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Pesrome

BpoXXnéHbIil Oy/IE3HBI 3MUAEPMOIN3 BKJIIOYAET Pa3IUIHbIe
(dbopmbl 3a60I€BaHISA, XaPAKTEPUIYIONINECA IIOCTOSHHBIM 06pa3o-
BaHUEM IIy3bIpeil B pe3yJIbTaTe CTPYKTYPHOM CIaGOCTH, JIOMKOCTH
KOKU Y HEKOTOPBIX APYTUX TKaHel. Ha ceromHANTHUI feHb CyIie-
CTByeT pAJ, KpUTepUeB JUATHOCTUKY, YCTAHOBJIEHU:A AMArHO3a
U JIeueHUs JAHHOU maTosornyl. CTaThsA MOBECTBYeT 00 OCHOBHBIX
OIIOPHBIX IYHKTAX /I Bpayel oOIell IPaKTUKU U iepMaTOBeHe-
POJIOTOB, CTAJIKUBAIOIINXCA C 3TUM 3a00JIeBaHUEM.
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Abstract

Congenital bullous epidermolysis is a disease characterized by recur-
rent blistering as a result of structural weakness, fragility of the skin
and some other tissues. Today, there are a number of criteria for the
diagnosis, diagnosis and treatment of this pathology. The article tells
about the main strongholds for general practitioners and dermato-
venerologists who are faced with this disease.

Key words: congenital bullous epidermolysis, classification,
clinic, symptoms, diagnosis, treatment.

For citation: Skvortsov VV. Eremina G.V, Belyakova E.V,
Eremenko A.A., Yasko N.V. Congenital epidermolysis bullosa in
medical practice. The Nurse, 2021; 3 (23): 31-35.
DOI: https://doi.org/10.29296/25879979-2021-03-06

BpoXkmEHHBIN OYy/IE3HBIN 3MUAEPMOIU3 BKJIIO-
yaeT pasjauuHble (HOPMBI 3a00IeBaHUM, CBA3AHHBIX
CO CTPYKTYPHOUM CJIaBOCTbIO, JIOMKOCTBIO KOXU
U HeKOTOPBIX APYTUX TKaHel, CONPOBOXJaeMble
TIOCTOSHHBIM 00pa3oBaHUeM Iy3bIpeil. KimuHuyeckue
npoasgeHusa BBD BapbuUpPYyIOT OT JIOKaJIN30BaHHBIX
Iy3bIpel Ha pyKaxX M CTOIax J0 reHepaJn30BaHHBIX
BBICHIIIAHUY II0 BCeMY KOXXHOMY IIOKPOBY U CJIM3U-
CTOI IIOJIOCTU PTa, a TaK)Ke IOpakKeH!:A MHOT'MX BHY-
TPeHHUX OpraHoB. B ocHoBe BbD 3aokeHbl MyTanuu
reHa, KOAUPYIOIEro HeCKOJIBKO PAa3JINYHBIX GeIKOB,
KaXKJbIM M3 KOTOPBIX CBA3aH C MOAJepKaHueM CTPYK-
TYPHOU CTaGMJIBHOCTY KePATUHOIIUTOB WJIU aJire3uei
KepaTUHOIIUTOB K Oa3ajpHOU MeMOpaHe [1, 3, 5].
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BED BriItouaeT mpuMepHO 30 OTAEIbHBIX (PeHOTH-
MUYeCKUX U TeHOTUIUYeCKUuX (opM, COIPOBOXKIA-
eMBIX OJHOU OOIIeld YepTOW: YYBCTBUTEIBHOCTD
K JIOOBIM MeXaHUYeCKUM BO3JEHCTBUAM IIOBepPX-
HOCTHBIX TKaHeH, 0COOEHHO KOXKH, a TaKXXe IIOCTO-
AHHOe II0ABJIeHUe IIy3bIpei MU 9pO3Uil B pesyJibrare
MUHUMAJIBHOTO PACTIKEeHUA KOXU [2, 4].

JTHoIaToreHe3

PazBuTre Oy/JI€3HOTO 3MUJEPMOJIN3a 06yCJIOB-
JIEHO MyTallUAMM T'€HOB, KOTUPYIOIIUX CTPYKTypHBIe
OGeJIKU CTPYKTYP KOXHU, 00eCleYnBAIOIUX CBA3b
MeXJy SIUAEePMUCOM U AepMoii. Ha JaHHBINA MOMEHT
BBIABJIEHO Oojyee 1000 MyTamuil B 15 reHax CTPYK-
TYPHBIX OE€JIKOB KOXXU, BBI3BIBAIONIUX CHUMIITOMEI
BPOXXIEHHOTO OyJIJIe3HOro 3MUAepMoN3a. berkamu-
MUIIEHSAMU JJI Pa3BUTHUA 3a00JI€BAaHUA ABJIAOTCH
KepaTUHBI 5 U 14, AecMOIIaKWH, IJIAKOQUINH-1,
IJIEKTUH, UHTETPUH 06P4, JTaMUHUH 332, KOJIJIareHbl
VII u XVII Tunos, KuUHAJIMH [10].

3a cyeT MyTaluM{ B reHax, KOOUPYIOIIUX CUHTeE3
CTPYKTYPHBIX GeJKOB KOXMU, CTAaHOBUTCSI HEBO3-
MOXXHBIM CHHTe3 HeOOXOZUMOro CTPYKTYPHO OeJKa,
MIPOUCXOAUT CUHTe3 (YyHKIIMOHAJIBHO HEIIOJIHOICH-
HOro Oeyika, OO CUHTe3 6GesiKa C HapyUIeHUSIMU
CTPYKTyphl. KepaTtunsbl 5 1 14B J1I0KaIM30BaHEI B Kepa-
TUHOLMTAX, UHTEIPUH 0.6B4, TaMUHUH 332, KOJIJIareH
XVII Tuna HaxogUTCA BHYTPHU CBETJION IJIACTUHKU
6a3zanbpHOM MeMOpaHbl; KosutareH VII Ttuma — mof
TeMHOH IUIACTMHKON 6a3ayJbHOM MeMOpaHBI, a KUH-
JUIVMH — Ha Pa3HbIX YPOBHAX 3NHUJepMuca. B marosoru-
YeCKHUH Ipolecc MoXkeT ObITh BOBJIEUeHa JII00as Iu-
TeluanabHadA TKaHb [10, 11].

Kinaccudpukanua

OcHOBBIBaeTCA Ha CJIoe KOXHU, B KOTOPOM
pasBuBaIOTCA Iy3bIpu Ipu BED. Pasnuyaror:

ITpocTtoit BED — my3sIpu JOKaIU3YIOTCSI BHYTPU
snugepmuca.llorpanuyseiii BBD — myssIpu BO3HU-
KaloT BHYTPU CBeTJION IJIACTUHKU 06a3ajibHOU MeM-
6panbl.JlucTpodudyeckuii BBD — myseIpu JOKaIn30-
BaHBI IIOJ IIJIOTHOM IUIACTUHKOM 0a3ajIbHONM MeM-
6paubl. CungpoMm KuH[iepa — MHOXXeCTBeHHOe
IopakeHue, KOTOpoe OJHOBPEMEHHO BO3HHUKaeT
BHYTPM CBeTJIOM IJIACTUHKM U II0J IIJIOTHOU
IUTACTUHKOU 6a3aJIbHON MeMOpaHH#l |1, 5].

Kiunuyeckasa KapTUHa

OCHOBHBIMU KJINHUYECKUMU IIPOABIEHUAMU BbD
BCeX TUIOB U IIOATUIIOB ABJIAIOTCA IOBBINIeHHAA
YYBCTBUTEIBHOCTh KOXU K JIIOOBIM MeXaHUYeCKUM
BO3/IeMICTBUAM, IIOABJIeHMWe IIy3bIpeil WJIU 3PO3Ul,
IIOCTeNIEHHOe BO3HUKHOBEHHE MMJIMYMOB (IIOTHBIX
MUJIMAPHBIX KUCT CAJIbHBIX Keslé3 pasMepoM 1-2 MM),
JUCTpo(PUUeCKUX U3MeHEeHUM HOI'Tel (C BO3MOXXHBIM
HCYe3HOBEHWEeM HOITEeBBIX IIJIACTUHOK), PyOIOB

(mIpeuMmyIIecTBeHHO aTpoduyeckoro xapakrepa). He
perko Ha cGHOPMHUPOBAHHBIX PyOIIaX BO3HUKAIOT
HoBble my3bIpu. Jna BBD Takxe XxapakTepHa
CKJIOHHOCTH K (GOPMHUPOBAHUIO U3OBITOYHOHN
TPAaHYJIANUOHHON TKaHU B 00JACTH BOKPYI PTa,
MOAMBIMEYHBIX BIAaZWH, O0O6JAaCTH 3aTBLIKA,
MOACHUYHO-KPECTI[0BOTO OTZesa, IOAB3J0NIHON
061acTH, NTPOKCHUMAJBHBIX OTZEJNaX HOITEBOrO
BaJiMKa). 3aboJjieBaHME COIIPOBOXKJAAETCA OYArOBOU
unu gud@y3HON KepaTofepMuel JajoHel U MOJOMIIB,
JUCXpOMHEeN KOXMU (coueTaHHe BTOPUYHBIX
JelIUIrMeHTHBIX M TUIepIUTMeHTHBIX IATeH).
Bo3MoxHBI HecnenuUIHbIE H3MeHEHUA KOXU:
TopejieHUe WIN OTCYTCTBUE BOJIOC, TUIIONIUTMeHTHbIe
UIU I[BeTa 3JOPOBOM KOXKU TIAIyJbl, OOBIYHO
BO3HMKalOIIMe Ha HUXHeNW 4YacTH TYJOBUINA,
HapyllleHue IOTOOTAeJIeHU:A (TUIIO- U TUIIePrufpos).
KoxxHble mposBiieHUs 3a00JeBaHUs He Bcerza oOHa-
PYXHUBAWTCA B paHHeM [JeTCKOM BO3pacrTe.
Tak, Hanpumep, JUCTPO(UA HOITEeBbIX IIACTUHOK,
MIJINYMBI, U30BITOYHOE 00pa3oBaHMEe TPAHYJIALU-
OHHOM TKaHM (QOpMUPYeTCI dYepe3 HeCKOJIBKO
MecsAIeB WIU JIeT I10cJIe IePBhIX IPOsABIeHUN 3a6ote-
BaHUA. U36bITOUHOEe 06pa3oBaHUe I'PAHYJIAINOHHON
TKaHU 0O0HApyXKUBaeTCsa B 90% ciiydaeB 3a60JieBaHUA,
¥U3-32 4ero MOXKeT OBITh WCIIOJB3BAHO B KadecTBe
JMarHOCTUYeCKOro MMpHU3HaKa.

IOBBIIIEHHYIO0 YYBCTBUTEIBHOCTh KOXKHU K MEXaHU-
YeCKUM BO3ZEUCTBUAM BBIABIAIOT IIPU ee JIETKOM
PACTAXEHUU B PA3JIMYHBIX HAIIPDABICHUAX. Yy IIany-
€HTOB C IIOTPAaHUYHBIM M PeIeCCUBHBIM AMCTpOdIie-
ckuM BBD kKoka Gosiee mojiBepykKeHa MeXaHUIECKOMY
TIOBPEXKIEHUIO, YeM IIpU IpocToil ¢hopme BED. B 6ob-
IIWHCTBe CIy4yaeB IlepBOHAYaJIbHO BO3HUKAIOT IIy3bIPH,
HO BO3MOXKHO IlepBUYHOe (POpMMpPOBaHUe 3PO3HUi, UTO
0COGEHHO XapaKTepHO IIPU IOBEPXHOCTHBIX (popmax
BBD (Hazba3zaymbHbIE TOATUITBI IIPOCTOro BED).

I[Ipy reHepanu3oBaHHBIX (popMax IOTpaHUY-
Horo BBD u penieccuBHOM guctpoduraeckoM BBED xapak-
TEPHO HeIlpephIBHOE 06pPa30BaHMe ITy3bIpeli, BHE 3aBU-
CUMOCTH OT BO3[IeICTBUA Ha KOXKYy U TeMIlepaTypbl BO3-
nyxa. IIpu IOCTOSHHOM OGPa30BAHUU ITy3bIpeld U pac-
TIPOCTpaHeHUM Ha KoXKe, YBeJIMUMBaeTCAd BePOATHOCThb
TIOpa)KeHUsA JPYTUX OPTaHOB — BTOPUYHOE IOpaKeHUe
TI04YeK U Cep/Alia, IOBBIMIAeTCsS PUCK IIpeXeBpeMeHHON
CMepTHU OT OCJIOKHEeHUl [4, 7, 9].

ITpocToii OyJIIe3HBIN ITUAePMOIN3

ITpocToii GyJIIe3HBIN SIHIEPMOJIN3 COIIPOBOXK/A-
eTca o6pa3oBaHMeM BHYTDPUIIHJePMaJbHbIX
My3bIpei, KOTOpble BOSHUKAIOT IIPU [e3UHTerpanuu
U IIUTOJIM3e KepPaTHMHOLMTOB 0e3 IIPHU3HAKOB pyOIie-
BaHMA, aTpodUH M 00pasoBaHUA MUJIMYMOB. THII
HacJaeJoBaHUA ayTOCOMHO-IOMUHAHTHEIN [5, 9, 10].

Onujgepmonns OyJIJIIe3HBI IIPOCTOM JIETHUU
Be6epa-KokkeliHa — aGopTHMBHAA JIOKAJIN30BaHHAA
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dopma mpocrToro OyiIe3HOTO SHMUAEPMOJIN3A.
CompoBokJaeTca o6pa3oBaHUeM IIy3bIpeil B 06J1aCTH
KHCTeH ¥ CTOI B JIeTHee BpeMs Iofia, 0COOeHHO IIpU
BBIPaKeHHOM JIaJIOHHO-TIOZONIBEHHOM TUIIeprUipo3e;
peXxe IOpakeHUA BO3HUKAIOT B 00JIACTH CIIMHBL, JIOK-
TeBBIX U KOJEHHBIX CyCTaBOB, 3aTBLIOYHON OGIACTH.
[10] Kak mpaBumio, IepBble KJIMHHUYECKUe IPU3HAKU
MOABJIAIOTCA B IIePHOJ, II0JIOBOT'O CO3PeBAHUA, OJHAKO
BO3MOKHO BO3HUKHOBeHUe IIy3bIpeil M 3posuil Ha
CJIM3UCTOM ITOJIOCTY PTa y peb6éHKa J10 1 roga mpu Ciry-
YalfHOM OCMOTpe IoJIocTu pTa. Ha MecTe Jerkom
TpaBMaTU3allUyd IIpU HeU3MeHeHHOU KoKe IIOABJIA-
I0TCSI My3BIPU pa3MepoM oT 0,5 mo 7 c¢M u 6ojee
C IJIOTHOM NOKPBIIIKOM U IIPO3PavyHbIM COAEPKUMBIM.
CumnToM HUKOJIBCKOTO OTpUIlaTeNbHbIM, aKaHTOIU-
TUYeCKHe KJEeTKU OTCYTCTBYIOT B COZEPXHMOM
mysbIps. UYepe3 HeCKOJBKO JHeW Iy3bIpHM BCKPbIBA-
I0TCA ¢ 06pa3oBaHNEM 3PO3UH, TOKPBIBAIOIIUXCA KOP-
KaMu U OBICTPO SMUTEJTU3UDYIOTCA 6e3 PyOGIOBBIX
usMeHeHUH miau arpoduu. Ily3pIpu MOABIAIOTCA Ha
NIPOTKEeHUM BCel XU3HU, C BO3PacTOM IOpakKeHUA
JIOKQJIU3YIOTCA B OCHOBHOM Ha KOHEUYHOCTAX, OCO-
6eHHO Ha CTOIaX ¥ KUCTAX (IPU ILJIOXO IOXOOpaHHOM
00yBU M Ha YYaCTKaX TECHOTO IIPUJIETAaHUS OeXKIbI);
B ITOCTIyGepPTaTHBIM IEepHOA KOJIMYeCTBO BO3HUKA-
IOIMUX IIy3blpell yMeHbIIaeTcd. l3MeHeHUs ciIu3U-
CTBIX 060JI0YeK ¥ HOT'Tell MUHMMAaJIbHBI, 00Iee COCTO-
AHVe He yxXyAllaeTcA. BoaMoxHa IpeHaTajabHad Jua-
THOCTUKA 3TON (OpMBI 3a60/IeBaHUA 1O BBLICOKOMY
COZiepP’KaHUIO B CBIBOPOTKe KPOBU OGepeMeHHOH a-de-
TonpoTenHa Bo II Tpumectpe. [5,9,10]
leHepanu3oBaHHBIe (POPMBI pas3fieNAOTCA Ha 2

MIOATPYIIIIBL:
1. repreTU()OPMHBIN BPOXIEHHBIN OYJIE3HBIN
snugepmoanus (Dowling-Meara) compoBoXxgaeTcs

CT'PYIIIIUPOBAaHHBIM PacIlOIOXKeHUeM Iy3bIpel, mpeu-
MYIIeCTBEHHO B 0GJIACTH KUCTeH U CTOIL. IIpu faHHOM
3a60JIeBAHUU CyIIeCTBYeT 3HAYUTENIbHBIN PUCK pas-
BUTHUA PaKa KOXU;

2. HerepreTu(OOPMHBIN BPpOXKIAEHHBIN OYyJIIE3HBIN
snuzepmonu3 (KebHepa) xapakTepusyeTcs OTCYT-
CTBHEM CKJIOHHOCTH K TPyNIMPOBAHUIO IIy3bIpei,
a KOXKa KUCTel M CTOII He IOPa)KalmTCHA; PUCK pas-
BUTHUA PaKa KOXXU MUHUMaJIeH [5, 9].

IorpaHUYHBIN BPOXKIAEHHBIN OY/LIE3HBIN
MM EePMOJIN3

Benymum mpusHaKOM ZAaHHOU (oOpMBI 3abosie-
BaHUA ABJIAETCA HapyIlleHUe 3Majll.

ITorpaHUYHBIN BPOXKAEHHBIN OyJIIE3HBIN dnuiep-
MOJIW3 JeJUTCA Ha 2 OCHOBHBIX IoATuIma: epiauTia,
He — I'epouTna.

[Tpu [aHHOM 3a60JI€eBaHUU IIPU JI060H ero ¢popme
My3bIpU MOABJISAIOTCA Ha JIOO0OM YyYacTKe KOXKHU,
3aHuUMasg OoJbIIVe IUIOMAAUN KOXXHOI'O IIOKPOBA.
YacTo BO3HUKAIT OCJHOKHEHUA: MUKPOCTOMUA

(cy>keHHe POTOBOrO OTBEPCTHUA), AHKHUJIOITIOCCUSA
(mpupacTaHue A3bIKAa K HIDKHEU IIOBEPXHOCTH PTa),
aHeMHUsd, Cy)KeHHMe IIMINEeBOAA, IOPaKeHUsd IJIas,
Cy’KeHUe U 3aKyIIOpKa BepXHUX JbIXaTeJIbHbIX IyTel,
3afiepkKa pasputui. IloaTun lepiutia nmeer Gosee
TAXKeJIOoe TedeHMe U Jallle IIPUBOAUT K CMepTH [2, 3, §]

Juctpodudeckuii BpOKIAEHHBIN OY/LIE3HBIN
MM /IePMOJIN3

B 3aBHCHMOCTH OT THIIAa HacjelOBaHUA JeIUTCA
Ha JOMUHAHTHBIM U peleCCUBHBIN HOATUIBL IIpu
9TOM IIOpPa)keHUsS KOKU IOABJIAIOTCA y HOBOPO-
KJIeHHBIX.

JUJ1s1 JOMUHAHTHOTO ITOATUIIA XapaKTePHbI HaIPs-
»KeHHble, IVIOTHBIe, IIy3bIPH C CEPO3HBIM MJIM I'eMOop-
paruvyecKUM COJIepKUMBIM, KOTOpPbIe PacIpOCTpaHsA-
J0TCA Ha 3HAYMTEJNbHBIX yYacTKaX KOXXHOTO IIOKPOBa,
U BO3HHUKAIOT IIOCJIe He3HAaYUTEeJIbHOU TPaBMBI (Jale
B 06J1aCTH KOHeYHOCTeH). IIpy BCKPBITHU HA UX MecTe
OCTAIOTCA 3PO3UBHO-A3BeHHbIe IIOBEPXHOCTU, MeJ-
JIeHHO 3a)KHUBapIlue, II0CJIe KOTOPBIX OCTaITCA
VYaCTKU MATKOM WJIM KeJIOUJIOIOJZOOHOH! pPyO6IIOBOI
aTpoduu BHayaje PO30BOrO, 3aTeM 0eJIOro IIBeTa.
B o6iracTu CycTaBOB Ha MeCTe BCKPBIBIIUXCS ITy3bIpel
dbopMUpyOTCA MOpaXkeHUsA B BUZe PyOLOBOM TKaHU
C MHOKeCTBOM 3IUIePMaJIbHbBIX KUCT (MUJINYMBI).

CUMITOM 30HUJepMajJbHON OTCIONKHU IIOJIOKU-
TeJbHBIN. BoBjleueHHBbIEe B IMAaTOJIOTUYECKUU IIPOIECC
HOT'TU YTOJIIeHbI, AUCTPoGUYHBL. CIM3UCThIe 000-
JIOUKH IIOPa)KaloTCA PefKo. Boiyockl, 3yObl u obmiee
pasBUTHe OOBIYHO He M3MEHAIOTCA, OZHAKO YacTo
OTMeYaeTCA acColUanuA C HUXTUO30M, (GOJUIUKY-
JIADHBIM KepaTo30M, ruiepTpuxos3oM. IlocToaHHOe
IoABJIEHYE ITy3bIpell U 5PO3U B IUIEeBOJie IPUBOJLAT
K Cy)XeHUI0 IUIIeBoJa HapylleHWIO InoTaHud. Her
3aJlep’KKU B PA3BUTHUU U aHeMUU, HU3KUM PHUCK pas-
BUTHA PaKa KOXHU U AeTCKas CMePTHOCTD.

BynnesHsll JUCTpOUYECKUN pelleCCUBHBIN
reHepaJIM30BAHHBIN SMUAEPMOIN3 (OYy/Ie3HBIN ANC-
TpoduUeCKUN MOTUANCIIIACTUYECKUIN SIIUAepMOJIN3)
BO3HUKaeT npu (HOPMHUPOBAHUU NIy3bIPeH B COCOY-
KOBOM cJIoe JlepMbl. IlaTosorndeckuii mpouecc cBs3aH
C yBeJIMYeHHEM YPOBHA U aKTUBHOCTU ¢epMeHTa
KoJuIareHasbl, paspymaromeil koJsutareH VII tuma
(koymareHosus). B pesymbTaTe JepMaTon3a IPOUC-
XOIUT JIU3UC KOJJIATEHOBBIX (GUOPUILI € ParonmuTo3oM
ux MakpodaraMu W pas3pylleHUAMU HUXKe lamina
densa. 3abosieBaHMe IIPOABIAETCA Y HOBOPOXKIEHHBIX
WX B IepBble HeJeNU >KWU3HU. Ily3bIpd BO3HUKAIOT
CIIOHTAaHHO Ha JIIO60OM y4YacTKe KOXXHOTO IIOKPOBa
U CIU3UCTBIX 000JI0YeK, HepeaKOo C reMMmopparuye-
CKUM COZEepKUMBIM. IIpy MX BCKPBITUU OCTAIOTCA
5PO3UBHO-A3BeHHBIe ITOBePXHOCTHU.

CUMIITOM 3IUJEPMAIBHON OTCIOMKU IIOJIOKU-
TeJbHBINA. Ha 9PO3UBHO-A3BEHHBIX yYdCTKAX PA3BUBA-
I0TCA MeJUIeHHO 3aKMBalOIyie BereTally, OCTaBJIAI0TCA
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YPOACTByIOIYE aTpoduiecKue pyonbl. PyOIioBbIe M3Me-
HeHUs MUINEeBOZA, DIOTKU, CIM3UCTON OGOJIOYKHM pTa
MOI'YyT IpUBOAMUTHL K 3aTpPySHEHHMIO IIpHeMa IHIIH,
OGJINTEPUPYIOT BHIBOJHBIE IIPOTOKU CIIOHHBIX JKeJle3,
OI'PAHUYUBAIOT IIOABUXHOCTL A3bIKd, BBISBIBAIOT JIe-
Korvtakuio. [lopaxkeHUs I71a3 IPOABJAIOTCA B BUje 3PO-
3UBHO-A3BEHHOI'O KepaTUTa C HNOUIeAYIOIINM pyOIeBa-
HHeM, 3a CueT Yero BOo3MOKHa II0Teps 3peHud, GopMu-
pyeTcs pyOIOBOM SKTPOIKOH, OOJUTEpUPYIOTCA IIPO-
TOKM CJIe3HBIX JKese3. HaOmiomamoTca Takxe
AKPOIMAHO3, CKJIePOAePMOIIOA0OHbIe U3MeHEeHH KOXKU
Kucrel, cron. Ha ¢one storo opmupyrorcs cruba-
TeJIbHble KOHTPAKTYPhI CYCTaBOB, aKpPOOCTEOJIU3, IIPO-
ucxogut AedopManuA KUCTeH II0 THUILY <BapeXKu»
(cpactanue u gedopmanud IanblieB). XapakKTepHa
TaKkXe IUCTpodUsA HOrTeHd, BOJIOC, 3yOOB. 3aboseBaHue
TaK)Ke IIPOABJIAETCS HApyIIeHUAMU B IPYTUX CUCTeMax
OpraHu3Ma: SHAOKPUHHON (TUIO(QYHKIMA IUTOBUIHON
»KeJie3bl, TUIT0Q13a), HEPBHOM (3MMIEIICUA, OTCTaBaHUe
YMCTBEHHOI'O pPasBUTHU:A) cucTeM. B paHHeM geTckoMm
BO3pacTe BBICOKA JIETAJIBHOCTb OT CeICHCa, aHeMMHU,
HapyIlIeHus MUTAHUA; B 60ojiee cTapIieM BO3pacTe — OT
3JIOKaYeCTBEHHBIX HOBOOOPA30BAaHU KOXKUY, ITUIIEBOAA,
OpraHoOB IIOJIOCTU pTa. Bo3Mo)kHa IIpeHaTasbHasA [JUa-
THOCTUKA OOJIe3HW II0 pe3y/IbTaTaM OHOIICUU KOXKU
wrofa Ha 21-11 Hejeyle Pa3BUTHUA U BBIABIEHUS OIU-
CaHHBIX paHee U3MeHeHU.

PenieccuBHBIN pucTpodudeckuit BBD nmenurca Ha
2 OCHOBHBIX IOATHUIIA!

1. Hallopeau-Siemens: BbICOKasd BepOATHOCTH
IopakeHus JPYyTrUX OPraHoOB, KPOMe KOXKU.

2. no-Hallopeau-Siemens: iérkoe TeuyeHUe, HU3Kasd
BepPOATHOCTh IIOPa)KeHU:A JPyIUX OpPraHoB, KpoMe
KOXU.

I[Tpu Jsro6oti hopMe pelecCUBHOTO TUCTPO(GUIECKOTO
BBD BBICOKMI PUCK pa3BUTHA PakKa KOXH [4, 9, 10].

Cunapom Kunpiepa

Ilpu ganHOM dopme BBD mysweipu (popMupyoTCA
K MOMEHTY POXJAeHHUS peOeHKa, pacIoJaraloTcsa Ha
pasHBIX ypOBHAX oanujgepmuca. Co BpeMeHeM
Pa3BUBAETCA CBETOUYBCTBUTEIBLHOCTH, CBOEOOpa3HbIe
coyeTaHUs aTpoduU M NUTMEHTAllUHU, H3-3a 4Yero
KOXKa IIproOpeTaeT «IECTPHIN» BUJ, (IOWKIIOLEPMHU).
XapakTepHBI IIOpa)keHUsA HOITell U (popMupoBaHUe
aTpoduIecKUX pyOLOB, IMOPAXKAETCH KeJTYAOIHO-KU-
IMeYHBIN TPaKT (KUMIeYHUK, >XKeIyAOK, IHUIIeBOJ)
U MoueInoJyioBas cucrema [2,5].

JlnarHocTuka
JuarsoctudyecKkue MepONPUATHUA IO pasfesd-
I0TCA Ha IepUHaTaJbHBIE U IIOCTHATaJbHBIE.
CylmecTByeT [Ba OCHOBHBIX MeTOZA IIOCTHATAJIbHOUI
JuarHoctTuku BBD: mMMyHOQIIOOpeciieHTHOe TeHe-
TU4Yeckoe KapTupoBaHue (IAM) u sj1eKTpoHHasd
mukpockonua (TEM). B kadecTBe Marepmana [Ijad

HCCIIeJOBAaHUA HCIOJIb3YeTCsI OMONTAT HeIOBpeXIeH-
HOI'O U MOBPEXJEHHOI0 y4aCcTKOB Koxu. IIpu IAM
OIIpesIesIAI0T HATNYKe creuruIecKnx 6eIKOB KOXU,
C WCIIONIb30BaHMEM CIIeIIMaJbHBbIX MOHOKJIOHAJIbHBIX
AHTUTEJ, KOTOpble H30UpaTeTbHO CBA3BIBAIOTCH
TOJIBKO C OIIpeJieJIeHHBIM O6eJIKOM KOXXU. Ecoty maHHbIT
0eJIOK OTCYTCTBYyeT B OMOIITaTe, TO MOHOKJIOHAJIbHbIE
aHTHUTeJIA OCTAIOTCA HECBA3AaHHBIMM, OKPAIIWBAHUA
CllenlUaJbHBIM CBeTAIIMMCA COCTAaBOM He IIPOHC-
xoguT. IIpy 2/IeKTPOHHOM MUKPOCKOIIMM OIpejess-
I0TCA KOHKpeTHBbIe KOMIIOHeHTBI KOXKH, OTCYTCTBHUE
KOTOPBIX, CIIOCOGHO BHI3BaTh pa3Butue BBED: KepaTu-
HOBBIe (QUJIAMEHTBHI, IIOJYJeCMOCOMBI, SKOPHBIe
(uOpHILIEI U IIp. 3HAYUTEJIBHYIO POJIb UTPAeT aHAIN3
JHK, n1poBOAUMBINA C IeJbI0 BBIABJIEHUS TreHeTude-
CKOM MyTaIlMHd M cIocoba HAc/JIelIOBAHUA, KOTOPBIN
HUCIIOJIb3yeTCA TOJbKO IIPU HaJIWUYUU U3MeHeHUH,
HalizeHHbIX pu [AM u TEM, Tak Kak aHa/Iu3y HeoO-
XOAUMO IIOABEPTrHYTh CJIUIIKOM MHOI'O TI€HOB,
KOTOpBbIe MOTYT OBITH TIOBpeXJeHHI.
B nepuHaTajbHON JUAarHOCTHUKe MCIIOAb3yeTCsA Mare-
puaJ, NOJydeHHBIN U3 OKOJIOIJIOLHBIX BOZ, IIPU CPOKe
GepeMeHHOCTH Gosiee 17 Heziesb. [IOBpeKIeHHBIN T'eH
ompegendaeTca nmyteM aHanusa JHK [3, §].

Jleuenue

Ha cerogHAMHMTH JeHb crenypruiecKoil Tepanuu
BED He cymecTByeT. OCHOBHOE BHUMaHUe yAeNAeTCA
npoduIaKTHKe TPaBMUPOBAHUA KOXHU, a IeJbI0
JledeHUs BO3HUKIIUX IMOBPEXJeHUN KOXU ABIAETCA
SMUTeJN3aluA DPO3UBHO-A3BEHHBIX IIOpa)KeHUMH,
IIpefoTBpallleHNe Pa3BUTUA BTOPUYHON MHOeKIUU
U JledeHUe COIYTCTBYIOIIUX 3a00JIEBAHUN U OCJIOXK-
HeHUI.

C mesnpl0 yCKOPEHHUA [JeJeHUA KJIETOK KOXH
U 3a)XKUBJEHUA TKaHel Has3Ha4valoT OKCHUJ, IIMHKa
B 3aBHCHMOCTH OT BO3pacTa pebeHKa. B KoMIIIeKcHOM
JedeHUU BBD npuMeHAIOT PeHUTONH (AupeHnH)

C mesiplo OOIIEYKPEIUISAIOMEr0o 1 UMMYHOKODPPU-
rupyipomero JeHCcTBUA Ha3HayaloT: BUTAMUHBI
rpynnsl B, C, I, A, pyTUH, HUKOTUHOBYIO KUCJIOTY,
NIAHTOTEHAT KaJbIWsd, HYKJIE€HMHAT HAaTpUsd, METHUIY-
panwmi, BIMBAHUA ILUIa3MBI, TAMMAaIOOYIUH, IIpema-
parTel XxeJesa.

B orTHomeHuu HasHauyeHUA cucteMHbIX ['KC
B JIUTepaType UMEIOTCS IIPOTUBOPEYUBble MHEHUS -
pAL aBTOPOB IPHUJEPKUBAETCA MHEHU:A, UTO NPU
TsKeJbIX popmax BBD HasHauenue I'KC mpeaymnpex-
JlaeT pa3BUTHe 060CTPEeHUH, 0COGEHHO DU JIeTATEHON
pasHOBUIHOCTU GosiesHU. Kypc JledeHUs HAYMHAIOT
C HasHayeHUA 103 A0 40-60 MI B CYyTKHU A0 YJIy4-
IIEeHUA, C IOCIeAYIOIMUM CHUXKEHUEM [I03UPOBKU
BILJIOTBH /IO IIOJIHOM ero OTMEeHBI.

[apaniespHO WCIONB3YIOT aHAGOJIMYECKUe CTe-
poubl, aHTUOAKTepUATbHbIE IIPEnapaThl IIHUPOKOTrOo
CIIeKTpa JeWCTBUA, WHPY3HMOHHYIO Tepamnuio, B TH.
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BJIMBAaHUA aIb0YMUHA H[WIX ILUIa3MEL IIpu mocieny-
OIMUX 000CTPEeHUAX TIKeNbIX hopM BBD mesecoo-
6pasHbel KopoTkue Kypcbl 'KC 1-2 Mr/Kr BHYTpPBb
C IOCJeAYIOIMNM IOCTeIIeHHbIM CHUKeHHeM MJ03bl
BILIOTH [JO IIOJHOM OTMeHBI npenaparta. [pyrue
aBTOPBI CYUTAIOT, YTO MCIIOJBb30BAaHUE CHUCTEMHBIX
I'KC mpensaTcTByeT 00pa3soBaHUIO Iy3bIpeil Ha KOXe
U He CIOCOOCTBYeT 3a)KUBJIEHUIO, YCUIUBAeT GOpMU-
poBaHUe pPyOLOB. [12]
CornacHo maHHBIM DEBRA, B seyenuu BBD peko-
MeHJYIOT UCII0JIb30BaTh HAIllpaBJIeHU:
1. IIpoTenHOBaA Tepanus — BHYTPUKOXXHOE BBe-
JleHUe KoJljareHa 7 THUIIA.
2. TenHas Tepanus — BBOAUTCA TeH, KOJUPYIONTUN
IIOBpeXIeHHBIN OeJIOK, IIyTeM IlepecaiKu ydacTKa
KOXXU C UCIIPaBJIeHHBIM I'€HOM (TPaHCTeH, BBeJJeHHBIN
HeJIOCTAIOMUI T'eH).
3. KileTouHas Tepamus — BBOAUTCS HeOOXOLMMOe
KoJIm4ecTBO (GUOGPO6IACTHI 3TOPOBOTO JOHOPA.
4. KoMOUHUpOBaHHAas Tepamusd - CO3ZAIOT
«TUOPUIHBIe» KOKHBIe TPAHCILIAHTATHI (JOHOPCKUeE
¢bubpo6yIacThl M KepAaTUHOIUTHL IMAaIUeHTa).
Llestecoo6pa3HOCTh TEpamMy OCHOBAaHA Ha MeHBbIIEM
PUCKe peaKIVM OTTOPKeHUA TPAHCILJIAHTaTa.
5. Tepamusa ¢ UCIONIB30BaHUEM CTBOJIOBBIX KJIETOK
KOCTHOTO MO3Ta — CHCTeMaTH4yecKoe BBeJeHHe JOHOP-
CKUX CTBOJIOBBIX KJIETOK KOCTHOTO MO3Ta peIfUIIeHTa
WIN IepenporpaMMUpPOBaHNE COOCTBEHHBIX KJIETOK
KOXXU ITaIfUeHTa C I[eJbl0 MOJIy4YeHUA HOBOTO HCTOY-
HUKa TeHeTU4eCKU UCIIPaBIeHHBIX CTBOJIOBBIX KJIETOK.
6. JlekapcTBeHHaA Tepanus
e (HokayT u 3ameHa» siRNA (nHpOpManmuoHHOM!
PHK)

® [pemapaThl, KOTOPble IIPeJOTBPAIaIOT IIpeX-
JeBpeMeHHOe 3aBepIIeHNe SKCIIPeCCUU IeHOB
(PTC124, unum reHTaMUILUH), IPENATCTBYIOT
IIpeXxieBpeMeHHOMY PacllO3HaBaHUIO CTOI-CUT-
HajJa MeXaHW3MOM CHHTe3a 6esiKa, IPOJIOH-
TUPys TeM CaMbIM IIpOLiecC TPaHCAALUU, T.K.
HEKOTOpble reHeTUdYeckue JedeKTsl npu BED
3aCTaBJIAIT IIPEKPATUTh PaboTaTh MeXaHU3M
crHTe3a OesIKa B KJIeTKaxX KOXXKU PaHbIle, YeM
3aBepIlleH CUHTe3 IIOJHOIIeHHOTO OeJIKa.

® CUMITOMaTH4YeCcKasd TepPalus — aHAJbIeTHUKH,

AHTUOWOTUKY PA3IUYHOIO CIeKTpa JelCTBU,
IIPOTUBOAHEMUYeCKHe IIpelapaTsl, IIpernapaTsl
ceJleHa M KApHUTHHA, MeCTHOe JiedeHue |5, 6, 7.

Heo6XoguMO y4YUTHIBATHL BIUAHHE BBICOKOU
TeMIIepaTypbl U BIAKHOCTH OKPYXKaloIIel cpeApl Ha
MeXaHIYeCcKue CBOMCTBA KOXHU IIPU yXoJie 32 OOJIbHBIMU
(co3maHMe ONTMMAJBHOTO MUKPOKIMMATa), 0COGEHHO
IIpU Ce30HHBIX (popmax 3aboseBaHus (4, 7, 9].
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