTUYECKUI U 3T0KaYeCTBEHHBIN. 3a-
OoyieBaHME MPOTEKAET JieTye BCEro MPU TUIMEePIIaCTUIeCKOM
BapuaHTe. CIMOHTAHHO MY3bIPU BO3HUKAIOT KpaliHE peaKo,
qale OHU TMOSBISIOTCS MPU HE3HAUYUTEIbHBIX MEXaHUUYECKUX
TpaBMax. BHauasie Ha MecTe TpaBMbI pa3BUBAETCS TUTIEPEMUS,
3aTeM — TMY3bIPU C CEPO3HBIM WU CEPO3HO-TEMOPPATrnIECKUM
comepxumMbiM. [locie nx BCKPBITUSI OCTaeTCs SI3BEHHBIN Ne-
dexT ¢ ucxomom B pybuoOBYyI0 arpoduio. [lpumatku kKoxu
00BIYHO He M3MeHeHbl. BO3MOXHO pa3BuTHE TUIEpKepaTo3a
U TUTEePTUAPO3a JAJOHHBIX U MOMOIIBEHHBIX MOBEPXHOCTEIA.
YMcTBeHHOE U hU3nyecKkoe pa3BUTHE OOJBHBIX, KaK IMPaBUIIO,
He CTpajiaer.

[pu noauducnaacmuueckom eapuanme nUCTpoUIECKU
BD mportekaer 3HAYUTENBHO TSKesee, YeM MPU TUTEPIIaCTH-
yeckoM. Ha koXxe u ciM3ucThIX 000J109Kax, 3a4acTyl0 — CIIOH-
TaHHO, TIOSIBJISIETCSI MHOXKECTBO Iy3bIpeil, yailie — ¢ reMopparu-
YECKUM COAePKUMBIM. [lociie uX BCKPBITUSI OCTAeTCs SI3BEHHBI
nedekT, 3axuBarouumii pyoueBaHueM. [lnomans mopaxeHus
KOXHBIX TIOKPOBOB 3HAUYUTEJILHO OOJIbIIIe, YeM TIPU TUTepIia-
cThYeckoM BapuaHTe. HorrteBble MiacTUHKU OOBIYHO aTpo-
dupylorcsa. 3HauuTenbHble pPyOLIOBBIE NEe(MEKTH MPUBOAIT K
00pa30BaHUIO0 KOHTPAKTYp. B HEKOTOPHIX ciryyasx mpu 3HAYU-
TEJbHOM MOPaXeHUU MaIbIeB MPOUCXOAUT UX HEKPO3 U OTTOP-
keHue — MyTwisaius. Hepenko ObIBaIOT MopaXeHbl CIU3UCThIC
000JI0YKHY TIOJIOCTU PTa, TOPTAHU, MUIIEBO/AA, TOJICTOTO U TOH-
KOTO KHUIIEYHUKA, 3aAHETO MPOXO0Ja, MOUYEBBIBOMSIINX TyTei
u 6poHxoB. PyOlioBbIe M3MEHEHUST B OTUX OpTaHaX 4acToO MPHU-
BOJSIT K CTEHO3UPOBAHUIO, pexe — K nmepdopanusam. [leTu, Kak
MPaBWIO, — MOHWXEHHOTO MUTAHUS, 3HAUUTEIbHO OTCTAIOT B
(pur3NIECKOM U TICUXUUECKOM Pa3BUTUU, PE3UCTEHTHOCTb K UH-
dexuuam y Hux cHuxeHa. MHbeKIMoHHbIe OCIOXHEHUS Yalle
pa3BUBAIOTCS HA PAHEBBIX MOBEPXHOCTSIX KOXM, BO3MOXHA U
MoueBast nHpeKIrs. Beicokass akTHBHOCTb BOCTIAJIEHUSI MHOTIA
MPUBOIUT K PA3BUTUIO BTOPUYHOTO aMUJIONI03a C MIpenMyliie-
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CTBEHHBIM TTOPaKEHUEM TOUYeK. DTO OCIOXKHEHUE OBICTPO CTa-
HOBUTCS IPUYNHOW MHBATUAN3AIUY BCIEICTBUE PA3BUTHUS TEP-
MWHAJbHOU CTaAuM XPOHUYECKOU MOYeUHOI HEJOCTATOYHOCTH
U 9aCTO BEJET K JIETATbHOMY MCXOY.

3nokauecmeennvlii eapuanm ducmpoguueckoeo b9 xapakre-
pu3yeTcsl pa3BUTHEM, Yallle — CIIOHTAHHBIM, PACIIPOCTPAHEHHBIX
TeMOpparnyecKux My3bIpeil Ha KOXe M CIM3UCTBIX 000T0YKaX.
ITy3bipu MOTYT 00Pa30BBIBATHCST HA JIIOOOM y4acTKe KOXKHBIX TO-
KPOBOB, a TAKXKE B POTOBOI MMOJIOCTH, HA CIU3UCTHIX MOYETIONOBBIX
MyTel, pECTMPATOPHON CUCTEMBI 1 XKeTyJOUYHO-KUIIIEYHOTO TPaK-
Ta. [loce BCKpbITUS Ty3bIpeil Ha KOXe OCTAIOTCsS] KPOBOTOYAIIIME
SI3BEHHO-HEKPOTHUECKHE Ee(DEKTHI, KOTOPbIE YaCTO OCIOXKHSIOT-
csI MMOKOKKOBOM nHpekuueii. Emie B mepBble MecsIIbl XKU3HU ITO
TIPUBOMUT K PA3BUTHUIO CETICUCA, YTO U SIBJISIETCS] OCHOBHOM TIPU-
YUHOM JIeTaTbHBIX UCXOIOB.

JInarHo3 CTaBsIT, UCXOMS U3 XapaKTepPHON KIMHUYECKON Kap-
TUHBL: OTCJIOVKA 3MUAEpMUCA TIPU HE3HAUUTEIHbHOM MeXaHMue-
CKOM Bo3zelicTBUU. Tum 3a001eBaHUST OMPEeIIsioT Mo AeheKTy
Ha MECTe BCKPBIBILIETOCS TY3bIPSI ¥ XapaKTepy €ro 3aXKWBJICHUS,
0os1ee TOYHO — TI0 TAHHBIM JIEKTPOHHON MUKPOCKOTINY WJIA UM-
MYHOTMCTOXUMUYECKOTO WCCJIEIOBAHUSI C MOHOKJIOHAJIbHBIMU
aHTUTEJIaMU K OTIEJIbHBIM KOMIIOHEHTaM CTPYKTYPhl 0a3aJIbHOM
MeMOpaHBbl AMUAEPMUCA, B HEKOTOPBIX CIydasix — C MOMOIIBIO
ananuza JHK [1].

B nacrosiiee BpemMst akTUBHO Pa3BUBAIOTCSI METOJBI TTPEHA-
TaqbHOW MTUAaTHOCTUKHU, B YACTHOCTU (hpeTocKomuueckasr O1orm-
cust KOXU 1uiofa. Y miopa ¢ guctpodudeckum b mpu Guorncuun
BBISIBJISIIOT aKTUBHOCTH KOJIJIareHassl B 3,5 pa3a BbIllle HOPMBI.
KocBennbim npusnakom Hanuuus BD y mona siBisieTcst MOBBI-
meHue ypoBHs a-peTtonporenna Bo Il Tpumectpe GepemeHHO-
ctu [5].

NEYEHUE

Cneuuduueckoro jsedeHuss bD He cymecrByer. Heobxo-
IUMBI TPO(UIaKTUKA TOBPEXKIEHUS KOXU, 3al[UTa OT BO3Eii-
CTBUS BBICOKOH TeMmepaTypbl. HazHa4aloT BUTAMUHBI TPYTITIBI
B, Butamun A, ackop6uHoBy10 kuciaoty. [1y3bipu BCKpPHIBAIOT
U, HE CPbIBasi MOKPBIIIKY, TPOTIUTHIBAIOT aHUJIMHOBBIMU Kpa-
CUTEISIMU U Ma3siMU C aHTUOAaKTepuaJbHBIMU TIpermapaTaMu.
J7s ycKopeHUs pereHepaluuyu UCIOIb3YIOT SMUTEIU3UPYIO-
e Ma3u U coaepxXallre MaHTOTEHOBYIO KMCIOTY MECTHBIE
cpeacTsa.

[lpu TsKENTOM TEYEHUM MOTPAHUYHOTO U AUCTPOPUIECKO-
ro BD npuMeHSIOT TIIOKOKOPTUKOUIBI B g03¢ 1—3 Mr/Kr/cyT
(B pacuete Ha mpenHM30J0H). [Ipu oboCTpeHUSIX TOMUAKCILIA-
CTUYECKOTO ¥ THUIEPIUIACTUYECKOro BapumaHToB bBbD HazHauaoT
IIOKOKOPTUKOWIHBIE TOPMOHBI B 03¢ 1—2 MT/KT (B pacyere Ha
MPeIHU30JIOH) KOPOTKUMU Kypcamu Ha 10—15 mHeit.

HeobxonnM MOCTOSITHHBIN KOHTPOJIb aHATW30B KPOBU IS
CBOEBPEMEHHOTO BBISIBJICHUsI aHeMUH. AHemuto mipu bD neuar
TepesInBaHNeM IPUTPOLIMTAPHOM MaCChl U MpernaparaMu xKemnesa.
CrenmanbHble TPOTPAMMBI JIeueOHOUM (DU3KYIBTYphl TTPUMEHSI-
10TCS 17151 IPOPUIAKTUKY 00pa30BaHUsI KOHTPAKTYP BCIIEACTBUE
pyOLI0BOTO MOPAKEHUSI.

IIporno3 3aBucut ot Tuma BD. YuuteiBas KIMHUYEeCKue
TPOSIBJICHUSI U OCOOEHHOCTHU TeUeHUsT 0OJIe3HU, 0cO00e BHU-
MaHUe YAEASIIOT TPOMWIAKTUYECKUM MEPOMPUSATUSIM 10
MPeIOTBPALICHUIO MEXaHWYECKUX TMOBPEXIEHUN MOKPOBHOTO
SMUTeNUs (SMUACPMUC, CIU3UCTbIEe OOOJOYKU) U BTOPUYHON
nHpekuun. M3-3a BBICOKOTO prcKa pa3BUTHUS CIIEUDUIECKUX
9KCTPAKOXKHBIX OCTIOXHEHU JJIsS MX BBISIBIICHUS U HA3HAYSHUST
COOTBETCTBYIOIIMX TEPANEBTUYECKUX U (UJIU) XUPYPTUIECKUX
BMEIIATeIbCTB OOJIBHBIM TpeOyeTcsl MOCTOSTHHOE HaboneHne
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pa3HbBIX CIIEMANUCTOB. TaK, Tpu MOpaXXeHU! POTOBULIBI T1a3a,
KOTOpOE BeJeT K Pa3BUTHUIO PYOIIOB U HAPYIISHUIO 3pEHUsI, He-
00X0IMMO CBOEBPEMEHHOE 0(MTaTbMOIOTUYECKOE BMEIIaTeNb-
CTBO, TIPU CTPUKTypax MUIleBoAa TPeOyIOTCs ero OauioOHHOe
pacmipeHue (OyXupoBaHUe) U MapeHTepaTbHOE MTUTAHUE, TIPU
nedopmanuy pyK M CTOM — XUPYPrUUECKOe BMELIATETbCTBO,
TPU TJIOCKOKJIETOUYHOM pake KOXU — aKTUBHOE KOHCEepBATUB-
HO€ U (WJIN) XUPYPTUUYECKOe JIeYEHNE C MOCIEAYIOIINM MOHU-
TOPUHTOM [JIs1 UCKJTIOUEHUSI JIOKAIBHOTO WJIM PErMOHAPHOTO
peuuausa. B psnge cnydaeB HeoOXOaUM TMOCTOSIHHBIN Jlabopa-
TOPHBII MOHUTOPUHT JJIsI UCKITIOUEHUST OCTEOTIOpO3a, OCTEOTe-
HUU, aHEMUU, AMUJIONI03a, TUJIATAIIMOHHON KapANOMUOIIATUHI
U IpYrux 3a00J€BaHU BHYTPEHHUX OpraHoB U cucteM. Camoe
TSIXeJI0e OCTOXHEHNE — BTOPUYHBIN aMWJIOUI03 C TIPEUMYIIIe-
CTBEHHBIM TOPaXXEHUEM TOYeK, MPUBOIAIINN K WHBAIUAN3A-
LINY ¥ B UTOTE — K JIETAJTbHOMY UCXOY B TyOepPTaTHOM TMepHroe
b0 mocie Hero. «AMwiouaHasi 001e3Hb», WINM aMWIOWI03
(Ha3BaHUe, MpeaIokeHHoe B cBoe BpeMsi P. BupxoBbim u mipu-
MEHsIEeMOe O HACTOSIIIETr0 BPEMEHU, XOTSI JaBHO HM3BECTHO,
YTO HUYErO OOIIEeTro ¢ KpaxMaJloM aMUJIOUAHAs CyOCTaHIIUS He
WMEeeT) — Yallle BCEero sIBJIeHNe BTOPUUHOE; eT0 PAa3BUTHIO KaK Y
B3POCJBIX, TAK U y IeTell CIIOCOOCTBYIOT 3a00IeBaHusI, COTIPO-
BOXJAIONIMecs] HarHOGHWEeM, PAachagoM TKaHeil, OOLIUPHBIMU
JNECTPYKTUBHBIMU W3MEHEHUSIMU B COEAMHUTENbHOW TKaHU:
peBMATOUAHBIN apTpUT, TyOepKysie3, THOWHBbIE 3a00JeBaHUS,
onyxouau u ap. [7].

CoriacHO MMMYHOJOTUYECKOW KOHIIETUIMU BTOPUYHOTO
aMWIONI03a, TJIaBHAsl ero MpUYMHA — M3BpalleHue 0eTKOBO-
CUHTETUYECKON (PYHKIINY PETUKYTOTUCTUOLUTAPHON CUCTEMBI
BCJIEJICTBHME CUJIBHOTO AaHTUTEHHOTO Pa3ApakeHusI, YTO OTpeie-
JISIET pa3BUTHE TKAHEBOTO AUCIIPOTENHO3a, AUCIIPOTEUHEMUU.
OmHOBpPEMEHHO HapYLIAeTCs JUMUAHBIN OOMEH, YTO TMPOSB-
JISIETCSI TUTIEPAUTNUAEMUEl U OTIOXEHUEM JIUTIOTPOTEUIOB B
TKaHsx [8]. Hambosee yacTo mpu BTOPMYHOM aMUJIOUI03E B
MaTOJIOTUYECKUI TIPOIIECC BOBJEKAIOTCS Cejie3eHKa, TMevYeHb,
TOYKHU, pexke — HAaAMOYEYHWKH, Kele3bl BHYTpeHHeUl cekpe-
LY, KAIIEYHUK U ApyTue opransul [3]. AMuwiIonaHas cyocTaH-
1usi, ob1anasi COCyIMCThIM TPOTIM3MOM, OTJIaraeTcsl B CTeHKax
COCYIOB MPEUMYIIECTBEHHO MeJKoro kainubpa. Y3U mokassi-
BAeT, YTO TIOYKHU YBETUUYEHBI («OOTbIINE OeTble TOUKW» ), UMEIOT
HEpOBHbIE KOHTYpPHI, HapyiieHa auddepeHIIMpoBKa MapeHxXu-
Mbl. OKOHYATEeNbHBIN NUATHO3 — MOPGMOIOTUYECKUI; TUTTNY-
Hasl KapTUHA aMWIOWI03a — BBISIBIEHUE 203MHOMWIHHOTO
aMWIOWIHOTO BelllecTBa 1Mo X0y 6a3aabHBIX MEMOpPaH COCY/IOB,
KaHaJbIeB, COOMpPATENbHBIX TPyOOUeK, MHOTAA — 0a3aabHBIX
MeMmOpaH xiy6oukoB. Crenuduueckas okpacka aMWJIOUaa
KOHTO KPAaCHBIM C TMOCJeAYIOeid MUKPOCKOTME B MOJISIPU30-
BaHHOM CBETE BBISIBIISIET 3eJeHOoe cBeueHrne. C MOMOIIbIO TTPO-
ObI C TPUTICUHOM WJIY TIEPMAHTAaHATOM Kanus TUMUPYIOT AL- u
AA-amunoun. UMmyHobepMeHTHBI aHAIN3 — UCCIeI0BaHUE C
MPUMEHEHNEM aHTUCBIBOPOTOK K AA-aMUJIOUIY U JETKUM Lie-
MSIM UMMYHOTJIOOYJIMHOB — TaKXe BBISIBISCT crienubuiecKuit
amwtoun [1, 6].

[MpuBoAMM KIMHUYECKUIT TIPUMED TSIKETOTO TeUeHUST TTOJIH-
JUCIUIACTUIECKOTO BapraHTa BpoxaeHHoro bO.

boavnoii A., 15 1em, nocmynua é Obaacmmyio 0emckyr
rkaunuueckyro 6oavruyy (OAKD) Yeasbuncka c scarobamu

Ha omKaz om edvl, cHUdICeHUe Juype3d; N10xXo 6cmynaem 6

KOHmMakm.

U3 anamuesa scusznu: pebernox om I-ii bepemenHocmu

1-x podos na cpoke 40 ned; macca meaa npu poxycoeHuu —

3400 e, onuna mena — 52 cm; HAcACOCMBEEHHbLI AHAMHES

omseouer no b9.



H3 anamnesa 3abonresanus: ¢ poxcoenus NOCMasieH
duaeno3s epoxucdennozo b3. Habawdenue ynacmrkosvim ne-
duampom 0vt10 musamensrsim. Peeyaspno ocmampusancs
depmamonoeom, eemamonoeom, Hegponroeom. Ilonsim-
KU neyeHus npedHU3040HOM 3pgexma ue daru. Kpome
moeo, nPoeooUNAC, MECMHAs MEePAnUs Y4ACMKO8 3P03UlU
Kooicu; pebeHoK noayuan Ouonpenapamol, GepmeHmol.
Ho, necmomps Ha mepanur, Ha KOXdce NOCMOSHHO HO-
ABAANUCH HOBbLE OYA/1€3Hble INeMEHNbL C NPUCOCOUHEHUEM
8MOPUYHOL 2HOUHO-cenmu4eckol uH@pexkyuu. Peberok
CUABHO OMCMABAN 8 YU3UMECKOM DPA36UMUU, UMelU Me-
cmo emopuuHbie pyouyossle degpopmauuu KOHeuHOCmell.
B 6ospacme 11 aem nosieuauce npomeunypus, 2unonpo-
meunemus u omeku. Pebenok ob6caredogancs 6 demckom
Hegponoeuveckom omoesenuu. JuaeHo3: XpoHUuecKuil
myOyA0UHMePCMULUANbHBLI HePUM COUEeMAHHO20 2eHe-
3a; amuaoudos?

Kpeamunun, mouesuna — 6 Hopme, onpedessinuce eu-
nonpomeunemus, npomeurypus. Iosyuan ungysuu 10%
anvoymMuHa.

Ilpu 6uoncuu npamoii Kuwku amuioudo3 He oOHapy-
acer. Ommeuanacy nocmosnuas anemus. Iloayuan npena-
pamul ncenesza (copougep, marvmodghep) énympo. B 2013 e.
nposederna mparc@ysus apumpouumapHoii maccol (Hb —
49 2/n); moeda enepgvie onpedesena azomemus: ypogeHs
kpeamununa — 147 mmons/n, movegunovr — 19,7 mmons/a,
beaxka — 50 e/a.

B sawneape 2014 e. cocmosuue pe3ko yXyoulunocs.
Pebenox cman 6s1bimM, 3aMOPMONCEHHBIM, OMKA3bIEAN-
¢ om nuwu, cHusuacs ouype3. Beisearena azomemus:
YPOBeHb KpeamuHuHa — 564 MKMOAb/A, MOYEGUHbl —
65,5 mmonv/n, karus — 7,3 mmoav/a. Ommeuena aHemus:
ap. — 2,1+10%/a, Hb — 68 2/n. Obwuit anaaus mouu: be-
20K — 3,3 e/n. Bvin nepegeden 6 omoeneHue peaHumayuy u
unmencusrot mepanuu No2 OJIKb HYeasouncka das npo-
6e0eHuUsT 3amMecmuUmenbHoll NOYeYHol mepanuu; 8 omoe-
sneHuu Haxoouacs ¢ 04.01.14 no 08.01. 14. Cocmosinue npu
nocmynaenuu msxcenoe. Koxca 6nredunas, cyxas, 6yanel,
CHOUIHblE KOPOUKU, 3PO3UU NO 6Ceil NOBEPXHOCMU KOJiCU,
nepughepuneckux omekog Hem. [vixanue dcecmioe, npogo-
dumcs 60 gce omdensl, Xxpunog nem. Yacmoma ovixanus —
22 ¢ munymy. Tonvr cepdya 38yuHble, pummuuHble; 4d-
cmoma cepdeunvix cokpawernuit (4CC) — 100 6 munymy,
Al — 85/60 mm pm. cm. 2Kusom msekuii, newenvs — +2 cm,
cenesenka He yseauyena. Cmyn opopmaennsiil. Juypes npu
nocmynaenuu — 300 ma.

Temoepamma npu nocmynaenuu: Hb — 70 e/n, 3p. —
2,64+10%/n, pu. — 18%o0, mp. — 560+10°/n, 2. —
17,7 10°/n,n. — 8%, c. — 50%, 3. — 1%, aumeh. — 15,2%,
MmoH. — 2,6%; COD — 40 mm/4. [lokazamenv cemamoxpu-
ma — 0,20.

Ilpu  buoxumuueckom uccaedoganuu Kposu: 00-
wuil berok — 57 e/n, anvOymunsr — 30%, en06yauHbl —
47%, A/T — 0,64, mowesuna — 40,3 mmonav/n, Kpeamu-
HUuH — 840 mxmonv/a; kaauii — 5,86 mmoav/n, Hampuii —
130,6 mmonv/n, kanvyuii — 0,5 mmonav/n, Xa0pudst —
106 mmonv/n, caxap kposu — 5,4 mmonv/a, acnapmamamu-
nompancgepaza — 0,19 mmons/a, aranunamunompancge-
paza — 0,17 mmonv/a, 0bwuil 6usupyoun — 5,1 MKkmonv/n.

Anaauz mouu obwuii: omu. na. — 1,020, pH — 5,0,
HUMpUmMsL — Omp., KemMoHvl — Omp., Guaupyoun — omp.,
beaok  >10 eo/a, snelikoyumv. — omp., SPUMPOUUNDL
>250/mKn, entokosa — 14 mmons/n.

Y3U enympennux opeanog: cenamomeeanus; evipa-
JcenHble uPPy3Hvle UsMeHeHUs N00NCenYOOUHOI Jcene-
3bl; yeauueHue pamepos U evipasiceHHvle CmpyKmypHole
UBMEHeHUs NapeHXumbvl nodex 6 eude ympamol ougpge-
DEHUUPOBKU U NOBbIUEHUs IXO02eHHOCMU NAPEeHXUMbl;
obedHeHue no4euH020 KPOBOMOKA 8 KOPMUKAALHOM CA0€e;
pe3Koe nogvluleHue uHoekca nepughepureckoeo conpo-
mueneHus.

Y3U cepouya: kaananwl ne usmenensl; norocmu cepoya
He pacuiupensl; cOKpamumenvHas cnocoOHOCMb MUOKApOa
coxpanena; gpakuus eviopoca — 68%.

IDKI: cunycosvlii pumm; 6epmuKkaibHoe HaAnpasaeHue
anexmpuyeckoii ocu cepoua; YCC — 89 6 munymy; ougdys-

Hble U3MeHeHUs] NPOUecco8 Penoaspu3auul MuoKkapoa Jce-

NY00UK08.

[Ipouzeodusu nepeausanue 3pumpoyumapHoil Maccol
mpudicobl 6e3 0CA0HCHEHU .

[lemoduanuz ne npoeoduics 6 cesnsu ¢ HeKypadeavHo-
cmuto 3ab0nesanusi, Hu3Kum AJl, momansHelm nopasicenuem
KOJICHbIX NOKPOBOB U HEBO3MOICHOCMbIO 0becneyums cocy-
ducmulii docmyn.

Jluaenos 3akarouumensHolii KAUHUMECKULL: 8POICOeH-
uoti B3; emopuunbiii amunoudo3 novex; XxpoHuueckas Ho-
YeuHas HeAOCMAamoYHOCMb, MEePMUHANbHAS CMAdUsl; Heno-
CPeOCmeeHHAs NPUYUHA CMePMU — YPeMUsl.

[lamonocoanamomuueckuii OuazHo3: OCHOBHOe 3a00-
neeaHue — epoxcoennblii b3, noauducnaiacmuueckas gop-

Mma: Oyansl, eHolHble KOPKU, PO3UGHbBIE NOBEPXHOCMU HA

2on06e, uiee, KOHEYHOCMAX, CHUHe, AAN0Neyusi, dKGUHHO-

addykmoegapycHas deghopmayus cmon, ceubamenvHas KOH-
mpakmypa 000ux Ay4e3anicmHbIX U KOAeHHbIX CYCMAagos,

momanvHas pyoyosas npuobpemennasn cunoakmuius 1—V

nanvyes obeux Kucmeil.

OcnodxcHenus:  08YCMOPOHHAS — NOAUCE2MEHMAPHAs
@ubpuHO3HO-2HOUHASA GPOHXONHEBMOHUS;, GMOPUHHbILL aMU-
A0U003 NOHeK; XPOHUHecKas noveuHas HedoCmamo4HoCmb,
ypemus.

Henocpedcmeennas npuvuna cmepmu — ypemus.

JaHHbIll ciaydall JEMOHCTPUPYET TSXKEIOe OCIOXHEeHUE
BpoXAeHHOro BbD — BTOPUYHBII aMUIOUIO3 C TpeuMylie-
CTBEHHBIM TMOpaXeHWeM MoueK. JJIuTenbHO TeKyluii ma-
TOJIOTMYECKUI TIpoliecC TpUBET K HapylmIeHUIo OelKoBO-
CUHTETUYEeCKOU QYHKIIUY PETUKYIOIHIOTEINATBHOM CUCTEMBI
C HaKOTUIEHMEM B TJla3Me KPOBU aHOMaJbHBIX OEJIKOB, KOTO-
pble BBI3BIBAIOT 00pa3oBaHue ayToaHTUTeN. B pe3ynbrarte B3a-
UMOJIeHICTBUS 00pa3yIomuiics aMUJIOU] OTKJIaAbIBAeTCs B Ka-
MUJUISIpax KJIyOOUYKOB M CTEHKE COCYIOB MOYEK (BBISIBICH MPU
crmenralbHON OKpacke KOHTO KPACHBIM B TMOJISIPU30BAHHOM
cBeTe). AMUJIONI03 TOYeK MPUBET K Pa3BUTUIO XPOHUUECKON
TMOYEYHOU! HEAOCTATOYHOCTU U YPEMUU — HETIOCPEACTBEHHOM
MPUYNHE CMEPTH.

B Hacrosiiiee Bpemsi He cyliecTByeT 3¢h(eKTUBHOTO Jede-
Hust BD, XoTs ucciaenoBaHusi B 9TOM HaIpaBI€HUM BEOyTCS U
€CTh OCHOBAHUSI TIOJIaTaTh, YTO CUTYallMsI U3MEHUTCS B OMXKaii-
mue rofael. MHOroo0pasue mpoodieM, CBI3aHHbIX ¢ BB, aukTyer
HEOOXOANMOCTh MYJBTUANCIUIUIMHAPHOTO TOJX0AA K JICUEHMUIO,
obecrieueHusT MAIMEHTOB W WX CeMeil SMOLMOHAIBHON, COLM-
aJTbHOUM TOANEPKKOW, MAJUIMATUBHOU TMOMOIIBIO IS TOCTHXKE-
HUSI HAWJTy4YIIero KavyecTBa >KM3HU OOJNBbHBIX B COOTBETCTBUU C
ux 1eHHoctsaMu. Eciu mporHo3 HeGIaronpusTHHINA BBULY KU3-
HEYTPOXKalolero 3aboaeBaHus1, O0IbIIOe 3HAUeHNE TTPUOOpeTaeT
SMOLIMOHATBHOE COCTOSIHUE BCEX WIEHOB CEMbU HA TIPOTSIKEHUU
>kn3HU pebenka [9, 10].
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CASE ORPHAN DISEASES - EPIDERMOLYSIS BULLOSA WITH RENAL
AMYLOIDOSIS
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Submitted by clinical observation polidisplasticheskoy rare form of epidermolysis
bullosa complicated by secondary amyloidosis with renal impairment and a walk
in with chronic renal failure

epidermolysis bullosa, children, renal amyloidosis.





