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BuBegenue

Enmnepmonusuc Oynos3a xepeauTapys € efHa KIMHUYHO, TeHe-
THYHO ¥ OWONOTMYHO XETEepOreHHa TIpyma OT HacleACTBe-
HU 3a00NIABaHUSA, KOHTO CE TPOSBSIBAT C MEXypH IO KOXa-
Ta W JIMTaBHIINTE, BH3HUKBAIIM CIOHTAHHO WM TI0-4ECTO B
pesynrar Ha TpaBMma. JledpuHHpaHW ca TpHU IVIaBHU KIMHUYHH
¢opMu Ha 3a00/19BaHETO: OOMKHOBECHA OyJIO3HA CMHACPMOIIH3a
(epidermolysis bullosa simplex), rparnuyna Oymo3zHa emnuaep-
monu3za (epidermolysis bullosa junctionalis) u muctpoduyna
6ynosna emmaepmonmsa (epidermolysis bullosa dystrophica).
Knacudukanusra ce 6a3upa Ha ONpeeNsiHE HUBOTO HA MEXYpH-
Te Ha/l ¥ B IEPMOCTIHIepMAalTHaTa IPaHNYHA 30HA ¥ CbOTBETCTBA~
muTe KIMHUIUHY mposiBa. (Tabm. 1)

Tabnuua 1. Jlokanusauus Ha MOpONOrMYHUTE HapYLLUEHUS MpY enu-
nepmMonu3auc bynosa xepeautapusi
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Bug Msicto Ha MatonoruyHo | MaronoruyHo

obpasyBaHe NpPOMeHeHU npoMeHeHuU
Ha MexypuTe CTPYKTYypU npoTeuHu

Epidermolysis | BasanHu ToHodunameHTn |Keratin 5 u 14

bullosa KepaTuHOLUUTH

simplex

Epidermolysis | Lamina lucida | Xemugecmosomu, | Laminin 5,

bullosa 3aKoTBSALLYU integrina6p34

junctionalis dunameHTn

Epidermolysis | Lamina densa | 3akoTesim Collagen Vii

bullosa dumbpunu

dystrophica

MornekynsapauAT Ae(eKT IpU pa3iundHuTe GOpMH BOTH JIO pas-
JUYHA JIOKaNIM3allis Ha HapyLICHHSTA B JIEpMOETHICpMAaHATA
30Ha. MSICTOTO M €CTECTBOTO Ha MYTAIHATA ONPEACIS KITHHUY-
HUsl QCHOTHIT, KOHTO Bapupa B ITUPOKHU MPAHHUIH — OT JIEKO, JIOKa-
JU3UPAHO CTpajiaHue [0 TeHEepalM3UPaHO, HHBAIHIU3UPAIIO
3ab0nsgBaHe.
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Knuanyen cnyqaﬁ IHOKa3aBa CHCTOSHHE MpPEOH U CJIEJ EKCTpaknud Ha
Yy)K/I0 TSUIO OT 00JacTTa Ha CTPUKTYpaTa B 30HATa Ha
TBPBO (PU3HONIOTHYHO CTECHEHHE Ha XPaHONpPOBOJA
¢ GyHHMEBHIHO pa3IupsBaHe HA XWUMO(dapuHKca Hal
TOBA HUBO.

IIpencraBsime citydail Ha MALMEHT C PELUCUBHA JHC-
TpoduuHa Gopma Ha emuaepmonusuc Oymoza (EB),
MOCTBIINII IO CIEeNTHOCT B KiuHUKara o YHI 6ome-
CTH C e30(hareaana HEMPOXOJUMOCT cJie]] KOHCYMAaIHs
Ha TBBbpaa xpaHa. Ot obard roauHu e ¢ aucoarus,
no0pe mMmo3HaBa CTPAaJaHWETO CH W Cla3Ba TEYHO-
kamaBa nueta. Cro0ImyM 3a cTpajaHue OT XpPOHWYEH
MPOCTATUT U CTPUKTYPH Ha ypeTparta.

be B 3amoBonmuTenHO 0010 cheTosHUE. OYEBHIHO
HEIOXpaHEH M C HaMalleHO KOJIMYECTBO IOAKOXKHA
MacTHa ThkaH. OT AepMaTOIOrHYHHS CTATyC — U3pa-
3€H OuiaTepaleH eKTpOITuyM Ha KJIermadnuTe, MHKPOC-
TOMHSI ¥ aHKHJIOIJIOCHS, JIE3UH TI0 YCTHUTE U HeOlle-
TO, HUKATPHUIIHAIHHI IIPOMEHH TI0 JOJIHUTE U TOPHUTE
KpalHHUITH, BOJCLIU 10 KOHTPAKTYPH, KOKHA aTpOdUst

C XHUIIO- U XUICPIUTMEHTAIIUA U CPUTEMHU MAaKYIIH,
I[I/ICTpO(bI/I‘IHH IMPOMCHH Ha BCUYKH HOKTH.

Qur. 1

dur. 3

dwur. 2
dur. 4

Cnen u3BBpPIIBAHE HAa KOHTPACTHO H3CIIEABAHE CE
eKCcTpaxupa 4YyKIO TsUI0 B IPOKCHUMAalTHATa dYacT
Ha XPaHONpPOBOJAA. PEeHTreHONIOrHyHOTO H3CIelBaHE

byxupane He ce U3BbPIIN [IOPAAN PUCKA OT TPABMH-
paHe Ha XpaHompoBoza. I[lacaxxbT ce Bb3CTaHOBU.
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uckycus

CryyasT npejicTaBisiBa HHTEPEC MOPAIH CBOSTA Psili-
KOCT, KakTO M MOpaad TEeXKECTTa Ha H3MEHEHMATA
oT ctpaHa Ha JIOP opranuTe, KOETO MOXE 1a Ipe-
Ju3BHKa 3ab0omsBaHeTo. OmHcaHy ca IUKAaTPUKCH U
CpacTBaHHs, aHTAXHUPAIIH HOCHATA KyXHHA, MEKOTO
HeOlle U JIapuHKCa C aHKWJI03a Ha apUTCHOMIUTE U
CTEHO3M Ha JIApHHKCA. YBPEJHWTE B yCTHAaTa KyXHHa
BOJIST /IO AaHKHIIOTJIOCHS, MUKPOCTOMHS, 350€H KapH-
ec. Bcnuku Te3u xapakTepHH 3a TEKKara JUCTPOPHUY-
Ha EB-yBpexknanus BomsaT 1o Jiomo obpaboTBaHe Ha
XpaHaTa B yCTHaTa KyXHHa M BIIOLIAaBaT e30(areanHu-
T€ IPOOIEMH.

AHraxupaHeTo Ha XPaHOMPOBO/A MPU TUCTPOPHIHA-
ta opma Ha EB e onmcano 3a mbpBHU 06T OT Stout. (2)
CuMnToMuTe OOMKHOBEHO Ce IMOSBSBAT Cllel JAETCKa
BB3PACT, a HAW-paHO — TpU pEIECHBHATa TUCTPO-
¢myna dopma. (3) [Ipu Hest MOYTH BCHYKH MALHEHTH
pa3BHUBAaT CUMIITOMH JI0 TPETOTO CH JeceTuierue. (4)
Cunura ce, 4e pelMIUBHpaINaTa TpaBMa Ha MyKO3aTa,
IIpEIU3BUKAaHA OT MOITBUIAHETO HAa TBBPAH XpaHH,
BOIM 10 OOpa3yBaHETO Ha OyaH W ce MOCHEeABa OT
(hopMHpaHeTO Ha NUKaTPUKCH U cTpUKTypu. 50% or
CTPUKTYPHUTE HACTHIIBAT B MPOKCHMAJIHATa TPETA Ha
XpaHOIPOBO/Ia, OOMKHOBEHO HAa HUBOTO HAa KPUKOU/A
U KpHKO(QAapUHTCATHUS] MYCKYN, KBIETO JIyMEHBT €
Hal-TeceH, 25% B AMCTANHUS Kpaldl U B OCTaHAJIHUTE
ClIy4yau Ha HAKOJIKO HUBA. (5)

[ToBeyeTo CTPHUKTYpH Ca CPaBHHUTEIHO KBCH (CpexHO
2 1o 6 cM) M JOKAJIM3UpaHU, HO YECTO CE Cpelar u
IO-IBJITY CTPUKTYPH. (6) [loOpe mo3HaTo yClIoKHEHUE
e opMHupaHeTO Ha CpacTBaHUs BCIIEACTBHE Ha OyiIuTe
WM TTBK BCIICJICTBHE Ha XPOHHYCH JKEJle3eH Ne(ULNT,
KOMTO € pe3ynTar OT XpOHHYHara KpbBo3aryba oT
KO)KaTa ¥ XPaHOCMUJIATEITHUSI TPAKT, @ OCBEH TOBA U OT
XpoHHYHO Henoxpansare. (7, 8) [Ipu nuctpoduynara
topma pubposara BoaH 10 CKbCIBAHE HA XPAaHOIIPOBO-
J1a, TIOCJIEIBaHO OT pedayKC U CTPUKTYPH. (9)
[TpobnemuTe ce 3aapI009aBaT OT XPOHUYHOTO Bb3Ia-
JeHHE Ha XpaHONpPOBOIA, KOETO MOXE Ja JOBEIE 0
CIIa3bM M HapyIIeHa MepucTaiTuka. ToBa 3aeIHO ChbC
CTPHKTYPHTE TOBHIIIABA PHUCKA OT 3acsimaHe Ha 6omyc
XpaHa, OOCTPYKIHsS U AaclHHUPalHMOHCH IMHEBMOHMT.
(5) ducarnsara cbe CBbp3aHUTE C Hesd MpoOIeMH Ha
HeJJOXpaHBaHE W BIOIICHO 3apacTBaHE HA paHUTE €
OCHOBHHST MpOOJeM MpH JICYCHHETO HA MAIMEHT C
nuctpoduyna EB. (10, 11)

To GuBa MeIMKaMEHTO3HO U XHUPYPIUYHO, HO PE3YII-
TaTUTE HE Ca MOTBLPJACHU B TOJEMH CEpUHU OT Hallu-
eHTH. MeIMKaMeHTH KaTo (pEeHHTOMH, BEepamaMull U
KOPTHKOCTEPOHIM OWJIM MpHJIaraHu C LeJl ChbTBETHO
Jla HamMalsiT 00pa3yBaHEeTO Ha MEXYpH, Ja KOPUIHpaT
IUCMOTHIMTETA M Ja HamansaT oTtoka. (12, 5, 13)
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Hskou eMIUMpUYHO Tpuaarar OJI0KaTopH Ha MPOTOH-
Hara IoMIia, 3al0TO Ha TeopHs PeIyKChT € Bb3-
MOKHO YCIIO)XKHEHHE, KOETO OIIe IIOBeYe Ja YBpEeIu
KpEXKaTa JIMraBuIla Ha XpaHonpooga. (14)
XUpypruyHOTO JEICHUETO Ha TE3U CTPUKTYPH € IPO-
THBOpPEYHBO. byxypaHe e OMII0 NpUIIaraHo B IPOABJI-
sxeHue Ha nosede oT 60 roguuu. Cera ce cuuTa, 4ye
TaHTeHITHATHUTE CHJIM TIPU HETO BOJAT [0 JIFOIEHE Ha
JIECHO paHMMaTa MyKo3a, 3aabin0odaBaHe Ha (QHOpO-
3aTa ¥ CTPUKTYPUTE ¥ HEOOOCHOBAHO BHUCOK PHCK OT
nepdopaitus. (15) Ipes 1984 r. Feurle cro6um 3a met
ciyyast Ha Eb ¢ e3o¢areaqHu CTpUKTYypH, TPETHPAHU
YCIIENTHO MOCPEACTBOM OalloHHA AHJIaTalus C Boxay
u 6aJoOH 3a aHTHOIUIACTHKA II0J] PEHTICHOCKOICKH
KOHTpOJI. (16)

Onmcana e 6anoHHA TUIATAUUS 0] E€HIOCKOICKH
KOHTpOJ. Haii-ronsimMara cepus OT IALUEHTH € Ta3H
Ha Anderson. 3a nmepuox or 10 roquHM TOH € U3BBP-
mun 182 gwnararum npu 60 manmentu. Heycmex
HabIroaaBan caMo MpH eIuH, U TO mopanu ¢Gobus oT
nrmn. He cpoOmaBa 3a ycnoxseHus. Pesynrarute
My ITOKa3BaT, 4¢ CHIOCKOICKaTa OaloHHa AUIaTalus
I10J] aHECTE3HS ¢ Tiponodon odnekyaBa aucharuira u
BOJIU JI0 HaTpymBaHe Ha Terio. CunTa, 4ye npouexypa-
Ta e Oe30macHa U ce ToHacs Jieko. (14)

[pu manueHTH ¢ TEKKO YBPEXKIAHE HA XPAHOIIPOBOIA
¢ OuJia U3BBPINBAHA [UTACTHKA C TPHUCAXIaHe Ha aebe-
10 uepBo. (17, 18) Boopeku ye nepuonepaTHBHUTE
YCIIOKHEHHUSI 1 CMBPTHOCT Ca HHCKH, TOBa JICYEHHE €
CBBP3aHO C BHCOK PHCK 33 T€3H YBPEIEHU U OOMKHO-
BEHO HEIOXPAaHEHU MallMEeHTH.

[TepkyTaHHaTa racTpOCTOMHS € aTPAKTHBHA BB3MOX-
HOCT, 3aI[OTO TapaHTHpa JOCTaBSHETO Ha HeoOXo-
JUMOTO KonmdecTBo xpana. (19) Cmopen Anderson
OajloHHATa JMIATAIlUs MMa CBHINUS yCIeX, Karo Io3-
BOJIsIBa TONIBPIKAHETO HA aJCKBAaTHO XPaHEHE ILIIOC
[ICHXOJIOTUYECKUS TUTIOC, Y€ MAlUEHTBT C€ XPaHU
npe3 ycrara, BBIIPEKH Y€ 0CTaBa Ha JMETA.

Karo ce umar mpeaBun HEZOCTAaTBIUTE Ha MEIUKa-
MEHTO3HOTO M XHPYPIHYECKOTO JICYECHHE, €HIOCKOII-
ckara OajoHHA QUJaTalys H3TIEKAa C Hal-roIeMu
IIAaHCOBE 32 yCIEX.

Jakaouenue

CtpukTypara Ha XpaHONPOBOJA € MWHBAIMIM3MpAIla
nposiea Ha quctpoduuna Eb, ocobeHo Ha penecuBHa-
ta opma. HsimMa nocrarbuHO MHGOpPMAIHMA OTHOCHO
ONTHUMATHOTO TIOBEJACHWE TNPHU TAKUBA MAIMECHTH.
ByupaHeTo € CBhbp3aHO C BHCOK PHCK OT mepdopa-
uust. banoHHara AunaTaius MO PEHTIEHOCKOICKH
WM €HIOCKOIICKH KOHTPOI € Moxe OM Hal-IoaX0s-
I1a ¥ m@ansma nporeaypa.
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