KJINMHUYECKUE CJTYHAU

AyTOCOMHO-TIOMMHAHTHBII OY/LI€3HbII SNMUAEPMOIN3 TUCTPOPUIECKOTO THIIA
Y HOBOPOXKIEHHOTO

H.U. 3axaposa’?, B.A. Anun?, B.JI. Kpukynosa®, B.M. Xnebywxuna®, O.C. laspunosa’

TBY3 MO «MockoBckuii 061aCTHOM HayYHO-UCCNeaoBaTeNbCKNN KIMMHUYECKUA MHCTUTYT M. M.®. Bnagnmmnpckoro»,
Mockea, Poccus;

2IBY3 MO «MbITuLMHCKas ropoackas knnHudeckast 6onbHULa», Mbltuwm, Poccus;

STAY3 MO «MbITULLMHCKNI KOXHO-BEHEPOIorMieckuii amcnancep», Mbituwim, Poccus

Dystrophic type of autosomal dominant bullous epidermolysis in a newborn

N.I. Zakharova'?, V.A. Yanin', V.L. Krikunova', V.M. Khlebushkina', O.S. Gavrilova’

"Vladimirskiy Moscow Regional Research Clinical Institute, Moscow, Russia;
2Mytishchi City Clinical Hospital, Mytishchi, Russia;
SMytishchi Dermatovenerologic Dispensary of, Mytishchi, Russia

IIpencraBieHo KIMHUYECKOE HAOIONEHME BPOKIEHHOrO OYJJIE3HOTO 3MHAEPMOJIM3a Y HOBOPOKAEHHOro pedenka. Oco0eHHOCTD
JIAHHOTO CJIy4asi COCTOMT B TeYEHHH YKA3aHHOTO 3200JI€BAHMS Y HOBOPOXKIEHHOTO C 3a/IePKKOHl BHYTPHYTPOOHOTO Pa3BUTHS.
B HacTosmiee BpeMsi 3THONATOreHETHYECKOE JIedeHre GOIbHBIX BPOKIECHHBIM OYJLIE3HBIM 3MUIEPMOIH30M OTCYTCTBYET, BCE CyIIe-
CTBYIOIIME METO/IbI JIeUeHHs1 0OJIBHBIX SBJISIOTCA NALTHATHBHBIMA. B 1aHHOM HAOJIOEHHM 0TMEYEHO 3HAYMTEIbHOE KIHHHYECKOe
YJIydlIeHHe COCTOSIHUS peOeHKa.

Karoueswte caosa: Hosoposicoentble, 8podcoeHHblIl 6YANe3HbLI SNU0PMONU3, 3a0epicKa HympuympobHoeo pazeumus, een COL7AI.
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The article presents the data of the clinical observation of a newborn with congenital bullous epidermolysis. The feature of this case is
the course of this disease in the newborn with retardation of intrauterine development. Nowadays there is no aetiopathogenetic treat-
ment of patients with inborn bullous epidermolysis and all existent methods of treatment of such patients are palliative. This study
demonstrated a significant improvement of the baby’s clinical status.

Key words: newborns, congenital bullous epidermolysis, intrauterine growth retardation, COL7A1 gene.

For citation: Zakharova N.I., Yanin V.A., Krikunova V.L., Khlebushkina V.M., Gavrilova O.S. Dystrophic type of autosomal dominant bullous epi-
dermolysis in a newborn. Ros Vestn Perinatol i Pediatr 2019; 64:(3): 78-81 (in Russ). DOI: 10.21508/1027-4065-2019-64-3-78-81

POXIEHHBIM Oy/JIe3HBI 3MUAepMOan3 (Hacaemn-

CTBEHHas Ty3bIpyaTKa, MeXaHoOyJIIe3Hast 00JIe3Hb)
MpeACTaBIsIeT TPYMIYy MOHOT€HHBIX KOXHBIX 3a00Jie-
BaHUIi, BKJIIOYAlONIyl0 oKosio 30 TeHeTHMYeCcK! TeTe-
POTEHHBIX, (DEHOTHITUYECKHN pPa3TNIaIoIIMXCs (HOPM.
Bynne3nbiii anMaepMoiii3 OTHOCHTCS K PEAKO BCTpe-
yamumcsl (opdaHHBIM) 3a00J1eBaHUSIM; €T0 TIOIYJIsI-
moHHas vyacrota B Poccum cocrasnsier 1 : 50 Thic. —
1 : 300 Teic. ExxerogHo mporHosupyetcsi 14—34 ciyyaen

© KonnekTtne aBTopos, 2019

Asipec st KoppecnionneHuuu: 3axaposa Huna MBaHoBHa — 1.M.H., 1ipod. Kade-
ZIPbl HEOHATOJNIOTMM MOCKOBCKOTO OOJIACTHOTO HAyYHO-MCCIIEN0BATETbCKOTO
KJIMHUYECKOro nHeTuTyTa M. M.®D. BiiammmMupcekoro, 3am. 1. Bpaya MbITHILH-
CKOI1 ropojickoit KimHudeckoii 6osbHULb, ORCID: 0000-0001-7215-2212
oor@bk.ru

SAuuH Banepuit AHaTosibeBUY — TU1. Bpaud MBITUIIMHCKOM TOPOJACKOM KIMHU-
yeckoit 6opHMIB, ORCID: 0000-0002-2206-6022

KpukyHosa Bepa JleoHnnoBHa — 3aB. OTA€ICHUEM HOBOPOXKIECHHBIX MBITUIIIMH-
CKOI1 TopojicKoi KinHu4eckoi 6onbHuLbI, ORCID: 0000-0002-9570-1998
XnebyumkuHa Buktopusi MakcMMOBHa — Bpau-HEOHATOJIOT OTJIEJIEHUS 1aTo-
JIOTMM HOBOPOKIEHHBIX MBITULIIMHCKOU TOPOICKOI KITMHIYECKOI GOTbHULIBI,
ORCID: 0000-0002-3062-5402

141009 MockoBckast obsaactb, MbITHILH, Y. KomuHTepHa, 1. 24

laBpunoBa Onbra CepreeBHa — Bpau-I€pPMaTOBEHEPOJOT MBITUIIMHCKOTO
KOXHO-BEHEPOJIOTMYECKOT0 AUCIaHcepa

141008 MockoBckast obactb, MbITuim, yi1. Mupa, 1. 1/2

Ha 1,7 muH HoBopoxaeHHbIX [1]. [To onenkam Haruo-
HanbHOrO peructpa (CILIA), 3aboneBaHue BcTpevaeTcst
y 20 u3 1 MJIH HOBOPOXIEHHBIX [2].

Bce (opMBI BpoXIeHHOTO OYJIJIE3HOTO SMUAEPMO-
JIN3a CBSI3aHBI C TEHETUYECKU OOYCIIOBIEHHBIMU CTPYK-
TYPHBIMUA HapyIIeHUSIMU O€JTKOB 3MUAepMUca WU Aep-
MO-3TUIEPMAIBHOTO COCIUHEHUSI, 4YTO KIWHUYECKU
MPOSIBIIIETCS. XPYIKOCTBIO KOXU. [IpM MUHUMAaJbHOM
MEXaHWYeCKOM  BO3IEWCTBMM  BO3HUKAIOT  ITy3bIpU
WY 9PO3UHU Ha KOXKE W CIUZUCTBIX 000JIOUKAX.

OcHoBHas1 paboyas KiaccuuKaums 3a00JeBaHUSI
yrBepxaeHa B 2008 . Ha 3-i1 MexXmayHapoaHO corja-
CUTEJILHOM BCTpeve MO AMATHOCTUKE W KiacCUDUKaIuu
BpoxxaeHHoro OysuiesHoro anuaepmosnsa (Third Inter-
national Consensus Meeting on Diagnosis and Classifi-
cation of EB) [3—5]. B 3aBucnMocT OT pacIiojioKeHUsT
CTPYKTYpHOTO JedeKTa W BUAa M3MEHEHHOro OejKa
BBIACTISIOT CIEAYIONIEe TPYIIBl OYyIJIe3HOTO BIUAEP-
MOJIM3a: TIPOCTOM, TOTPAaHUYHBINA, IUCTPO(PUUECKU,
Kindler syndrome. OCHOBHBIM KJIMHUYECKUM TIPU-
3HaKOM J11000# (opmbl (MTOATUIIA) BPOXIAEHHOTO OYI-
JIE3HOTO DJIHMAECPMOJIN3a CIIYKUT TIOSIBJICHUE TTy3bIpeit
MpY He3HAYUTEJIbHOM MeXxaHuJecKol TpaBMe. B mepuose
HOBOPOXIEHHOCTU 4Yallle MaHW(pECTUPYIOT CJeIyIoIIne
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KJIMHUYecKre (OpMbl BPOXIEHHOTO OYJUIE3HOTO 3IH-
JIepMOJTA3a: MPOCTast, TUIepIUIacTUIecKast TUCTpoude-
cKas, JietajbHas (TOJUAUCITIACTUYECKas OUCTpodude-
ckas opma l[epauTiia) u perieccuBHast AucTpodudecKast
(BapuaHT Xaymnopuey—CumeHca).

JlepMo-anuaepMalbHble  COEAWMHEHUS  WTpaioT
BaXHYI0O pOJb B CIOCOOHOCTM KOXHU BBIIEPXKU-
BaTh MeXaHMYeCcKyl Harpysky. CiieruieHue smnuaep-
MHCa M JePMBI OCYIIECTBIISIETCS 3a CUYET B3aMMOJEi-
CTBUST PA3IUYHBIX MEXKJIETOUHBIX CTPYKTYp, TpeXKIe
BCETO, TTOJIYIECMOCOM, SIKOPHBIX (MOpMIIT (KOJUTareH
VII tuma) u SKOpHBIX (UIAMEHTOB (JIAMUHMH-S).
MyTaluu TeHOB, KOAWPYIOIIMX OCNKW JIuaepMuca
WA JePMO-3TMUAEPMATbHOTO COeIUHEHMSI, HAapyIIaoT
(DYHKIIMIO YKa3aHHBIX OEJTKOB M CTPYKTYp. Byiie3Hbli
SIUAECPMONIN3 AUCTPOGUIECKOTO THUIA MOXKET Hacje-
JIOBAaThCsl AyTOCOMHO-IOMWHAHTHO WJIM ayTOCOMHO-
pelecCHBHO; Y obamareieii TOMO3UTOTHOTO TeHOTHIIA
(ayToCOMHO-pELIeCCUBHOE HacjeloBaHue) Haboaa-
eTcs 6oliee TsKeJloe TeueHue 3a00JIeBaHUs, YeM Y TIall-
€HTOB C TeTePO3UTOTHBIM TEHOTUIIOM (AyTOCOMHO-I0-
MHWHAHTHOe HacjienoBaHue). [Ipu TeTepo3UTrOTHBIX
¢dopMax KOJIMUYECTBO SIKOPHBIX (UOPUIT YMEHBIIIEHO
He3HaYUTeNbHO. [Ipy TOMMHAHTHOM JAUCTPOGUUECKOM
oynnesHom anuaepmonuse (reH COL7A1) rpaHyJibl KO-
nmareHa VII Tuma HaxomdT B UMTOIUIa3Me 0a3ajbHBIX
KepaTUHOIUTOB [6].

Y HOBOpPOXIEHHBIX, OCOOEHHO HEIOHOIIEHHBIX,
MeXaHU3Mbl (QYHKIIMOHUPOBAHUS STTUAEPMUCA U JEPMBI
HEIOCTAaTOYHO C(HOPMHUPOBAHBI, YTO CIIOCOOCTBYET
GOJTbIIIEMY PUCKY TPaBMUPOBAHUS KOXHOTO MTOKPOBA.
ITosTomy Tpebyetcsa nuddepeHIMpoBaTh HaYaao Mpo-
SIBJICHUI OYJUIE3HOTO BMUACPMOIN3a U Pa3BUTUSI KOH-
TaKTHOTO JlepMaTWTa, a Takxke WHMekumii. B ciydae
HCTIOJIb30BaHUST KIEMKUX MaTeprajoB C BBICOKOM
alre3uBHOM  CITOCOOHOCTBIO CBS3b MEXIy MaTe-
pUaJoM M KOXel CUIbHee, YeM MeXIy SIMUACPMUCOM
U IepMOI, YTO MOXET TPUBECTU K OTPBHIBY SIMUACP-
MaJIbHOTO cJiosl. Pa3BuThe cUHIpOMa «OOOXKKEHHOM
KOXW» y HOBOPOXICHHBIX € WH(MEKINeH KOXHBIX
MMOKPOBOB,  BBI3BAHHOW  30JIOTUCTBIM  cTauUIO0-
KOKKOM, CBSI3aHO C (hDepMEHTATUBHBIM pa3pylIaloliuM
JIeiicTBUeM OaKTepHalbHOTO TOKCHMHA Ha CKper-
JISTIONNI  TpaHCMeMOpaHHBIN OeJIOK JIeCMOTJINNUH-1,
YTO BeleT K 00pa30BaHMIO MOBEPXHOCTHBIX Iy3bIpeit
n oO0mupHO oTciolike smumepmuca [7]. Ilxkana
Neonatal Skin Condition Score (NSCS) mosBossieT
OLICHUTh COCTOSTHUE KOXW KakK y HEIOHOIIEHHBIX
MJIaJieHIIeB C OYeHb HU3KOW Maccoil Teja, TakK
Uy TOHOIIEHHBIX HOBOPOXIEHHBIX.

B Hacrosiee Bpemsl He CYIIECTBYET 3THOIATOTE-
HETUYECKOTO JIEYEHUsI BPOXICHHOTO OYJUIE3HOTO BITU-
nepMmoiusza. Bce BpaueOHBIE MEpONPUSATUST SIBISIIOTCS
MaJUTMAaTUBHBIMM W HampaBJeHbl B TIEPBYIO OdYepelb
Ha TIpeJoTBpallleHne BO3ZHUKHOBEHMSI TpaBM U, KaK HX
CJIEICTBYSI, Ty3bIpeil, MOCPEICTBOM MOA00pa ONTUMATTb-
HOTO yX0Jia 3a TTOpaXkeHHBIMU TTOBEPXHOCTSIMH.

Knuaudecknii  ciayyaii  Oy/JIe3HOTO 3MUAEPMOJIH3A
HOBOPOXKIEHHOro. JIOHOIIEHHBIA MalbuWK POIUIICS
B sHBape 2019 1. y xeHmmHbl 30 sieT, sIBAsIeTCSI MHBA-
JIUIOM, CTpajaeT JAOMUHAHTHOM IUCTpOdUIECKOit
¢dopMoit Oyyie3HOTro BnuaepMosinia (TTOATBEpPKACH
MOJIEKYJISIPHBIM METOIOM BBISIBIEHWEM MYTallMU TeHa
COL7AI) n xpouudyeckuMm renanutom C. B aHamHe3se
ynoTpebieHre HapKOTUYeCKUX mpemnapaToB g0 2016 T.
B HacTosiee BpeMsT XXeHIIMHA YITOTPEeOJISIeT alKoroJb
¥ KypuT. B ceMbe apyrux ciydaeB OyJIJIe3HOTO STHUIEP-
MOJT3a HEe OTMEYaeTCs.

IlepBast 6epemeHHOCTh (2013 1) y XEHIIUHBI 3aBep-
IIWJIach POXAEHUWEM B CPOK JEBOYKM C Maccoi Teia
2200 . Co cinoB Marepu, neBodka 3gopoBa. Hacrosmas
OepeMeHHOCTh BTOpast. JKeHIIMHA He HabOI0AaIach
B KEHCKOW KOHcymbTamuu. [IpeHaTalbHBIA CKpU-
HUHT He MPOBOIMJICA. 3a HEIETIO 10 POIOB BHITIOJHEHO
VIIBTPa3BYKOBOE MCCIIe[IOBaHUE, BBISIBJIeHA 3alaepiKKa
pa3BUTHS TIIoJA, pa3Mep KOTOPOTO COOTBETCTBOBAI
pa3mepy B 33—34 Hen recrauuu. Poabl mpowusouiu
Ha 41—42-i1 Henesle OepeMEeHHOCTH B 3aHEM BUIE 3aThI-
JIOYHOTO Tipeuieskannsi. OTMeUYeHBI: XpoHUUYecKast GeTo-
TJTIalleHTapHasl HeIOCTAaTOYHOCTh. 3afepKKa pa3BUTHS
rioga 2-i crerieHU. JJOMUHAHTHBIA AUCTPOMUIECKUI
Oy/ute3Hblii anuaepmonns. XpoHudeckuii rematut C.
Kombpmut. OcMoTpeHa HapkojioroM. TecT Ha HApKOTHUYE-
CKHe TIpeTniapaThl OTpUIaTeIbHbIN. Tpe3sa.

Ponniicst noHomeHHbI MabunK, Macca 2330 1, ;irHa
46 cM, OKpY>XHOCTb TOJIOBHI 32 cM, Tpyan 30 cM. OlieHKa
cocTostHus 1o 1Kasie Anrap 7/8 6amnos. [Tocnen maccoit
499 r c¢ nerpudukaramu. [lymoBuHA CBETIIO-XKENTOTO
1BeTa. PeOEHOK Tpyabh MaTepu B3sil, cocall Bsio. Terio
ynepxuBai. Kpuk pe3kuii, ObICTPO UCTOILIAJICS; TPEMOP
KOHEYHOCTEM Ha KpHKe.

KoxHble TOKpPOBBI 0JIeTHO-PO30BbIE, TEPBOPOIHOM
CMa3KW HET, CTOITbI, JIAIOHW MallepUpOBaHbI, CIU3M-
CThIe 000JOYKM YUCThIe, PO30Bbie. [TOAKOXHBIN CITOi
pa3BuUT cjaabo, Typrop yMepeHHO CHUXeH. B obnacTtu
BBICTYMNAIONIEN YacCTU MpPaBOM CTOIBI — JETKOE Ocaid-
HeHue. OueHKa cocTossHUs Koxu mo mkaie NSCS
5—6 o6GamnoB. OTMeYeHBl TIPU3HAKU BPOXKICHHOM
KOCOJIAaIIOCTU cTipaBa 3-i cTemnmeHW, (HeTOaTKOroIb-
HOTO CUHApPOMA, CTUTMBI TU33MOpPUOreHe3a: KOpoTKas
mIest, TUITOTEJIOPU3M TJia3, TOTUUecKoe Hebo, caHaaie-
BUIHAs IIedb, MUKPOTHATHSI, TOHKAasl BepXHss ryoa,
HU3KOPACMOJIOKEHHbBIE VIITHBIE PAKOBUHBI, HU3KOpAac-
MOJIOXKEHHAs! NIMPOKasi MEPEHOCHUIIA, «TayuybW» MaJblibl
Ha KuCTsIX. usnueckoe pa3BUTHE MO MEPLIEHTHIHHOM
mkane T. Fenton: macca Tejna, poCT M OKPYXHOCTHU
TOJIOBBI MeHee 30, UTO CBUIETEIbCTBYET O 3aJepXKKe
BHYTPUYTPOOHOTO pa3BUTHS 3- CTENEHU, TUCTIIACTH -
yeckoro tuma. [Ipy ocMoTpe yOeIUTETbHBIX TaHHBIX
B TIOJIb3Y BPOXIECHHOTO OYJJIE3HOTO SIUAECPMOJIN3a
He BBIsIBIeHO. COCTOSIHME KOXHBIX ITOKPOBOB pac-
IIEHEHO KaK TMPOSIBICHUST XPOHUYECKOW THUITOKCUU
HOBOPOXXIEHHOTO C 3aJIep>KKO BHYTPUYTPOOHOTO pa3-
BUTHSL.
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Pucyrok. TlopaxeHue KOXH NP BPOKIEHHOM OyJLie3HoM anuaepmou3e y nauuenta K. 1 Mec xKusHu:
cBexkue (a) u crapbie (0) aeMeHThI — 0yLIbl. (COOCTBEHHDBIE JAHHBIE)

Fig. SKin lesions in congenital bullosa epidermolysis in patient K. 1 month of life: fresh (a) and old (b)
elements of a bleb. (Your own)

B Bospacte 20 4 XM3HM COCTOSIHUE YXYAIIUJIOCH.
Boipaxken cunapom Bo3oyxnenust LIHC, Tpemop KoHeu-
HOCTEM, TETUIo YAepXWBaj IUIOX0, Ha TBUIBHOM CTO-
pOHE TIpaBOi CTOIBI Mallepallyisi, MOKHYTHE TUaMEeTPOM
no 0,5 cMm. Ha nuie u BepxHeit ryoe mosiBUiICsS aedexT
KOXH B BUJIE «ITOTepTOCTH». [ToTepst B Macce Tejia cocTa-
Buna 2,8%. IlepeBeneH B OTAeeHKME MATOJOIMU HOBO-
POXIEHHBIX U HETOHOIIEHHBIX JeTeil I TUAarHOCTUKH
U JIEYEHUS] M3-3a PUCKa BPOXICHHBIX aHOMaJIUi pa3-
BUTHSI, BPOKIEHHOTO 3a00J1eBaHUS KOXW U peau3aiun
BHYTPUYTPOOHOI MHDEKIINN.

ITocne xoppekiMu MeTabOIMYECKUX HapylIeHU
COXpaHSIIMUCh  BbIpaXkeHHOE OeCIOKONCTBO, TpeMop
u rurepectesuss. Ha 5-e cyTku KU3HM TOSIBWINCH
OyJUTBI ¥ 3PO3MM Ha KOHEUHOCTSIX, CJIM3UCTON 000I0UKe
HebOa, BepxHeil ryde (cM. pucyHokK). CocTosiHME KOXU
no mkane NSCS — 7—8 6annos. Jlo yToUHEeHUsT 11arHo3a
JIOKQJIbHO TIPUMEHSUTM MOJIOYKO Bumalst v BOmHBIN pac-
TBOp XJoprekcuauHa. [IpoBeaeH Kypc aHTUOaKTepu-
aJbHOM Tepanuu ¢ 7-X 1o 17-e CyTKU KU3HU.

C yuyeToMm paHHero Haydajia 3a00jieBaHusl, TIOSIBICHUS
BSUTBIX TTY3BbIpEl Ha CIU3KMCTBIX 00O0JIOYKE TOJOCTH PTa
U HaIMYUST AUCTpodudecKoil ¢opMbl OyJIIE3HOTO IIH-
JIepMOoJii3a y MaTepd ITMAarHO3 He BbI3bIBAJ COMHEHMUS.
PebeHOK KOHCYJIBTUPOBAH HEBPOJIOTOM, TE€HETUKOM
U JepMaToJIOTOM, BBICTABJIEH OWATHO3: JOMWHAHTHBIN
BPOXICHHBIN OYJUIE3HBIN SMUAEPMOIN3, JAUCTPODU-
YecKuil THUM. 3ajepkKa BHYTPUYTPOOHOTO pa3BUTHUS
3-1i cTerneHu, IUCTUTACTUYECKUIA TUTI, (PETOATKOTOJIbHBIIN
cuHApoM. BpokaeHHasi KocoyianocTh cripaBa 2-f cTe-
TTeHU, CTUTMBI IU33MOpHOTeHe3a.

PexoMeHToBaHO Ha TTOpaskeHHbIE YYACTKU HaKJIaIbl-
BaTh aTpaBMaTUYeCKKE TIOBSI3KM W MCIIOJb30BaTh aHTH-
CeNTUYECKUX CPelCcTBa. bruoxmMuyeckoe uccienoBaHue
KPOBU BBISIBUJIO CHIDKEHHOE comepykaHue abOyMUHOB.
OOmwmii aHayM3 KPOBU M OOIINI aHAJIU3 MOYM 0e3 0Co-
OEHHOCTEH.

CocrosiHue ynydmmioch. CoOXpaHSUIUCh «MpaMop-
HOCTb» KOXHBIX TTOKPOBOB U OBICTpasi BO30OYIMMOCTD.
Pedaexchl HOBOPOXKIEHHBIX OBICTPO UCTOIIATNCH, OTME-
yajicsl TpeMOp KOHEYHOCTel Tpu Kpuke. PebeHOK Kop-
MMJICSI MOJIOUHOM CMEChIO JUISI SHTEPaJIbHOTO MHUTAHUS
JIeTell TepBOTO Tofa XM3HU C BBICOKMM COIEpKaHUEM
Oesika 4yepe3 MOMJIBHUK JUTS JeTel ¢ pacileMHON Heba
u yepe3 cocky. [IpubaBka B macce 3a 19 gHeil coctaBuia
470,0 T oT Macchl TeJIa IIpU POXKIESHUM. Brimican 1omMoid.
JnsT  MOJIEKYJISIPHO-TEHETUYECKOTO  TTOATBEPKIACHMS
JTOMUHAHTHOTO BapuaHTa BPOXIEHHOTO OYJUIE3HOTO
SMUAEPMONN3a TUCTPOUIECKOTO THUIIA W BBISBICHUS
nedexra reHa COL7A1 3annaHupoBaHa MOBTOPHAsT KOH-
CyJIbTAlIMS TeHEeTHKA.

3aknovyeHue

HaGnromaemblii ciyvyait JOMUHAHTHOTO BPOXKIEHHOTO
OyJIJIE3HOTO  DIMIAECPMONIM3a JAUCTPOPUIECKOTO THUIIA
OTATOIIEH AUCIIIACTHYECKUM THUIIOM 3alepPXKW BHY-
TPUYTPOOHOTO pPa3BUTHST pebeHKa, (HEeTOATKOTOIbHBIM
CUHIPOMOM, THUITOKCUYECKUM TOpaXkeHWeM HepBHOM
cucteMbl. C poxaeHust y pebeHKa mMesach OeIKOBO-
SHEpreTHYecKast He0CTaTOUHOCTh, CBSI3aHHAsT C HECOOT-
BETCTBUEM MEXIY IMOBBIIIEHHOM MOTPEOHOCTHIO B TTUTA-
TeJTbHBIX BEIIECTBAX M OTPAHUTYEHHBIMA BO3MOKHOCTSIMU
ycBoeHusT Uiy, KoppeKius MUTaHusT OCyIIeCTBIsIach
MOJIOYHOW CMEChIO C TIOBBIIIEHHON 3HEPreTHYecKOi
1 OETKOBOI 1IEHHOCTBIO 0€3 YBEeJIMUeHUsI 00beMa TUIIIH.

IMporHo3upoBaHre TeYyeHUS OEPEMEHHOCTU U PHUCK
3a00J1eBaHUS TUTOIa BO3MOXKHBI B CITy4astX yCTAHOBJICHUS
TOYHOTO TEHETMUYECKOTO aedeKTa y OOJICIOEero YieHa
cembu. [IpeHaranbHyto quarHoctuky Ha 10—11-i1 Hexene
GepeMEHHOCTU TyTeM OMOTICUM KOXMU TIIoJa W BOPCUH
xopuoHa ¢ uccienoBannem JHK mona (ompenensitor
JIOKQIM3AlMI0 MYTallud ¢ y9eTOM JAe(eKTHOTO TeHa
MaTepu) BBITIOJHSIOT JUIST PEIIeHsT BOITpoca O TPOJIOH-
TMPOBaHUN OEpPEMEHHOCTH.

POCCUVICKVI BECTHUK MEPUHATOJIOMNMW U MEANATPUM, 2019; 64:(3)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2019; 64:(3)



3axaposa H.U. u coasm. AyToCOMHO-TOMUHAHTHBII OyIUTE3HBII SMUIEPMOTH3 TUCTPODUIECKOTO THITA Y HOBOPOKIEHHOTO

JINTEPATYPA (REFERENCES)

1.

1lleeo A.JI., Typosey A.H. Bynnesnblii anmunepmMonns: momi-
XO/Ibl TeHHOW W KJIeTOYHO# Tepanuu. KieTouHasr TpaHc-
IUTAaHTOJIOTUST M TKaHeBas muxeHepus 2011; VI(4): 21-25.
[Shved A.D., Tourovets A.N. Epidermolysis bullosa: ap-
proaches of gene and cell therapy. Kletochnaya transplanto-
logiya i tkanevaya inzheneriya 2011; VI(4): 21-25. (in Russ)]
Hoesukoe I1.B. TlpaBoBble acrekThl penkux (opdaHHbBIX) 3a-
ooneBanuii B Poccuu u B mupe. Menuunna 2013; 4: 53—73.
[Novikov P.V. Legal Issues Relating to Rare (Orphan) Dis-
eases in Russia and in the world. Meditsina 2013; 4: 53—73.
(in Russ)]

Anvbanosa B.U., [oavuerno B.A. HacnencTBeHHBIN OyJUIe3HBIT
SMUICPMOJIN3: COBPEMEHHBIE MPEACTABICHUSI 00 STHUOJIOTUU
u maroreHese. Poccuiickuii XypHal KOXHBIX U BeHepuie-
ckux OonesHeit 2013; 2: 15—20. [Albanova V.I., Golchen-
ko V.A. Hereditary bullous epidermolysis. Modern concepts
of the etiology and pathogenesis. Rossiiskii zhurnal kozhnykh
i venericheskikh boleznei 2013; 2: 15—20. (in Russ)]
DenepanbHble KIMHUYECKUE PEKOMEHIALIMK TIO BEIECHUIO
OOJIbHBIX BPOXIEHHBIM OYJIJIE3HBIM 3MuaepMon3oM. Poc-
CHIICKOE OOIIIEeCTBO IePMATOBEHEPOJIOTOB M KOCMETOJIOTOB.
Mocksa, 2015 // http://www.pediatrrussia.ru/sites/default/
files/file/kr_vbe.pdf. [Federal clinical guidelines for the man-
agement of patients with congenital epidermolysis bullosa.
Rossijskoe obshhestvo dermatovenerologov i kosmetologov.

IMoctynuna: 13.03.19

Konghauxm unmepecos:

Asmopbl danHoll cmambu h0OMeepoUlU OMcymcmeue KoH-
(haukma unmepecos u PUHaAHCOB0I NOAOEPHCKU, O KOMOPbIX
HEoOxX00UMO cooouUmMb.

6.

Moscow, 2015 // http://www.pediatrrussia.ru/sites/default/
files/file/kr_vbe.pdf. (in Russ)]

Hama3zosa-bapanosa JI.C., Topuxoesa P.M., bensesa H.A.
Vxon 3a Koxkeli HOBOPOXIAEHHOro pebeHka. Mertoauyeckue
pekomenmauuu. M., 2016; 6—7. [Namazova-Baranova L.S.,
Torshkhoeva R.M., Belyaeva 1.A. Skin care of a newborn
child. Guidelines. Moscow, 2016; 6—7. (in Russ)]

Anvbanoséa B.HM. BynnesHblil 3MUAESPMONM3: TIEPBBIA TOM
KU3HU. POCCUICKMIT BECTHUK TTEPUHATOIOTUU U TTEANATPUN
2010; 55(3): 110—116. [Albanova V.I. Epidermolysis bullosa:
the first year of life. Rossiyskiy Vestnik Perinatologii i Pediatrii
(Russian Bulletin of Perinatology and Pediatrics) 2010; 55(3):
110—116. (in Russ)]

Maxkaposa C.I., Hamazoea-bapanosa JI.C., Mypaw-
xun H.H., Enuwes P.B., Yymoaosze T.P., [lemposckas M. H. u dp.
Koppekiuusi HyTpUTUBHOTO CTaTyca B KOMILJIEKCHOI Tepa-
OUK AeTeil, CTpamamlIux AUCTPoGHUIecKoil (Gopmoii Bpo-
XKIeHHOro OyJuie3Horo anuaepmonusa. I[leauaTpuyeckas
dapmakosnoruss 2016; 13(6): 577—586. [Makarova S.G.,
Namazova-Baranova L.S., Murashkin N.N., Epishev R.V.,
Chumbadz T.R. et al. Of Nutritional Status in Complex
Therapy for Children Suffering from Dystrophic Forms of In-
nate Epidermolysis Bullosa. Pediatricheskaya farmakologiya
(Pediatric pharmacology) 2016; 13(6): 577—586. (in Russ)]|

Received on: 2019.03.13

Conflict of interest:
The authors of this article confirmed the lack of conflict
of interest and financial support, which should be reported.

POCCUVICKVI BECTHUK MEPUHATOJIOMN U MEANATPUM, 2019; 64:(3)
ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2019; 64:(3)




