3
IBS) 6-7
1BD 5~25%
IBS 60
Elongating

toxin

acquired immunodeficiency
syndrome; AIDS

CMV

CMV
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CMV
CMV
CMV
real-time PCR viral load

Giardia lamblia

oral-anal sex
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(aganglionosis)
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pseudo-obstruction syndrome (CIIPS)

hypoperistalsis syndrome (MMIHS)
(immature ganglionosis)

(hypoganglionosis, oligoganglionosis)

bacterial translocation
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IPEX

Unsworth

endotoxic shock

(chronic idiopathic intestinal
megacystis-microcolon-intestinal

endotoxic shock
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2 X
IPEX(immunodysregulation, polyendocrinopathy,
enteropathy, X-linked)

3. IPEX
4, 3
APECED(Autoimmune polyendocrinopathy-candidiasis-ectodermal
syndrome)
1/100,000
T
IPEX
FOXP3 T
FOXP3
IPEX APECED
AIRE
IPEX 1
3 /
APECED (Autoimmune
polyglandular syndrome)1
3
IgE
(B T )
( ) AIE-75 villin

APECED
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TPH(tryptophan hydroxylase)

FOXP3 IPEX AIRE
APECED
IPEX
A
IPEX
APECED
IPEX

1) Nicole M et al. Autoimmune enteropathy; a review and update of clinical
management. Curr Gastroenterol Rep. 2012;14;380-85.

2) Akarm et al. Adult autoimmune enteropathy; Mayo Clinic Rochester
experience. Clin Gastroenterol Hepatol. 2007;5:1282-90.

3) Singhi et al. Pediatric autoimmune enteropathy; an entity frequently
associated with immunodeficiency disorders. Mod Pathol. 2014:27:543-53.
4) Barzaghi et al. Long-term follow up of IPEX syndrome patients after
different therapeutic strategies; an international multicenter retrospective
study. J Allergy Clin Immunol, Advance online publication. doi:
10.1016/j.jaci.2017.10.041.

5) . . . 2009;12:1751-53.

6) . IPEX FOXP3+ T

2015;33:1915-19.

7) Nedelkopoulou et al. (2016). The spectrum of autoimmune enteropathy. In
Textbook of Pediatric Gastroenterology, Hepatology and Nutrition.
Switzerland: Springer International Publishing, pp.13-22.
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VIP
WDHA watery-diarrhea-hypokalemia-achlohydria syndrome
VIP

VIP

NacCl

24

VIP
VMA HVA NSE

CT

somatostatin analogue
somatostatin analogue VIP
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B 3 Zollinger-Ellison 25%
multiple endocrine neoplasia type 1 MEN1
MEN1
pH
CT MRI
percutaneous transhepatic portal venous
sampling PTPVS selective arterial

calcium injection test SACI test

H2
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60 70%

5-HIAA 5-
5-HT ACTH
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20 1

CT MRI

ACTH NSE
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Myosin- b MYO5B 2008
Mueller T

PAS
CD10
MYO5B

1) Ruemmele FM, Schmitz J and Goulet O. Review: Microvillousinclusion disease
(microvillous atrophy). Orphanet Journal of Rare Diseases 2006, 1:22

2 Miiller T, Hess MW, Schiefermeier N, Pfaller K, et al. MYOS5B mutations cause
microvillus inclusion disease and disrupt epithelial cell polarity. Nat Genet. 2008
Oct;40(10):1163-5.

3 Koepsell SA, Tamon G. Light microscopic diagnosis of microvillusinclusion disease
on colorectal specimens using CD10. Am J Surg Pathol. 2010 Jul;34(7):970-2.

4 Thoeni CE, Vogel GF, Tancevski | et a. Microvillusinclusion disease: loss of Myosin
vb disrupts intracellular traffic and cell polarity. Traffic. 2014 Jan;15(1):22-42.
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congenital chloride diarrhea; CCD
CI-/HCO3
Cl Cl
HCO3-
Na*t/H+ Na* Na



Na*t/K+* Na+
K 7022-q31
CI-/HCOs SLC26A3
Na*t/H+
Na
Na ClI SPINTZ2 Gcucyzc
SLC9A3
complex1 Nat/H+*
Na ClI (100mEg/L )

glucose-galactose
malabsorption; GGM

SLC5A1
SGLT1
(sodium/glucose cotransporter)

https://www.shouman.jp/details/12_1_3.html

(fructose malabsorption)
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GLUTS

GLUT-2

(hydrogen breath test: HBT)
HBT
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(congenital lactose intolerance)

60,000 1

LCT
LCT

LCT MCM6
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LCT

pH 5.5 Na+ 70 mEq/L
20 mg/dL
20 ppm
B - ® ®
Lactaid®
B R T T T T P S P S P P S P S S S P P P P P S P P S S P P P P P S S S S o
(congenital sucrase-isomaltase
dificiency)

CSID



CSID

(S1)

Sl

CSID

pH

5,000 1
20 1
2
sucrase-isomaltase
3026.1
CSID
pH <5.5
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H2
H2
20ppm
2012
University of Washington
Molecular Development Laboratory

Sucraid®

*hkkkhkhkkkhkkhkkkkihkkhkkikkhkkikkhkkihkkkihkikkik

Shwachman-Diamond syndrome

Shwachman-Diamond
syndrome: SDS
SBDS

90 SBDS
SBDS

75,000 20

A D E K

G-CSF



15~30 MDS
AML

o0k whRE

90 SBDS
SBDS



