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WOLMAN HASTALIGINDA AKUT KARIN TABLOSU UZERINE BiR DENEYIM
D Gokee*, N Emaratpardaz*, S Yonat**, AN Altun***, YH Cavusoglu*
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***Gazi Universitesi Tip Fakiiltesi Cocuk Metabolizma ve Nutrisyon AD

Giris: Wolman hastalig1 tanisiyla sebalipase alfa enzim tedavisi altinda izlenmekte olan hastaya intestinal
perforasyon 6n tanisiyla yapilan laparotomi ve patolojik degerlendirme sonuglar: sunulmustur.

Olgu: 10 giinliikken kusma,batin distansiyonu sikayetiyle bagvuran hastanin fizik muayenesinde hepatomegali,
splenomegali, ndrolojik muayenesinde aksiyal hipotonisitesi mevcuttu. Laboratuvar bulgularinda eslik eden
hipoalbuminemi, periferik yaymasinda vakuollii lenfosit goriilmesi, kanda lizozomal asit lipaz enzim diizeyi 0
nmol/spot/h olmasiyla Wolman hastaligi tanisi aldi. Hastanin takibinde mevcut hastaligina bagli abdominal
distansiyonu siirekli mevcuttu. 9,5 aylikken hipokalsemi nedeniyle tedavi gérmekte iken oral tolerasyonunda
azalma, fizik muayenesinde batin distansiyonu olup defans ve rebound yoktu. Hematokezyasi olmasi,hemoglobin
degerlerinin diismesi nedeniyle c¢ekilen ayakta karin grafisinde diyafram altinda stipheli serbest hava goriiniimii
olmasi ve abdomen ultrasonografide portal vende gaz?, kalsifikasyon?, intestinal iskemik siire¢? yorumu sonucu
abdomen BT ¢ekildi. Acil laparotomi karar1 alindi. Laparotomide serbest hava, pnématozis, bagirsaklarda dolagim
bozuklugu ve serbest mayii yoktu. Tiim bagirsak mezosunu dolduran graniilomat6z yapida lenf nodlar1t mevcuttu.
Bagirsak duvari ve parietal periton dogaldi. Iki adet lenf nodu biyopsi amaciyla eksize edildi. Biyopsi amaciyla
eksize edilen lenf nodlarinin patolojisi ksantomatdz histiositoz ile uyumluydu.

Sonu¢:Wolman hastaligi; kolestrol ester ve trigliseridlerin hidrolizinden sorumlu lizozomal asit lipaz enzim
aktivitesindeki kayip sonucunda ortaya ¢ikip sindirim sistemi ve karacigerde hiicre i¢inde lizozomlarda trigliserid,
kolestrol ester birikimine neden olmaktadir. Bu birikim graniillomatoz tiptedir.

Wolman hastaliginda organlarda bu birikim tipik olmasina ragmen literatiirde mezenterik lenf nodlar1 birikimi
yayini bulunmadigindan Wolman hastaliginda bu tip tutuluma dikkat ¢ekmek istedik.

Anahtar Kelimeler: Wolman Hastalig1, intestinal Perforasyon, Mezenterik Lenf Nodu, Ksantomatdz Histiositoz
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A CLINICAL EXPERIENCE ABOUT ACUTE ABDOMINAL SIGN IN WOLMAN DISEASE
D Gokce*, N Emaratpardaz*, S Yonat**, AN Altun***, YH Cavusoglu*

*Gazi University Faculty of Medicine Dept. of Pediatric Surgery
**Gazi University Faculty of Medicine Dept. of Pathology
***Gazi University Faculty of Medicine Dept. of Pediatric Metabolism and Nutrition

Introduction: We aimed to present the pathological results of laparotomy, which was initially evaluated as
intestinal perforation in a patient diagnosed with Wolman and treated with sebalipase alfa.

Case: The 10-day old female patient who referred with vomiting,abdominal distension had hepatomegaly,
splenomegaly,axial hypotonia. Her laboratory signs were hypoalbunemia, lymphocytes with vacuoles in peripheral
smear, 0 score lysosomal acid lipase in blood.The patient had a complaint of continous abdominal distension due
to Wolman syndrome. At the age of 9.5 months while she was being treated for hypocalcemia, her oral tolerance
was getting decreased, her physical appearance had abdominal distension with no defensive and no rebound. Due
to hematochezia, decreasing in hemoglobin value; standing abdominal X-ray was taken.There was suspicious free
air appearance under the diaphragm. Abdominal ultrasonography interpretation was gas in the portal vein,
intestinal ischemic process? so abdominal CT was taken. We decided to emergency laparotomy. There was no free
air, pneumatosis, circulatory disorder in the intestines and there was no free fluid in the laparotomy. There were
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granulomatous lymph nodes filling the entire intestinal meso. Intestinal wall and parietal peritoneum were normal.
Two lymph nodes were excised for biopsy. The pathology result of lymph nodes which were excised for biopsy
was consistent with xanthomatous histiocytosis.

Result: Wolman's disease occurs as a result of the loss of lysosomal acid lipase enzyme activity, which is
responsible for the hydrolysis of cholesterol esters and triglycerides, and this defect causes triglyceride, cholesterol
ester accumulation in the lysosomes inside the cell in the digestive system and liver. This accumulation is of the
granulomatous type.

Although this accumulation in organs is typical in Wolman's disease, we wanted to draw attention to this type of
involvement in Wolman's disease, cause of there is no publication in the literature regarding mesenteric lymph
node accumulation.

Keywords: Wolman Syndrome, Intestinal Perforation, Mesenteric Lymph Node, Xanthomatous Histiocytosis
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