1)

3)

2)
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Langerhans cell histiocytosis LCH

Letterer-Siwe Hand-Schdiller-Christian Histiocytosis-X
WHO 2007 LCH LCH
LCH single-system disease multi-system disease

single-system disease involving a single site
single-system disease affecting multiple sites

5%
CD1a
Birbeck S100 CD207 CD1a IgGLFc
25% 33%
25% 15% 10%
LCH LCH 51% 22% 19% 19%
24% 9% 45%
3% 26%
2012 10 91%
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Definite Probable

A.

1.

2.

3.

4,

10-20% 10-40 2-4:1 90%

B.

1.

CT MRI

(1) X

(2) CT HRCT 5mm

mm cm
2.
S100 CD1a CD207 S-100
Birbeck

stellate fibrosis
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e. DIP RB-ILD
f. cellular stage intermediate stage fibrotic
stage cystic stage fibrotic stage cystic
stage
( )
CDl1a 5%
C.
DIP
RB-ILD

Birt-Hogg-Dube

Light-chain deposition disease

COPD
Definite
-1 B-2
Probable
-1
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Possible
LCH -1

LCH

%FVC (%)

%FVC 2 80

80 > %FVC 2 50

50 > %FVC

/
(%)

70 > /

30 >

/

PaO, (Torr)

60 PaO,

90%

2
SpO, < 90%

1-3

IT

4-5

6-8
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2014 Birt-Hogg-Dubé BHD

GL

Birt-Hogg-Dubé BHD 1975-1977
Hornstein-Birt-Hogg-Dubé

fibrofolliculoma

3
20 BHD
Orphanet Report Series
10 0.5
200
2001 17 17p11.2 FLCN
folliculin FLCN 579
I II
FLCN BHD germline mutation
loss of heterozygosity (LOH) somatic mutation
Knudson
suppressor gene) BHD FLCN
germline mutation FLCN
C
BHD 3
fibrofolliculoma trichodiscoma
acrochordon 2~4 mm
25
89% 24%
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38

(chromophobe renal carcinoma)

chromophobic/oncocytic hybrid tumor

50
(oncocytoma)
subtype papillary
40
20

BHD
7 50

40

BHD
30 40
3-5

CT MRI
20
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3cm

QOL

40

12-34%

A\

BHD

clear cell

14



Diagnostic criteria for Birt-Hogg-Dube syndrome
1. Definite diagnosis (genetic diagnosis)
Pathogenic FLCN germline mutation

2. Definite diagnosis (clinical diagnosis)

2-1. At least five fibrofolliculomas or trichodiscomas, at least one histologically confirmed, of
adult onset*

2-2. A first-degree relative with genetic diagnosis of BHD syndrome, and manifests at least one
among the following #3-1, #3-2, and #3-3.

3. Probable diagnosis (clinical diagnosis)

Patients should fulfill two for diagnosis among the following clinical findings

3-1. fibrofolliculomas or trichodiscomas of adult onset*, less than five, at least one histologically
confirmed

3-2. Multiple lung cysts in the both lungs: variable shapes (oval, lentiform, or irregular-shaped),
showing lower-medial zone predominance, with no other apparent cause, with or without
spontaneous primary pneumothorax**

3-3. Renal cancer: early onset (<50 years) or multifocal or bilateral renal cancer, or renal cancer
of mixed chromophobe and oncocytic histology

3-4. A family history of pneumothorax within the second degree relatives

*Fibrofolliculoma and trichodiscoma are two possible presentations of the same lesion—for the
differential diagnosis, angiofibroma in tuberous sclerosis should be considered. Childhood-onset
familial fibrofolliculoma or trichodiscoma without other syndromic features might be a distinct
entity.

*x CT
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0 FF TD
I FF TD 80%
4 predicted =FEV,
II FF TD 60%
5 9 predicted=FEV;<80
% predicted
III FF TD 40%
10 predicted=FEV;<60
% predicted
v ©)
FEV,<40% predicted
(
©)
1:
2:
eGFR
eGFR 60 ml/min

eGFR  30~60 ml/min
eGFR 30 ml/min
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Clinical Question
Answer NYHA III IV
1.
1) NYHA3
2)
1) NYHA3
2) 6 350m
3)
4) Cardiac index CI 2.0 L/min/m?
5) 15 mmHg
IPAH/HPAH 3.3
IPAH/HPAH 90
5 50
2011 4 204
IPAH/HPAH 43 21.1 5
15 2008
3 85.4
IPAH/HPAH

Clinical Question

Answer

79

20
105
79.4
IPAH/HPAH

99

25



1) IPAH/HPAH

2)

Eisenmenger

subaortic VSD

25

55

HCV

1)
2)
3)
4)
5)

NYHA/WHO

80

35 45
1
Fontan
Eisenmenger VSD
2 1)~5)
3
HIV
HB
II1 1v



e HIV

T O O T U ¢ O £ —~
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> 25 mmHg

3 Wood unit 240 dyne sec cm®

PAH
2,299 2014

BMP
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40%

€y

@)

GMP
5 PDE5 GMP
sGC
PAH/ PAH IPAH/HPAH 5
2005
70 80%

25mmHg
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3 Wood unit 240



dyne sec cm®

(b) 15mmHg
)
40mmHg
X
)
“4)
HIV
X
®)
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X CT

(6)

D

2)

3)

D

2)

3)
4)

Stage

NYHA

WHO

WHO-PH
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mPAP Cl
Stage 1 | WHO-PH/NYHA I 11 40 > mPAP > 25 mmHg
Stage 2 | WHOPH/NYHA L 11 _ | mPAP 2 40 mmHg _ o o e e
Stage 3 | WHO-PH/NYHA I 11 mPAP > 25 mmHg
WHO-PH/NYHA 111 1V mPAP > 25 mmHg cl % 2-5
L/min/m?
Stage 4 | WHO-PH/NYHA 111 1V mPAP > 25 mmHg cl f 2-3
L/min/m?
Stage 5 | WHO-PH/NYHA 1V mPAP > 40 mmHg
PGI2
mPAP
Stage 5
mPAP  CI Stage
TRPG
Stage 1 | WHO-PH/NYHA 1 111 TRPG < 40 mmHg
TR
Stage 2 | WHO-PH/NYHA 1, 11 TRPG > 40 mmHg
WHO-PH/NYHA 1 TRPG < 40 mmHg
S I | SOl
Stage 3 | WHO-PH/NYHA 1 11 TRPG > 40 mmHg
WHO-PH/NYHA 111 TRPG > 40 mmHg
WHO-PH/NYHA 11, 111 | TRPG < 40 mmHg
Stage 4 | WHO-PH/NYHA 11, 111 | TRPG > 60 mmHg
WHO-PH/NYHA 1V TRPG < 60mmHg
Stage 5 | WHO-PH/NYHA 1V TRPG > 60 mmHg
PGI2
WHO-PH
mPAP Stage
5

87




TRPG

stage 2

TRPG  40mmHg
mPAP  40mmHg

PAH

GMP  cGMP
sGC

mPAP
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25 mmHg

5 PDE5

CGMP

Stage

TRPG

NO

60mmHg

sGC
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#E (1-C) + APAH (11b-C)
1> DI B LURHIIRE AR E RGN FIRE (1-C)
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