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e SIKAYET:

— Ates yuksekligi — Karin agrisi
e 2 gun 6nce baglamis,

— Sag ayak bileginde sislik

(1 haftadir)  Tim karin b('jlge:sind(—?-
o yaygin, ancak siddeti
— Ayak bilegi etrafinda azalmis
kizariklik Karakteri:

 Ataklar halinde,
* 1-2 gin slren
Siklik;

* Son 3 ayicinde 3 kez
benzer karin agrisi



— Anne- baba akraba evliligi
— Colyak (14 yas) (kuzenler)

— 4 kardes
* Hepsi AAA takipli

* Abisinde ek olarak
tangier hastalig

* Anne ve baba AAA
tasiyici

— Tangier (15 yas)
— AAA (16 yas)

— Tonsillektomi (6 yas)



Aliskanliklari
e Sigara, alkol ve
bagimlilik yapici madde

kullanmiyor.

Kullandigi ilaglar

* Kolsisin 2 gram/giin

e Sulfosalazin 2x500mg

Indometazin 3x25mg

(ltzum halinde)

* Glutensiz diyet



* SISTEM SORGUSU:

— Genel:
* Ates yuksekligi

— Cilt:
* Ayak bileginde kizariklik

— GIS:
e Karin agrisi, ara ara ishal

— Kas iskelet:
e Sag ayak bileginde agri ve sislik,
e Her iki baldir bolgesinde agri



* FIZIK MUAYENESI:
— Genel durumu iyi
— Ates: 37.6 C
— Tansiyon: 125/80 mmHg
— Nabiz: 88 atim/dk

— Solunum sayisi: 14 /dk



¢ GIS:
— Batinda yaygin hassasiyet,
— Rebaund yok , defans yok , bagirsak sesleri azalmis
— Traube kapali (dalak yaklasik 3 cm ele gelmekte)

* Kas-iskelet:
— Sag ayak bileginde artrit,
— Etrafinda erizipel benzeri dokintu



Laboratuvar:

Hemogram

Sedimentasyon: 29 mm/saat

Lokosit: 5,31 10 3/mkrL
Notrofil: 3,23 10 3/mkrL
Hemoglobin: 12,3 gr/dL
Trombosit: 85 10 3/mkrL

CRP: 61,10 mg/L
SAA: 4,66 mg/dL

Glukoz: 99 mg/dL
Ure: 23 mg/dL
Kreatinin: 0,73 mg/dL
AST: 26 U/L

ALT: 28 U/L

ALP: 102 U/L

GGT: 16 U/L

Albimin: 4,5 g/L
T.bilirubin: 0,5 mg/dL
Sodyum: 138 mmol/L
Potasyum: 4,08 mmol/L



Tam idrar tetkik:

— Protein negatif

— Hemoglobulin negatif
— Mikroskopi: normal

Spot idrar protein/kreatinin: 8/84
(0,094)

FMF GEN MUTASYON:

M694V HETEROZIGOT+M680I
HETEROZIGOT

RF: NEGATIF
Anti-CCP: NEGATIF
ANA: NEGATIF
HLA B27: NEGATIF

HDL-K:<5mg/ dL
Total —-K: 45 mg / dL

LDL : HDL<5 oldugu icin 12 ile
17 arasinda bir degerde
oldugu diastunulmektedir

Trigliserit: 117 mg / dL

Ferritin: 93 ng/mL

Vit B12: 420 pg/mL

Folat: 5,3 ng/mL

25-Hidroksi VitD: 13,2 ng/mL



Goruntuleme

* PA akciger grafi:
— NORMAL

e Tum abdomen ultrason
— Splenomegali (20 cm)




TEDAVI| PLANI

Anakinra 100mg/gin *
Kolsisin 3x500mg
Naproksen lGzum halinde

Sulfasalazin 2x1gram™**

*Takiplerinde uzun sire ataksiz izlenen hastada anakinra 100mg/giin asiri
olacak sekilde doz araligi azaltildi.

**Takiplerinde artrit izlenmeyen hastada sulfasalazin kesildi.



ANAKINRA SONRASI
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Colyak hastalig

* Glutene maruziyeti ile ortaya cikan ve glutensiz

diyetten sonra dizelme gosteren

* |nce bagirsakta mukozal inflamasyon, villoz atrofi ve

kript hiperplazisi ile karakterize hastaliktir.



Klinik ozellikler

Serolojik testler

Endoskopi ve histolojik

testler

HLA testleri

TANI

Anti-doku transglutaminaz

antikorlari IgA : POZITIF

Anti-deamide gliadin
antikorlari 1gG/IgA: POZITIF

Anti-endomizyal antikorlar

IgG: POZITIF

IG A: NORMAL



Intestinal lesions in celiac disease
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Schematic drawing of the characteristic histologic changes seen in celiac disease as
described by Marsh. The lesions range in severity from only increased numbers of
intraepithelial lymphocytes in the early stages (Type I) to elongation of the crypts
(Type II) and progressive villus atrophy (Type 3a to 3c).

IEL: intraepithelial lymphocytes; EC: epithelial cells (in villus).

Modified from: Marsh MN. Gluten, major histocompatibility complex, and the small intestine, A
molecufar and immunobiologic approach to the spectrum of gluten sensitivity ("celiac sprue’).

Gastroenterology 1992; 102:330.

UST GIiS ENDOSKOPIi VE
HISTOLOJISI

Duodenum ve bulbusta
intra epitalyel lenfositoz

Kriptler hiperplazi

MARSH 2



Diagnostic approach for suspected celiac disease in an adult patient on gluten containing diet*

Diagnostic approach for suspected celiac disease in an adult patient on gluten containing diet*®

Check tTG-IgA and total Iga |
I
I 1 1
Positive tTG-IgA MNegative tTG-Iga: Megative tTG-IgA:;
undetectable IgA detectable Iga

¥

Check DGP-IgG

DGP-1gG DGP-IgS
elevated not elevated

¥ ¥

Is there a high probability of celiac disease?*

Perform upper endoscopy
with ducdenal biopsies

Individuals with a high celiac disease probability include:
T I 1 = Individuals with signs/symptoms of malabsorption
Marsh O or 1 Marsh 2 or 3 such as significant (_:|1ronic diarrhea or
intestinal lestions "1 imtestinal lastions 1 steatorrhea and weight loss
= Individuals with risk factors that place them at
¥ _ ¥ moderate/high risk for celiac disease who also have

- - consistent gastrointestinal or extraintestinal
perform alternate antibody te Celiac disease signs/symptoms to suggest celiac disease
{EMA-IgA or DGP-Iga) confirmed

= Re-review ducdenal biopsies

| N
I 1

Moderate/high risk factors for celiac disease include:
= First- and second-degree family members with
confirmed celiac disease

Megative celiac-specific Discordant i celiac-specific = Type 1 diabetes
serclogy and Marsh 0 or 1 celiac serology serclogy and Marsh 2 or 3 = Autoimmune thyroiditis
intestinal lesions and histology intestinal lesions
= Down and Turner syndromes
¥ = Ppulmonary hemosiderosis

Perform HLA-DQ2,
DQE genotyping <

HLA-DQZ and HLA-DOQZ or Yeas Mo
DQ8 absant DQE present
v v v y
Repeat upper endoscopy and
ducdenal bicpsies after a per::'_."; u';Per IEEF'DE‘_:EPV
Celiac diseas= high gluten diet for 6 to 12 weeks Celiac disease b uodenal biop=ies Celiac diseasea
excluded & confirmed . - excluded
1= hi logy disgn ic rﬁrlla_ hIS‘:':I_:ﬂCIgIC featureﬁ_’“
for celiac diseasa?1 of celiac disease present?

Yes Mo Marsh O Marsh 1, 2, or 3
l l intestinal lestions"1 intestinal lestions 1
Celiac disease Potential Celiac disease Perform HLA-DQ2Z,
confirmed celiac disease ¥ excluded DQS genotyping <

I

I 1
HLA-DOQZ2 or HLA-DQZ and
DQE present D8 absant

¥

= Ewvaluate for non-celiac causes
of villous atrophy

= If e other cause detected,
trial of gluten free diet for
12 to 24 months followed
by repeat upper endoscopy

and biopsy
I
I 1
Histologic Mo histologic
response response
¥ ¥ hd
Celiac disease Likely non-celiac
likely enteropathy ¥
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ILISKILI OLDUGU DURUMLAR

Dermatit herpetiformis
Diabetes mellitus (Tip 1)
Selektif IgA eksikligi

Down sendromu

Otoimmun tiroid hastalig
Gastroozofageal refli hastalig
Eozinofilik 6zofajit
Mikroskobik kolit

Miyokardit ve kardiyomiyopati
Atrofik glossit
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Is there an association between familial Mediterranean fever
and celiac disease?
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The frequency of the celiac disease among
children with familial Mediterranean fever
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ARQGAMTE2

THE PREVALENCE OF CELIAC DISEASE
AMONG PATIENTS WITH FAMILIAL
MEDITERRANEAN FEVER

Sedat IGIKAY", Nurg(l ISIKAY? and Halil KOCAMAZ?

e (Colyak tanili hastalarda MEFV mutasyon sikligi, Tirkiye'deki
normal populasyon ile benzerlik géstermektedir.

e Calismalarda Colyak ve AAA arasinda bir iliski olmadigini ortaya

konulmustur.



Sonuc-1

 Otoimmun hastaliklar diger otoimmun ve
otoinflamatuvar hastaliklar ile birlikte
gorulebilir.

e Colyak hastaligi ve AAA toplumumuzda sik

gorulmektedir.



TANGIER HASTALIGI

HDL-K seviyeleri <5mg / dL
DuslUk ApoA-| seviyeleri
ABCA1(ATP-Binding Cassette transporter Al)'deki

mutasyon (Hucresel kolesterolliin apoA-I'e

baglanmasini kolaylastiran bir protein)

Otozomal resesif



Tangier hastaligi-Klinik

Klinik

* Sari-turuncu tonsil

e Periferik néropati
 Hepatosplenomegali,
 Anemi, trombositopeni
 Korneanin opaklasmasi

* Erken miyokard enfarktisu ve

stroke

Laboratuar

 Plazma HDL-K<5mg/dL
» Total kolesterol <150 mg / dL

* Plazma trigliserit dlizeyi

normal veya yuksek

 Dusuk ApoA-I



Bizim hastamizi ele alirsak;

* Sari-turuncu tonsil

* Periferik néropati

* Hepatosplenomegali,
* Anemi, trombositopeni
* Korneanin opaklasmasi

* Erken miyokard

enfarktiisu ve stroke

Plazma HDL-K <5 mg / dL
Total kolesterol <150 mg/dL

Plazma trigliserit diizeyi

normal veya yuksek

Duislik ApoA-I



* Tangier hastaligi nadir gorulen bir hastaliktir.

 Litaretirde AAA ve/ veya colyak hastaligi ile

birlikteligini gosteren yayin bulunmamaktadir.



Sonuc -2

* Biz burada 3 farkli hastaligi tasiyan bir hastayi
ilgin¢ ve nadir olmasi nedeniyle sunmayi

amacladik



TeSetotoiin edenim.
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