SUMMARY

Severe respiratory mucosal involvement in EBS with plectin deficiency - a case report
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Epidermolysis bullosa is a group of severe hereditary diseases of the skin, also involving respiratory and gastrointestinal tract mucosa. A case is presented of a three-year-old boy with epidermolysis bullosa simplex with plectin deficiency without muscular dystrophy. Oral cavity bullae developed in the early neonatal period and respiratory symptoms in the form of stridor, respiratory crisis, reduced saturation and abundant respiratory tract discharge at 6 months of age, requiring resuscitation on several occasions. Bullae in the oral cavity and hypopharynx along with supraglottic stenosis were diagnosed by endoscopy. Tracheotomy was performed at the age of 7 months; however, breathing difficulties persisted in spite of improved respiratory status. With time, tracheal stenosis developed, accompanied by occasional bleeding and formation of tracheal granulations, with abundant respiratory tract discharge. Swallowing difficulties with food aspiration developed, therefore a gastrostoma was created. As decannulation could not be considered in this three-year-old child, a speech cannula was placed to enable speech development.

SAŽETAK

Teške promjene na sluznici respiratornog trakta kod EBS sa deficitom plektina: prikaz slučaja
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Epidermolysis bullosa (EB) je skupina teških, nasljednih bolesti kože koja može zahvatiti i sluznicu gastrointestinalnog i respiratornog trakta. Prikazujemo slučaj dječaka sa EB simplex sa deficitom plektina bez mišićne distrofije kod kojeg su se vrlo brzo nakon poroda razvile bule u usnoj šupljini. Od 6.mjeseca života počinju respiratorni simptoni u smislu stridora, respiratornih kriza, smanjenja saturacije i obilna sekrecija u dišnom traktu. U nekoliko navrata je reanimiran. Endoskopski su dijagnosticirane bule u usnoj šupljini i hipofarinksu te suženje supraglotisa. Sa 7 mjeseci života je učinjena traheotomija. Nakon učinjene  traheotomije usprkos poboljšanom respiratornom statusu dijete i dalje ima probleme sa disanjem. S vremenom se razvija trahealna stenoza uz povremena krvarenja i stvaranje granulacija u traheji uz obilan sekret u dišnom traktu. Kod djeteta dolazi do poremećaja gutanja sa aspiracijom hrane zbog čega je učinjena gastrostoma. Kako dekanilman za sada ne dolazi u obzir, a dijete je u dobi od tri godine i još nije moglo razviti govor zbog traheotomije, postavljena je govorna kanila.

