Al gr|&Ee okAA - 84 H7dy9 1A 20121231, LAl A|2012 -1815
delgrlse & FEAY B 1A 2013, 221, A #2013 - 30&
2013, 2.28. TLA]  A|2013 - 353

AA 2008 610. LA #2008 - 535 2013. 228, LA A|2013 - 415
A 2008. 7.18. LA #2008 - 763 2013. 4. 5. 3LA| - A|2013 - 595
2008.10.28. A]  A|2008 1275 2013. 419. LA A2013 - 625
200811.11. TA]  A|2008 -134% 2013. 5. 2. 3LA| - A2013 - 715
2009. 2. 3. A #2009 - 155 2013. 6.27. LA A|2013 -101%
2009. 3.11. TA) #2009 - 475 2013. 7. 5. LA A|2013 -108%
2009. 416. ILA #2009 - 703 2013. 8.14. LA A|2013 -122%
2009. 5.25. ILA]  A|2009 - 925 2013. 9. 4. 3L A|2013 -131%
2009. 625. A A|2009 1183 201310.10. LA A|2013 -157%
2009. 7.27. ZA] #2009 -1333 201311.22. 34 A|2013 1783
2009. 8.27. TA]  A12009 -160% 2014. 2. 6. L] A|2014 - 205
2009. 9.28. TA]  A12009 -181% 2014. 2. 7. LA A2014 - 215
2009.11.30. LA A|2009 2123 2014. 221. LA A2014 - 325
2010. 1. 4. IA #2010 - 1% 2014. 3. 7. LA A|2014 - 395
2010. 3. 3. LA #2010 - 405 2014. 4. 8. LA A|2014 - 535
2010. 426. LA A2010 - 1535 2014. 5.14. LA A|2014 - 685
2010. 6. 8. LA A|2010 - 363% 2014. 6.10. LA  A|2014 - 89?
2010. 7.12. ILA #2010 - 515 2014. 911. LA A|2014 -147%
2010. 8.23. TLA #2010 - 643 2014. 919. LA A|2014 -160%
20101011, 2] #2010 - 83% 2014. 923. LA A|2014 -1625
201012. 3. ZLA] #2010 -105% 20141017, LA} A|2014 -178%
2011. 216. LA A|2011 - 175 201411, 3. LA A|2014 -198%
2011. 412. LA A|2011 - 4% 201412. 8. LA A2014 2155
2011, 512. 3A #2011 - 513 2015. 1. 8. A #2015 - 6%
2011, 617. A A2011 - 6435 2015. 1.28. LA A|2015 - 24%
2011. 818. TA) #2011 - NF 2015. 4. 8. LA A|2015 - 58%
2011. 915. ZA] #2011 11535 2015. 511. LA #2015 - 735
2011.11.17. LA]  A2011 -1425 2015. 7. 7. LA A2015 -123%
2011.12.21. ILA]  A2011 -1615 2015. 8.17. A  A|2015 -1445
2012, 1. 2. A AW - 15 2015. 9. 7. LA #2015 -1585
2012 214. ) AA012 - 212 2015 112 A A|2015 -1875

2012. 3.29. I1A] #2012 - 433

2012. 426, TA #2012 - 505 2015. 12.2. 3LA] #2015 -209%

2012. 6.15. LA  A2012 - 685 2016. 2. 4. 3LA] #2016 - 228
2012. 7.16. ILA)  A|2012 - 0% 2016. 2.23. LA  A|2016 - 285
2012. 7.18. LA A2012 - N3F 2016. 3. 9. LA #2016 - 355
2012. 9. 3. ILA] A2012 -112:§£ 2016, 5.2 A A2016 - 85
2012.10.12. LA] #2012 1315 2016, 6. 8 A A2016 - 875
2012.11.16. A A|2012 -14935 2016, 7. 5. TA A6 105
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2016.
2016
2016

2016

2017
2017
2017. 3.28.

2017. 5.08.

. 7.13.
. 8.11.
.10.31.
12, 8.

.12.28.
L2 7.

. 222,

2017. 6.22.

2017. 7. 4.

2017. 7.20.

2017. 9. 1.

2017.10.16.
2017.11.23.
2017.12. 5.

2018

2018.
2018.
2018.
2018.
2018.
2018.
2018.
2018.
2018.

2018
2018

2019.
2019.
2019.
2019.
2019.
2019.
2019.
2019.

.12
1.29.
3.16.
4. 2.
5.14.
6. 7.
7.12.
8.13.
9.11.
10.2.
.11.20.
.12.04.

1.14.
211.
3.19.
4.10.
5.27.
6.10.
9. 6.
9.19.

TA]
A
IA
A
A
A
A
A
A
LA
LA
A
A
A
A
IA
A
A
A
A
|
A
A
A
A
A
A
LA
A
A
A
A
A
IA
A
A

A 2016 -1263.
#2016 -1505
#2016 2053
#2016 2303
#2016 2595
A2017 - 8%
#2017 - 31%
#2017 - 57%
#2017 - 81%
#2017 -10235
#2017 -125%
#2017 -130%
A|2017 -159%
A 2017 -1863.
A|2017 2083
A2017 22135
A2018 - 23
#2018 - 16%
#2018 - 47%
#2018 - 715
A2018 - N5
#2018 -108%
A 2018 -140%
#2018 -165%.
#2018 -195%.
A 2018 -220%
A2018 -245%
#2018 2583
A2019 - 8%
#2019 - 2535
A2019 - 4335
A2019 - 743
A2019 - 915
#2019 -1053.

#2019 -1975
#2019 20235

2019.10.24.
2019.11. 1.
2019.12. 5.
2019.12.30.

2020.
2020.
2020.
2020.
2020.
2020.
2020.

2. 6.
3. 6.
4.14.
5.25.
7. 2
8.21.
911.

2020.10.16.
2020.11.12.
2020.12. 9.

2021.
2021.
2021.
2021.
2021.
2021.
2021.
2021.

1.7
3.10.
412.
5.12.
6. 7.
7.14.
8.13.
9.10.

2021.10.28.
2021.11.30.
2021.12.15.

2022.
2022.
2022.
2022.
2022.
2022.
2022.
2022.
2022.

112
2.8
3.10.
4. 8.
5.17.
6.23.
7.11.
8.18.
9.30.

2022.10.25.
2022.11.29.

2023.
2023.
2023.
2023.
2023.
2023.
2023.

1. 6.
1.25.
2.2
3.23.
3.30.
4.27.
5. 4.

A
LA
LA
|
ILA)
ILA)
ILA)
LA
A
A
A
A
A
IA)
A
A
A
A
LA
A
A
LA
A
LA
A
aA)
IA)
IA)
ILA)
LA
LA
LA
A
A
LA
LA
ILA)
A
A
A
A
LA
LA

#2019 23235
#2019 2433
#2019 -2653.
#2019 -3293.
#2020 - 275
#2020 - 5635
#2020 - 765
#2020 -1005
#2020 -1413.
#2020 -1773.
#2020 2023
A2020 2315
A)2020 26135
A)2020 2813
#2021 - 3%
#2021 - 795
#2021 -1155
#2021 -1395
#2021 -1633.
A)2021 1973
#2021 2183
#2021 2385
#2021 2655
#2021 2955
#2021 -3105
A2022 - 5%
A2022 - 3435
A2022 - 635
#2022 - 895
#2022 -1205
#2022 -1505
#2022 1733
#2022 -1963.
#2022 22435
#2022 2385
#2022 2635
#2023 - 3%
A2023 - 143
#2023 - 265
#2023 - 525
#2023 - 575
#2023 - 783
A2023 - 8735
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. 71E v AL

O 2% : HLA-B51 A4t HLA-B51 #AHs % 307025 Aey B7ka7)e] #8727
O 9 &Ew : HLA-B51 test &l FHrt=
A8 2]
HAER S Hx2 Xt 12. ZE2ZAANEY AFHA [E42FFAGENHE] [FFHYGE
AE] [EehE3a g EA4E] FgH9EY]
AHET Y
HAEW o] A=Y, AdstAY 73R Kote A5 7h 71ev
O 2% : ZTEZAANEY AFHAA [EAFFHIEAR] [F39
AAPEHY AEAH] [slehd g A [HIgH G EAH]
DNA AAPH M EFAAE|ZTaL AN -3 H) O 9++9 : Quantitative procalcitonin test [ELFA] [FIA] [CIA]
[TIA]
SR - frEA Hob AR
O HLA-B51 #Ate= AlAAbelH, AAF A E=3 A2 o L ARE-EA
E A skl FEEY o2 Qs AFAY ATSs F O H¥3 9 ol FES st x7]o) AAg Al
ZHAZV A kol QA A& 7HekAl e kS AAY ARET Al X5 g RUHES $H7] 918l AR

O WAEHLE At AAAOZ TLo] HEe AA} Z4o A

270 71— T T wo oo ™
A} 2270] §17] wEo] HLA-B51 AAM= WAEW] Rxz ok AR
AGANE a3 AAPEY O A4 dFiss Tl e Ay HEFol fis= EA
O ©i¥h HLA-B510] WA ERW A 714 dAfdo]l Be A=
deizion, MAER ] thtshe Ao EAte] 30-50%7} 2 AAREY
HLA-B51 £4olghe 3t A% dxdolM= ¢4 Hwrt o O Z2ZANEY A [E2FFTARH]
15% 8% A 52 HLA-B51 o|9]9] the fFHdAr}t #ois} - AEstE AN E @ @Ry EFS HAR ARE-st]
A WA ES] Ble] B2 alo] o] &3S AAL % Z2ANEY $FS E2FFRIEYos SH3he
star Qe uh, WA ER o] Y JdsiAY ERHA Sk AFHA AAME Y
Ao A B AAE AT s A H 71EET 1 EIA
% A4 - 8%, 34



—_—

iy
ol

K

No

Fod

A2 A8E

e

)|

o}

oH
TH
TH

pa—

0

RUNEN

2AAEYD FFHAH

AYA

O wa}A,

it

3

0]
pal

tod 2716 AA3

A 3]

=

=

eyHow

—_
o

Fod

AN A

9.0

&
=

el

—

0

TH

T
o
N
e

L0

X

13. ZH] FH-As A B AAL

il

7} 7]

O x

: Transnasal Esophagogastroduodenoscopy

Fod

0

q= AHE

A

al

H

9.0

&
=

ZEZANE

on
o
o

—_—

0

DU

)

13
=

af oF

5

i

1
.

27

i

N

%0
o
=)

N

3

H
O HIZ wawtH

2. 74

b e

<

7

=

=

gl

o

of Al 4

L=}

o)

71714

—

g
o
!
0



==

Aol A

5
T

a4

o

=84 3 7]FH(FEV], forced ex

-

4

635mge] Fo12 #7-4] 10mg, 20mg, 40
FA

o

ARG

WU E

UehiA7H
mg, 80mg, 160mg, 160mg&F<S THA o we} W53

o

=

o
[e)
H| A

H
1_

piratory volume in one second)
LI

7o) A FAR

H

O oA

2 Ak

Y o

1<

O/\]_

i

%

o
B3, Aol a4, 84

2UN(FE A AT 1871,

sAY Y

S

=

o

=]
=

Rps WA A}
37}

3|
x|

H

[

ZerL A
A )

A
s

;I/‘VI
T
i

—_—

X
Tk

4. 71BAFEAE, TYE

7} 7]

o
M

!

2

7t 770, vl

: Bronchial provocation test, Mannitol

37}

i

ah

7ol <]

M

X

al

&l

aloi

A 7709

15. TGFB1 f3A%}, EAH|AA [E71 LA

i



16.

O 32" : TGFB1 A%}, A AA [A71MLEHAH
O %9+ : TGFB1 gene, Mutation [Sequencing]
AHEEA

O 7H7-2}tEl-2) AHY (Camurati-Engelmann  disease) @] &-AHT%18}H4]
et

AT
0 AAreE- gAYl SAEE B1

A&

O Tx¥AX DNAE FE3tal TGFBI 3] 7 AEs
THELAYNE R SHFE SF AR @IAEEHE
AleFs o83t RS AR F, olE AR

O TGFBI X7 =AWl A7IMQa = td#ke] A9felA
olFoj A= AAbolH, HA AMFH T HFOZ AA A AFH
A ADS 2UsHA Foem=E HHT HANY

O TGFBI §AA EdAwo] QA7|MEAAE 715-2lE-c) Ay
FAF 0% oM FHAA QWIS HAES T e HAAPHY

O TGFBI F3:AF =duo]l @7 s 7HeHE- AR o)
JHE= AF ook FARE JFFEE Hol= Ribbing ¥ 57
g A BEFRoz A8dE & S

COL3A1 fAx}, Aol AA [G71-EAHAH

7}

7=

O 321 : COL3A1 F3A}), A HAF [E71E3AH

O %9+ : COL3A1 gene, Mutation [Sequencing]

AR5 2]

O dH~-TZ 2 FFF Al 43 (Ehlers-Danlos syndrome type IV

A - iy B

O (OL3A1 32 Eddo] G7IEAA RS dldAte] A 2o A
o]FofA= HAatolH, A AF T HFHoZ AA ) AFHA<
AFS st gorz kAT HAY

O C(OL3A1 F73A E<ddo]l A7IMEHARE 98-99% 004 F73 4

EQHolE HE2T F = AHHY

O COL3A1 #7337k =QWo] A7IMEH A= A L-drl ST
Al 4ge] AAEH= e olst FAR YREFEE Hole
Marfan 5%°|4} Loeys-Dietz % 539 78 2 Fxlof
AHEE e
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7}

TGFBR1 43}, EAWH|AAL [G71MEAAH

7€
O 327 : TGFBR1 43z}, Sawo| 7A} [A7]1 G AN
O %™ : TGFBR1 gene, Mutation [Sequencing]

A5

O Loeys-Dietz 59 #A+d84 Ak

Agol
O Loeys-Dietz 5%°| A== At

Al
O Tz DNAE FE3taL TGFBRI w379 2z d&s
Fda A9 (polymerase chain reaction, PCR)S.2 333},
ZE 0EH ANLRAL Aok ol8ael I LM (se
471914

quencing reaction)s A% ¥, o|& @M IAEE
o

PH3le] Bl §2E FAF

R s IS Ry = g O v
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: Holmium laser ablation of the prostate,
Holmium laser enucleation of the prostate
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289. SALL1 F A, EdAwo] [G7]EAA

7h 71ew
O 2% : SALL1 §3x, Sdwo] [971448 AAH
O 9&W : SALL1 gene, mutation [Sequencing]

. AR
O Townes-Brocks =& ¢ 7+ g 92 A3 7}E8 o]
A

A= A 27

ok ARg T

af bRA - FEA BHHEAR
O SALL1 3, 4% [A7IMEA s Ay A9
ANA o]FoA= HArlolHw, HA AH T FHFOE <A
of AFAQ APS ZstA For=E bAg AAY
O SALL1 ##A+= Townes-Brocks %2 AQAF-AAE
SALL1 #3x, =9ddo] [F71A88 e e =49
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7t 717
O =% : GLUD1 #3#, EdWo] [ EAAH
O 9% : GLUDI gene, mutation [Sequencing]

o}, A}STiAr
O ABCC8 #3#}, Ed®o] [E71XEH <
A 7EA ST (T AR 1deddF)o] 94

SR R

o}, olAA - 8§44 HrAT)
O GLUD1 34, Edwel [4711 L4 tdate] A<

oA o] FolA= HAtolH, HA AH o HFAHo= UA
o AFAA AFS 2AsHA Fomz FHF HAY
O GLUD1 #37= 7H54 RledS(Ee Ad4 aels
d83F)9 AAFAAZ GLUD1 F3#, Sl [d7]1A
A E AR Edde] AR5 Fsts HAMEY
O GLUD1 #A&x, Edwo] [971<9AAHE ABCCS #+4
2, 2dwe] [A71MEHA A F SA2HRYd 7HEA
IRIEAFT(EE 3G 1A€A F)o] A= E 34 4
MES e R NEA IIEAF(EE ARG ndEd
g3)9 dedHAAS GLUD1 349 Edwo] oi=s
shelsto] @xE e 8 Fsbed Hdsta Fag A
Atebe A7 A
291. MSH6 f+3#, AWl [F71XEAA
7v 7€
O =" : MSH6 32, Edwol [F71HLAAH
O Y&™ : MSH6 gene, mutation [Sequencing]
U ARE-EF
O MSH6 37, Ed®o] fF <l
o AT
O MLHI, MSH2 3z, Ed®iel7l HEHA & FH4H



FEANFR@AZFT)0] JAHE B4 2 A

lzte] ZxP Aol DNAS FE3 & MSH6 #AxAH]
7t s FFasrdAgurSor FZ3 ZFE ANEI o
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2% : MCCAMCCC1) #F38xF, Eddo] [H71XEHAH
P : MCCAMCCCI) gene, mutation [Sequencing]

. A=A

O WgazEd FAl=F(Methylcrotonyl glycinuria)®] &

A58 A

R
O MEaREY AR JAHE B4 BE AE

AAEH
O &xte] dHoA DNAE F=3Fi, MCCAMCCCI) 4
o] Zb Qs FRELAYNE T FEHI} FTFH AE
I GINMEREH ] XS o] &t fUIAEREES Al
A5t EAo] K7

uh bR - FEA ﬁéﬂéﬂr
O MCCAMCCC1) 3z}, 2] [A7EAA A At
7

o ASNA olFolAE Aol WA AH T HPo
= QA0 AHH 99 sk Fomw dAF 7
A4

O MCCAMCCC1) #x#l, EdWo] [F7IMEd = |71

MEAALS ol&3dte] WdazEd =9
71 MCCAMCCCI) fr3ate] o] {55 &<lst
= AAY

O MCCAMCCCIT) #xa, 4ol [F7IMd e WE

azEd 2Rz 9
Aol Edviel e da
Su AT A

+ MCCA (MCCC1)
A5 st A



293. PEX1 3, 24wl [7]14 AAH

o . PEX1 §34, Sdwo] [d7] LAY

=
O 9% : PEX1 gene, mutation [Sequencing]

ok AHg T

O AAA FFTl JUTE BA TE S

2. AP
O B

O PEX1 §87, Sdwo] [A7ALAAE tldAe] Aol
Axol®, A4 AH 5o BAo= AA

294. FAAA 4 Al AEAAL [ETHELSA AN H]

7F 71e v
O =W : FAEA A AT AEAA [HETdasd
Hh-g-H]
O %% : Screening test of acute diarrhea causing bacteria

[Multiple PCR]

L ARS-E A
O 4R}t (Salmonella spp.), A&t (Shigella spp.), HIE
2] &t (Vibro spp.), 72 =4 e (Campylobacter spp.), ™
- (E.coli O157:H7) A A=

ok AHgT
O A&HAFY o) A, B A, AFET B AAE
e A
ek AAbgy
O Yol A WEAA F AL FEH DNAS F23]
JEFFELANVES FUD F A/19FS FAA 2
2280 44 FTE P 2HS BEY
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7h 7€
O =1 : FOXP3 3, EdWe] [A71ME7AH
O 9™ : FOXP3 gene, mutation [sequencing]

. A5
O IPEX(immune dysregulation, polyendocrinopathy, enterpathy,

Xclinked) FF70] BAHAsH Ag

O

gsixje] WxPololN DNAS FE3 F, FOXPS faxje] 2t ol&
2 FRRLANIGOR FEY 2T A2 AINGRAE A
oq [e)

121 %, o8 GIIMaATE)

N
X
iiea
&
[e}[e]
il
>

obAHTE HAMY
ANNEHANE DNAEHAAE
o dolHHASl FOXP3 A A

o EAuel §78 FAsE 2

FOXP3 #73x#, 44 + IPEX %79 ¥
le] ¥= FOXP3 f3zte] Ed®o] AR5 Felete] A5
Asl=d oAty Fad HAY

305. GALT #3%}, 4] [E71XEAAH

=
%™ : GALT gene, mutation [sequencing]
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Apap 0 A=A MuATEFe] ANHE B4 B 1S
O $xe] B2PAH DNAE 53 ¥, GALT f37e] 2
Jeg FREAANNGOR FETF ZE 42 7149 2 b
4G A ol gdtel QNGNS A2 F, olF 97 O @79 BxPANH DNAE 53 &, MYBPC3 #4A2)
AIAF AN EA5te] Eduo] F7E HAF 7 oleg FHELAGVS T ST ZE 2B d7]A
GRAE NS o g3l GRS S A2 F, o F F7]
HAA - HEA BAT AIAFREA7NA B4t EAMo] F7E HAF

Qo] [R7NLAANE A A6l
olFo} A AAtoln], 74 A el BAow A A ol bR - HE5A B A
o O MYBPC3 #3374, Eto] [A71HAANE tlgxte] A9l

Ax}, Edwe] [@7IME8 e G7INERAE ©f A olFofAl= AHAtelw, Al AFH S A2 1A A
&ote] W7 ZHE2EF O] AARAAA GALT F444] ARl A9S 2dskA] dome FHF A
=dwo] o5 FRlste AAMH Y O MYBPC3 37, =dwle] [d7IMa8M = d7ILd S
GALT 34, =dwe] [@7INEd e WA d5ELd ojgsted 7154 vt H el A MYBPC3 #3
<o dUFAALA GALT EdWo] F75 Fste] At gl Aol =dnie] AR5 ARlsh= AP
sk bdstar fadh Ak O MYBPC3 #3#}, =wo] [F7IMEd = 7154 it
HEe ARl MYBPC3 £l #575 Felate] 2
& 3 st bl frEdE HA

7} 7% 307. MYH?7 3z}, 8ol [471XEHAH

%™ : MYBPC3 gene, mutation [sequencing] 2t 71%H
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: MYH7 gene, mutation [sequencing]

O MYH?7 {34, Ed®o] [F71EA = tdAte] Al9folA
o]Fol A= AAtelw, HA MFH T AR AA ] HHH
ol 9L 23R YorF st ALY

O MYH?7 fr3z, @Rl [27IAEA e F71MEHAE
&3t 7t vdAEHSY AdFAA4d MYH7 37
o] Edo] 75 Flste AAPHY

O MYH7 {34, Ed®o] [F71EA M= 7154 HiddSs
=9 AJAFHA] MYH7 =dWo] #5-5 Selste] et g
gat=d tAsta Fag AAe

308. SDHD #Ax}, 4ol [E714EAAH

7}

71e

O 3= : SDHD 34, Wl [F71MEAAH

O %™ : SDHD gene, mutation [sequencing]

AL8-5- 2

O  f#AA  FAAEF-IAEINANEF  FFT(Hereditary
Paraganglioma-Pheochromocytoma Syndrome)®] &A%}
4 A

AR TH /S

O A FABAFT-AFIFAES S50 oilHe a1 2
7V

AP

O $xte] 2x¥do|x DNAS F=3 ¥, SDHD f+xiAte] 2z}
AdES THELAANSoR FHI FF AT AVIMEE
A& Aeks o&ste] AVIMERESS Al &, o] H7IME
AEEA 71N EA48t EdRo]l {5 19

Q1 AYS
O SDHD 34, Eel [4711978HE 471497848 ol
&3] R4 PARPF-ABVAANEE FFTY AUAA
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309. SLC7A7 AR}, a4l [E71XEAAH

7} 71w
O 2% : SLC7A7 F34A, S0l [d7]AF A}
O 9™ : SLC7A7 gene, mutation [sequencing]

O A=A @A EYZ(Lysinuric Protein Intolerance)®] #4}
s A
oh AR
O PYAA wul B Zo] AR E 3x & 7=

e L . 5% 283 e
4§ Aok ol8el A7MQUES A2 F, olF F7INE
ABEA A B3] BAvle] £1-8 Falg

uh bR - FEAD HrbAT
O SLC7A7 3A, &A™l [F7IMEHA AT ti7dAke] A Lol A
olFolA & HAtelw, AA AFH T HBFoRZ AA AFHH
A AFE xesA Rormz A3 HALY

O SLC7A7 7z, Edwo] [f71MGA e
ol g3te] Pl BUABUYZY Ae
Ao EAuol

O o]
T !
O SLC7A7 3%}, EdWo] [971-EHAA = A=A 2
=9 Y2lo] HE SLC7A7 §34te] Edio] §55 9l

stel B4 Austed ST FAG DAY

310. TAZ Az}, 4ol [971XLEAA

7h 7€
O 321 : TAZ §3A, Aol [F7]<EAAH
O 9™ : TAZ gene, mutation [sequencing]

. AR 3

O H}2A F 3 (Barth syndrome)®] A2 2d

O TAZ 1A, BdMol [A7INLAE A

A 2] o A
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