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Peslome

[MpegemaBa ce 20-gneBuo kopmaue ¢ peuecuBua
Epidermolysis bullosa dystrophica. Pogeso 6 mep-
Mud om nepBa, HopMaano npomekaa Gpemennocm,
¢ aunca na koska Bepxy gsicnama nogbegpuua. 3abo-
asiBasemo sanouBa menocpegembBeno caeg pakga-
Hemo ¢ ofwupHo obpasyBane Ha Mexypu u eposuu
no koskama na mopea u kpatisuuume, npoBokupanu
OIM MUHUMAAHU MeXaHuuHu mpaBmu u cnoHmaHHo
BoanukBawy. Mexypume npemunaBam 8 epozuBuu
aesuu, koumo 3a3gpabaBam dabro ¢ peuuguBupawio
obpasyBane na HoBu mexypu. He ce yemanoBsBam
omkaoHeHus om coMamuvnus u nebposozuunus
cmamyc. [lepMamoaozudHusm cmamyc ce npegema-
Bs om muoskecmBo eposuBru aesuu, pasnoaokenu
Bupxy kodkama na mopea, 2oprume u goanu kpatinu-

Abstract

A 20-day-old breast-fed girl with recessive dystrophic
Epidermolysis bullosa is presented. The baby was
bomn in term from first pregnancy with absence of
the skin on the right leg. The disease started at birth
with severe blistering and erosions on the trunk and
extremities formed after minor mechanical traumas.
The blisters also appeared spontaneously. They rup-
tured and formed extensive superficial erosions. The
latter healed slowly with recurrent blistering at these
areas. There are no other affected relatives. A medical
examination showed normal somatic and visceral sta-
tus, muscle tone and reflexes. Dermatological exami-
nation revealed multiple erosive lesions on the trunk,
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uu u auzaBuuama na yemnama kyxuna, HabalogaBa
ce HaAuydue Ha Hokbmua gucmpodus Ha npbcmume
na kpakama. AuncBam omkaonenus om pymunnume
napakaunuunu uscaegBanug. poBegenume eaekm-
pounso-mukpockoncko u ungupekmuo umynoduayo-
pecueHmHo uscaegBane Ha Ae3uonasHa u unmakmua
koka yemanoBaam cenapauust na gepmo-enugep-
MAaAHAMA 2PaHuMHA 30Ha nog lamina densa u aunca na
dayopecuenuus 3a koaazen VI [uaznozama B onu-
caHust om Hac cayuail ce nomBuprkgaba upes npoBe-
gen [THK mymazenen anasus na COL7AI zena.

KalouoBu gymu: peuecuBua epidermolysis bullosa
dystrophica, eaekmponna mMukpockonust, ungupekm-
Ha umyHoguyopecuenuus, [THK Mmymazenen anaaus

upper and lower limbs. The mouth mucous membrane
was affected too. There was also a nail dystrophy on
the toenails. The routine laboratory examinations were
within the normal limits. A skin sample has been ob-
tained from the edge of the fresh blister for electron
microscopy and indirect immunofluorescence exami-
nations. The results showed the basal membrane sepa-
ration under lamina densa and negative staining for
collagen VIL The diagnosis was confirmed by DNA
mutagen analysis of the COL7A1 gene.

Keywords: recessive dystrophic epidermolysis bul-
losa, electron microscopy, indirect immunofluores-
cence, DNA mutagen analysis




