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Case presentation
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Wt:3200egm , Lt:47cm ( at birth:45cm)
HC:35cm ( at birth:33cm)




Case presentation

Lab data:
CBC: Hb: 7 WBC: 4500 Plat:354,000
Na:128mEqg K:2.8 CL:85
TP:4.3¢ alb:2.5¢

FBS, BUN, Cr, TG ,CL, LDL , HDL :NI

ABG: Metab. Alk.
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1-CBC 2-Lipid profiles




Johanson blizzard Syndrome



Syndromic( phenotypic) diarrhea
(THE Syndrome)
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1-CBC
Yes, How?
1-Thrombocytopenia:
Wiskott A. Sx

2-Neutropenia:
Shwachman-D. Sx.

3-Lymphopenia:

Lymphangiectasia ,Abetaliopoproteinemia
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2-Lipid Profile:

Yes, How?

Low levels of lipids (TG,CL, LDL,VLDL) are seen in
pat.s with lymphangeictasia and ABLP.
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1-Anemia
2-Hypoproteinemia
3- Hypo:Na , K, Cl and Met.Alk.

4-Stool: Many fat droplets
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5- Hypo: Na, K, Cl , Met. Alkalosis
6- Many fat droplets in stool

Most probably...?
CF
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Case presentation

Sweat Cl test:
Cl:115mEq/L
(CF was confirmed)

Pitfalls of sweat test?

What is the substitute or alternative of sweat test?

kissing or licking
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Clinical presentations:
1-prenatal(Fetal) life

2-Postnatal life

CF Triad:

1-Anemia 2-Hypoproteinemia 3-Edema
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1- Microvillus inclusion dis. ( M.atrophy)
2- Intestinal epithelial dysplasia ( tufting synd.)
3- Syndromic (phenotypic) diarrhea

4- IPEX



S,l95 panis Julgl 9 S31580 0595 > i i Ylgawl Je i Liv

D Luo,us)l wix > JMWs| -2

1- congenital chloride diarrhea

2- congenital Na diarrhea
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