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ARETIE, EBARRR R O Z A PE 2 MEET 2 72 OITRRIE LTz 6 BRERIC W T, AR
FiEEM - T?ETE LR OMELZ £ &0 5, Fio, EHHTER RO U2 REET 5720
23N LT2i2IRITA R T A & O NERGERE RIZ DWW T H R 2,

(1) FRMEHEE

ESE T EOR R ]

SERMEHRE O (B LR | BART 4,136 £, 7/ HWFFETZ1T T 1,015 {2358
FEINTWD, 2B, A0k R fﬁ%\%% 7 — K % “congenital deafness” D & L 7=k
ThHO., A A 2 Ea—IZBWTHIEDH 72 “hearing loss”(TIEM L T 720N,

7 DR OR S DERKES 2 BD &, 1990 4EUEE 00 BN L2 L AR AR 38 5%
BEMERFL TS (K 3-16), FRARWFZEDOFIGIZ OV T SRR 2 HEEN - HEFF S 41, BRI
HO DT ) DD ANATONTND Z LR SN, £12, F—TU— FEOERKEYR
ZRD L. 2006~2010 fEICAIE L TV D F—T — RO/, Se KIEERE O KUK & s+ D
RMTH 2 FHHEICE VY SLC26A4 RNEN TV D (M 3-17), %%‘ (EHHEE D) OERBIE
WHEBZ RS &, WBEBETIE. 770 A, AV A XU TOBRMOKIZARNEL |
(BT 2015 X A AR IR b2 (K 3-18), 7Zeds, A & [AARIC Ao [E O ST
T,

) BHFFEORRFEN A — Y T A4 XENT ClinVar I8 Sz BN - BEE s30T 140
L Eb® 5 (F 3-15),

P R 2 < OFEIC D E SN TR Y T ORE = L I2FRN - BEE s 03 5 E ST
W5, F7-. GeneReviews (21 20 T < VB ER STV D (B 3-16),

BRI OFERR DU OV TR, GTR Eitic k5 &, TICKETIE, A5 100 550k
EHEEIT 1,300 MR ORENBEFES N TS (£ 3-17), —FH. ENTIERBAT 80
9 5H, BML OAH3, %Rk T 5 2012 FFORBRINEER ICZFtMmA Y —E A 2Bl L T\ D (%
3-18), F/o, A—T 7 F v b V¥ TC, 10 FEEOHIICE D 585 TR A 2T
fHFTnag (F 3-19),

FEE AT OPNAICEE L Cid, JedEEERRAY 2008 4R 5 F0i S AL, 2012 RIS A o _— & —ik
L DRAEDNRBINEL S (3 3-20), 2015 4R ICIFk S — 7 v —I K BB TR
DMRBRIGE S LTV 5,

PIRITA RTA 1%, 2012 FORAEF BRI AR EMBIEICI T 2 K5t HETORE
T, BUE, BEOTIEELTCABESNATND (F 3-21),

ZDX DI RO ) AERESL T 0 ADE T = — XOEREUE 5T L,
Tut AR ERIR L GEBEHER Y v Z I o TER T = — R & BEYLFAE L HE L
# 3221 LTz, #ERTZ = —XIZHOWTX, BETA RTIA LV FETRESNTWDZ &
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#* 3-15

#GenelD GeneSymbol ConceptlD
26090 ABHD12 C2675204
71 ACTG1 C1858172
107 ADCY1 C1857809
478 ATP1A3 C1332466
491 ATP2B2 C1832394
525 ATPEV1B1 C0403554
617 BCSIL C0266006
51475 CABP2 CN159249
776 CACNAID 3554018
117155 CATSPER2  C1970187

ClinVar IZ8& STV AR

DiseaseName

Polyneuropathy. hearing loss, ataxia, retinitis pigmentosa, and cataract

Deafness. autosomal dominant 20

Deafness, autosomal recessive 44

Cerebellar ataxia, areflexia, pes cavus, optic atrophy and sensorinural hearing loss

Deafness. autosomal recessive 12

Renal tubular acidosis with progressive nerve deafness
Fili torti-deafness syndrome

Deafness, autosomal recessive 93

Sinoatrial node dysfunction and deafness

Deafness, sensorineural, and male infertility

- BEE AT [JoRMEEETE]

SourceName
NCBI curation
NCBI curation
NCBI curation

NCBI curation
SNOMED CT
SNOMED CT
NCBI curation
NCBI curation
NCEI curation

Office of Rare Diseases

LastUpdated
201110126
201110126

SourcelD DiseaseMIM
612674
604717
610154
601338
601386
267300
262000
6148599
614896
611102

2011/10/26
2010/%28
201110/26

1188

236532003
67817003

2011/5/16
201175116
2013/3115
2013/3/115
201110/26

# 3-16 GeneReviews |8 G STV D L B o — [ RKIEHERE

Disease

Alpert Syndrome and Thin Basement
IMembrane Nephropathy

Congenital Deafness with Labyrinthine
Aplasia, Microtia, and Microdontia

DFNA2 Nonsyndromic Hearing Loss

DFNX1 Nonsyndromic Hearing Loss and
Deafness

DNMT 1-Related Dementia, Deafness, and
Sensory Meuropathy

Deafness and Hereditary Hearing Loss
Overview

Deafness and Myopia Syndrome

Deafness-Dystonia-Optic Neuronopathy
Syndrome

Jervell and Lange-Nielsen Syndrome

MNensyndromic Hearing Loss and Deafness,

DFNA3

#£ 317 WA CKEZ) OERRAEEMERI (GTR 24

GTR_identifier

Author
Clifford E Kashtan, MD.

Jessica Ordenez and Mustafa Tekin

Richard JH Smith, MD and Michael Hildebrand, PhD.
Huijun Yuan and Xue Z Liu

Christepher J Klein, MD.

Richard JH Smith, MD, A Eliot Shearer, Michael S
Hildebrand, PhD, and Guy Van Camp, PhD.

Jessica Ordonez, MS, CGC and Mustafa Tekin, MD.
Lisbeth Tranebj&#x000e6;rg

Lisheth Tranebj&#x000e6:rg, Ricardo A Samson, and
Glenn Edward Green

Richard JH Smith, MD, Paul T Ranum, BA. and Guy Van
Camp, PhD.

Update:

object_name

C2673759 Deafness, autosomal recessive 1A

C3151897 Deafness, nonsyndromic sensorineural,
mitochondrial

C2675750 Deafness, autosomal dominant 3a

C1844678 Deafness, X-linked 2

0043207 Diabetes mellitus AND insipidus with optic atrophy
AND deafness

C1865870 Deafness, autosomal recessive 18

C1836027 Deafness, autosomal recessive 23

C1832394 Deafness, autosomal recessive 12

C1846839 Deafness, autosomal recessive 31

C1835678 Keratitis-ichthyosis-deafness syndrome, autosomal

# 3-18

Laboratory Test Gene
BML SFRIEIROE 1985
1T AR 154758

dominant

Method

et =BT ANGS)
7. Invaderit

Insurance

38

Initial Pesting: August 28, 2001; Last
Update:

Initial Posting: September 20, 2012.

Initial Posting: April 4, 2008; Last
Update:

Initial Posting: August 4, 2011

Initial Pesting: February 16, 2012; Last
Revision: May 17, 2012.

Initial Posting: February 14, 1999; Last
Revision: January 9, 2014,

Initial Posting: January 15, 2015.

Initial Posting: February 6, 2003; Last
Update:

Initial Posting: July 29, 2002: Last

Initial Posting: September 28, 1598
Last Update: June 12, 2014,

Date

November 25, 2015

August 20, 2015

ddsn/

January 31, 2013.

November 20, 2014

MIM_number SNOMED_CT_ID

220290
500008

601544
304400

222300 70694009

602092
609533
601386
607084
148210

http:/fwww.nebi
http:/fwww.ncbi.
http:/fwww.nebi.
http:/fwww.nebi
http:/fwww.nebi
http:/fwww.ncbi.
overview/

http:/fwww.ncbi.

http:/fwww.nebi.

http:/fwww.ncbi

http:/fwww.nebi

GTR
ik
L3

139
73

58
55

a4

39
39
39
38
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N OERRRA IR (RFERT 8 48) [HERVEEERE

URL

http:/fuwb01.bml co jplkensa/searchidetail 1604338 20128 LL1 o~ —4E C LU DGEIZT. EEEOEEFE
HE. 2015 FLUNGSHEIC LU HBIET 1542

URL

nlm.nih_gov/books/n/genefalport/

nlm.nih.gov/books/n/genefdflamm/

nim.nih.gov/books/n/gene/dfna2/

nim.nih_gov/books/n/gene/dfnx1/

nlm.nih_gov/books/n/gene/dnmt1-

nlm.nih.gov/books/n/gene/deafness-

nlm.nih.gov/books/n/genefdfn-myop/

nim.nih.gov/books/n/gene/ddon/

nim.nih_gov/books/n/genefjin/

nlm.nih_gov/books/n/gene/dfna3/
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BOR JiE e ff EYAL

* 3-20 et EROERRDL [HERMEETK]
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(2) C EigMERFX

(R FEOR R ]

C RUBVEIF R O GRERFE) 1%, EESIKT 24557 . 7/ HMWFFE7210F T 2,892 {443
BRINTND

7/Aﬁm® G OFERMER 2 R D L. 2011 FICEHEA R LNRD (X 3-19), [
KO TERR&FEHE | I FE S N D X DEIE i@ﬁ_%Mwaé 2011~2015 4E (24
HALTUWD MeSH #—L « XA FLF—T— RDORMNT IL28B DA » H—n A F =0,
BWEHDRRELEFTHAITPADOE R RRA T 7 X4 —F | LB AT 4 v 7 FF
WVENRHBLIL TS (K 3-20), F#H (BEHEEETOHR) OERIFRMESE LD &, 1990 4
R SHAEE TAROERNFIZE W (K 3-21), ZAUTHRO AR TH BARD CHAFLKD
JRIS O BIEFNZ R po T Z N —REB2OND (FlEA 2 a—L80), GWAS 4
WZDWTIE, FEAIRN R B % 1L28B & EIEMIZEEE 32 ITPA OBFSERR A 2010 4FRiT%
IR S, RBHFHDZ W (F 3-24),

7 ) DR OR RN — T A4 XENT ClinVar I2& SN - B - BEEs 13 7 4hd
D, ZDORMNZIL28B (=IFNL3) REFENTWD (& 3-25),

FEARRA O SRR DU DN TIE, GTR T XL D & KEZFOIC 9 fHEEEEN TN D
(# 3-26), —J7. ENTIIRMATF 84D H> B, KF34:0 SRL, BML, LSI 27 1 =
ZRVF G 1L28B DL TR &2 320 L T 5 (3% 3-27),SRL & BML IOV Tl IL28B
WHNZ T ITPA O & 5266 L TV 5,

BRRHFZE « J6BRIC OV T, EWN O UMIN 28¢5 721 T 100 LA EH Y . £7247 7 4
THEMOBIRE MR LY HIEFICE N (£ 3-28),

SeEEFR L, 2010 FENDEE STV DD, EREERIEIZ STy (F 3-29),
PIETA T A 0%, 2015 £ T Verdl NRESN TV D (£ 3-30), F7o. EIHMLT
M CEICEG FREICOWTORED Ao s (3 3-31),

UL EOFEREMN S, CRUBMEIFRD T ) AEROZER 7 = — X & EBULEAFEEL R 3-32 12
F L, BIRETA RTAVETEESNTWDED T, ER T = — RIRKBEOBIENA BT
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STl DB E LT B IV A N AL URAE LN R AT E/LOHBIZ LD (1L28
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CRUBMERFROBZIETA RT7 A4 &b LI LInlEHEEREZFR 3-33 ICit#HiT 5,

1990 AL s HAEBIHRZR 3T L, GWAS 1E 2009~2010 (2 FE ki ST\ 5, 1L28B
DEFNZ L BRI A 2 —Txa s« UREY OB RA~DEEL  ITPA 12T
LG AR ORIER & O BRLE ORFFEA 2010~2011 A2 HEH 1) %%éhf%éo%@
TR 2521 T 2012 4ELIRRICRBIR A R4 U NRESNT-, ZhbITESIETFERICX
PRIz EHRE B L TEY ., FEEIMRAZY LFHMETX 5, FFiC mmﬁﬁ%@mn@%k
CEOLBEN —F L TR Y A7 T B SRS O E BRI A > TR e L 5
2%,

42



QHEE  OERHT OHEEIEWHT E0ft QR O BRHE OHESKENY it

280
250

100

III 80

200 I
0

160

100

_---
i = __I IIIII
- | ] 5
1996 2001 1996 2001 2006 2011

X 3-19 JEfE - BRRBIO 7 2 Ngwsctk (f8) - e (F) o [C BITFXR]

=3
s @
S

N
S

@ Polymorphism, Single.. 0 Interleukins @ Logistic Models Pyrophesphatases @il-NUMBER-b (-NUMBER-b  @impact resistance @ inhibitor @ predictor
@0 ivariate Analysi.. @ Proline @ Recurrence @interleukin-NUMBER-.. @ hepatocyte @ protease  (interleukin
@ Host-Pathogen Intera_. (1 Protease Inhibitors
"2
276 100 -
250
" an=Si
= m =h=
60
150 [l --
40 .l
100 m
20
. — I
, —— ___.
PR ____-—----. il 1995 2000 2005 2010 2015
1595 2000 2010 2015

¥ 3-20 A L7=F—U— FRIOMmIEHS (£ : MeSH X —4, £ : F—U—1F)
[C AT

@Japan O haly @notidentfied @ Germany @China @ France @USA @ Spain
@Egypt O Taiwan

169
160
140

[ -
120 . .
100 Ill

80 E R = .
60 — _-_—---....I.
40 - -

2 s=anntill
,_---..---ulul.llllll (]

1995 2000 2010 2015

X 3-21 ZEEEEH OFEBGR AR [C ARTF%]

43




# 3-24 GWAS Catalog 7 — & N — R [TINER ST 5 B S 1 - Gwscs [C A %]

Disease Gene Total 2015 2014 2013 2012 2011 2010 2009 2008
chronic hepatitis C infection - 27 1 2 2 16 1 5
chronic hepatitis C infection ITPA 5 2 3
chronic hepatitis C infection IL28B 5 1 1 3
chronic hepatitis C infection DDRGK1 2 2
chronic hepatitis C infection IL28A 2 1 1
chronic hepatitis C infection HLA-DQAA1 1 1
chronic hepatitis C infection EPHATY 1 1
chronic hepatitis C infection HLA-DQB1 1 1
chronic hepatitis C infection AKD2 1 1
chronic hepatitis C infection HLA 1 1
chronic hepatitis C infection IL-28B 1 1
chronic hepatitis C infection ARHGEF10L 1 1
chronic hepatitis C infection IL29 1 1
chronic hepatitis C infection intergenic 1 1
chronic hepatitis C infection CWH43 1 1
chronic hepatitis C infection OLFM1 1 1
chronic hepatitis C infection DNASEZB 1 1

# 3-25 ClinVar IZ8#E SN TWAEK - BhdEis 1 [CAT4]

#GenelD GeneSymbol ConceptiD DiseaseName SourceName SourcelD DiseaseMIM LastUpdated
1234 CCR5 C1835407 Hepatitis ¢ virus, susceptibility to NCBI curation 609532 | 2011/10/26
3455 IFNAR2 C1864830 Hepatitis b virus, susceptibility to NCBI curation 610424 2011/10/26
3458 IFNG C1835407 Hepatitis ¢ virus. susceptibility to NCBI curation 609532 | 2011/10/26
3459 IFNGR1 1864880 Hepatitis b virus, susceptibility to NCBI curation 610424 2011/10/26
282617 IFNL3 C1835407 Hepatitis ¢ virus. susceptibility to NCBI curation 609532 | 2011/10/26
3533 IL10RB C1864830 Hepatitis b virus, susceptibility to NCBI curation 610424 2011/10/26
5783 PTPRC C1835407 Hepatitis ¢ virus. susceptibility to NCBI curation 609532 | 2011/10/26

# 3-26 WEsh CKEZ) oRFmtaa Rk (GTR 245 [CAATE]

C1835407 Hepatitis ¢ virus, susceptibility to 609532 9

F 3-27 [ENORRRAERMRD (REKTF 8 ) [CRUATX]

Laboratory ~ Test  Gene Method Insurance URL WE

SRL IL28B SNPs IL28B -« wN—5 http:/fwww st infolsrinfo/kensa_ref_CD/KENSA/SRLE362. htm L2858 (G FM3EPTDSNPs (rsB099917. rs11881222, rsB103142) ZRERT
L4y —I3AE

BML IL28B:@(x IL28B PCR- http://uwb01 bml.co_jp/kensalsearch/detail/ 103662 rs8099917ICN1 2. TNICHERT ST EAMESN TN S2EMHED

TETRIT Invaderi® SNP (rsB103142£rs11881222) LEEICAEL THREDQLEZES

LSIAT ¢ IL28B:@iiz 1128B - w~—%5 http://www medience.co. jp/research/07_08_html IL28B@{n F SR P T SIFEFLRE (WO 2010/13564% A1) ooZEhEST
IVA FERRIT —JSAE http:/fwww.medience.co.jp/topics/release 120528, pdf FEE2#9=LABORATORY CORPORATION OF  AMERICA HOLDING & &i
B
SRL ITPABGT ITPA | U= http:/fwww.stl.infolsrlinfo/kensa_ref CD/KENSA/SRLG414.htm ITPA SNPTHSrs1127354%B2HF
SLUER —JS2E
BML ITPAEIGT ITPA 7 unN—4& http:/fuwb01.bml.co.jp/kensa/search/detail 103905
BLUEET —I3AE
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Verd 1 F= FEOER

Disease(JP) DiseaseCode Disease

CRMBMERTH: PAL46363

CEMEMHRT  PA446EG3

CRMBMERTH: PAL46363

CEMEMHRT  PA446EG3

CEMEMHRT  PA446EG3

CRMBMERTH: PAL46363

CEMEMHRT  PA446EG3

CEMEMHRT  PA446EG3

CRMBMERTH: PAL46363

Hepatitis C.
Chronic

Hepatitis C,
Chronic
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RIGS A DFm3CE GHERFE) 1%, ARSI T 113,327 1, 7/ AHFFE7E1T T 20,509 14T
R B XL 0 HAHXAIIZ 20,

7 DR OFR SR ORI 2 D & (M 3-22) . 1990 FARIHIIN LBE & 8 &
Db, THEME) RO TERIR&EEME ) WHEOEIAIXELL TIE TEMBE&ERIR ] OFIE» & T
HANL T\ 5, 2011~2015 FEDAMF— U — RDARnZiE, K-RAS 0N A F~v—h—, <
A 27 a RNAZENEGEEND (X 3-23), 2006~2010 FEDEIEF— U — RICIZZ Y = R T 4
v IRV CTFENGEND, —FH EH (FHEREOR) OERIERHEEZ 75 & (M 3-24) .
WERBTIIAARN Ny 7 THIN, I TR LABYEW TH 5, EB L FETHD
3, EITIE R E O SIS E Th D, GWAS FFZEIC OV TIE, ZE~ 100 Ll B
SCHHEFR I, 2013~2014 FFIZEEF LTV D (3 3-34),

) DGR DREEN A — Y T A4 RSN T ClinVar (28 S N7-RA - BEEE 50T 19
HHY, ZORMPIINRAS REENTND (F 3-35),

B RARTE D SR DU DWW TR, BN TIERBIRT 84D 5> 6, KF 3 @ SRL, BML,
LSI AF 4 T ZANWNTR A Z I L TW5D (F 3-36), HEKRT TITRREHEIFZERT<°
AT 4w 7 HEMMLTND,

BRARAFTE - JEBRIZ OV TIE, ENO UMIN 3857200 THIEFICE L, £27 7 ME#H
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TH2MPRESNTEY (F 3-39). £/, EELRMNLFEICBEFREIC OV TORLK
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3-24 FHEH OERESCEHR [RIBEA]

7 3-34 GWAS Catalog 7 — & N — R ZIER S LTV 5 BEBE 1 - stk [RGB A]

Disease Gene Total 2015 2014 2013 2012 2011 2010 2009 2008

colorectal cancer - 114 2 44 33 3 g 6 1 15
colorectal cancer intergenic 20 3 10 1 6
colorectal cancer NR 8 5 3

colorectal cancer SMADT T 2 1 1 3
colorectal cancer CCND2 5 1 4

colorectal cancer GREM1 3 1 1 1

colorectal cancer RHPN2 3 2 1
colorectal cancer EIF3H 3 1 1 1
colorectal cancer PITX1 3 1 2

colorectal cancer HAO1 3 1 2
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# 3-35 ClinVar I8 SN TWAFK - BE&Es T [ KA

#GenelD GeneSymbol ConceptiD DiseaseName SourceName SourcelD DiseaseMIM LastUpdated
324 APC C0699790 Carcinoma of colon SNOMED CT 269533000 114500 2014/7/28
1433 CTNNB1 C0699790 Carcinoma of colon SNOMED CT 269533000 114500 2014/7/28
1630 DCC C0699790 Carcinoma of colon SNOMED CT 269533000 114500 2014/7/28
10395 DLC1 C0699790 Carcinoma of colon SNOMED CT 269533000 114500 2014/7/28
2033 EP300 C0699790 Carcinoma of colon SNOMED CT 269533000 114500 2014/7/28
4072 EPCAM C2750471 Hereditary nenpolyposis colorectal cancer type 8 NCBI curaticn 613244 2011/8/14
2261 FGFR3 CO0B99790 Carcinoma of colen SNOMED CT 269533000 114500 2014/7/28
20163 FLCN C0699790 Carcinoma of colon SNOMED CT 269533000 114500 2014/7/28
79695 GALNT12 C1837315 Colorectal cancer 1 NCBI curation 608812 2011/10/26
27030 MLH3 C1858380 Hereditary nonpolyposis colorectal cancer type 7 NCBI curation 614385 2011/8/14
2956 MSH6 C1833477 Hereditary nonpolyposis colorectal cancer type 5 NCBI curation 614350 2011/8/14
4893 NRAS CO0B99790 Carcinoma of colen SNOMED CT 269533000 114500 2014/7/28
5290 PIK3CA CO0B99790 Carcinoma of colen SNOMED CT 269533000 114500 2014/7/28
5395 PMS2 C1838333 Hereditary nenpolyposis celorectal cancer type 4 NCBI curaticn 614337 2011/8/14
5424 POLD1 C2675481 Colorectal cancer 10 NCBI curation 6125581 2011/10/26
5426 POLE C3554460 Colorectal cancer, susceptibility to, 12 INCBI curation 615083 2013/3/15
4092 SMAD7 C2677123 Colorectal cancer 3 NCBI curation 612229 201110726
7043 TGFBR2 C1860896 Hereditary nonpolyposis colorectal cancer type & NCBI curation 614331 2014/7/25
7157 TP53 CO0B99790 Carcinoma of colen SNOMED CT 269533000 114500 2014/7/28

#* 3-36 [EANOERRAEEMN (RERTF 8 ) [RiA]

Laboratory  Test  Gene Method Insurance URL i
SRL RASIBIZT RAS PCR- http:/iwwawsrl.infolsrlinfolkensa_ref_CD/KENSA/SRLE513.htm RASBZF(KRASEB{ZT. NRASBIZ T4 %l Zexon 2 codon 12,13, exen 3 codon
TEAHR SSO%E 59,61, exon 4 codon 117, 146 XDERRFHT
BML RASIBIZT RAS PCR- http://uwb01.bml.co.jp/kensalsearch/detail/ 1404111 KRAS, NRASEZOF 120 13, 59, 61, N7R LT 46D BRI B LT B
LEER 1SS0 IR
LSIAF+I RASEZT RAS PCR- http:/iwww medience. co.jp/information/pdf/15-18. pdf KRASEIZT& NRASIBIZT (Deedon12,13,69,61, M1THELTA1460 73 AESEIRE ¥
s TERT 1SS0/ BT EEHEL
FEFEPH  RASEZT RAS  PCR- hittp:/iwwa hkk.co.jp/cmsiwp- RASIHZT(KRASBIZT, NRASEIZT)DEH T hdexon 2588 codon 12,
T i rSSOiE content/uploads/2016/03/s2015_15-1 pdf 13). exon 39845 codon59, 6108 LT exen 4i8ifcodon 117, 146) DEEFAFFL
AT4w?  RASEIEZT RAS PCR- http:fwww medic-grp.co jplegi-bin/db/database ¢gi? RASIEIZ T (KRASIBIZ T NRASIEIZ T4 ¥ICexonZeodon12,13,
LEEHR rSS0iE keys5=RASAIDVO01=&IDn001=AND&word=28&print=10 exon3coden59.61, exondcodon 117,146 NIRRT
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N UMIN B &k D EERIFSE « 15BRIEhE s [ KiGA ]

A ALTRERD .
o = TRiBL AR 7F 21 R R, VPSSR RY)
XLy % 2005 2006 2007 2008 2009 2010 2011 2012 2013 2014 2015 2005 2006 2007 2008 2009 2010 2011 2012 2013 2014 2015
FRRRE 192 32 167% 1 0 0 9 10 211 3F 3 29 30 20 2 4 5 6 6 4 1 4
RS 46 2 43% 0 1 0 2 4 8 4 7 7 a4 9 1 1
FEis EiRE 29 9 31.0% 0 0 0 0 3 5 5 8 5 2 1 3 1 1 2 1 1
BT BRFRE 25 4 16.0% 0 0 4 1 2 1 7 7 2 1 0 1 1 1 1
B THEETT BRANGE 18 2 111% 0 1 0 0 0 4 2 5 6 0 0 1 1
HRRIRA 7. 2 8% o0 1 0 O 1t 2 2 7 2 0 2 2
FEIRENGEE 6 3 188% 0 0 1 1.2 5 3 1 2 1 0 1 1 1
FERERE 15 1 67% 0 0 O 0 0 3 5 4 1 0 2 1
TR THER I8 12 5 #M7% 0 0 5 0 1 10 1 3 0 1 5
HREFERTATIE 11 00% 0 0 ©0 0 2 0 3 3 1 A1 1
N \ e LY N
# 3-38 JeEEFREO IR [KEAA]
a SRR 20055031 2006/6/30 2007/6/30 2008/6/30 20096/30 2010/6/30 201U6/30 20126130 2013/6/30 2014/6/30 2015101 20151011 Lo
i) TR 1990 1991 1992 1900 1004 1095 1096 1057 1996 109 2000 2001 202 2000 2004 g kAN RN WD OWWE KNGS NS KINEN RINEN NS AR shem %0
200903001 * 2010/04
EY N = N Ly H .23
# 339 BWMAA RT A OKERW [ KAL)
Y 1l fFRE HRER S
SEEHFS A o s HAFSARE URL
EIFh
TGN BEICEITARAS 2014 BF - RASIHZT{KRASNRASIBIZ T TETH ¢ 2843, MECFRIAMERS CLFESEESH  hitps//www.jsmo.or jp/about/doc/RAS_guidance_coi.pdf
B F(KRASINRASIEIZF) ERAR F.ERR DB NN TR EL . FOOWMITTKRAST 200812, aF 13
TEROAE ETAI(5 2] B TFEEDREDAHTONIFER BN TOBERI CHLT B, Fhlisto
2EHE ] KRASINRASIEZ TR OEBEBILAE T2 b4V EE L
BRI BRI S 2012 7S - TR IRIRIEE(FAPIZ. APCIBIZ T OAISEITH: P R EFA S L. ABOSRIERIEEE  nttp/www jsccr jp/pdfi201201_guideline pdf
H) R e T REREFRISE ZEDIERIF TR 2. UL FEREL, 227 T ISR T OEiED
- P EEAHEE S TR RRINREERIEREE TH . (O ThOEEDEO—F ¢ —+D
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F 340 [EHESLIRASCEOBARFRATERI (K]

DiseaselJP)|~ Diug Lakel Source |~ Diughlame - GeneSymbol ki Testinglevel -
TEEDA FDA panitumumab KRAS Genetic testing required
FEEHA FDA cetuximab KR&S Genetic testing required
FEEHA EMA cetuximab KRAS Cenetic testing required
TRELA EMA panitumumab KRAS CGenetic testing required
REEH A, FDA regorafenib KRAS Informative PGx
EENA Era regorafenib KRA&S Informative PGix
TRELA PrDA cetuximab KRAS Cenetic testing required
PN PrDA panitumumab KRAS Genetic testing required
FEEH A HCSC cetuximalb KRAS Genetic testing recquired
FEEHA HOSO panitumumab KRAS Cenetic testing required
#£ 341 7 AEREB T 0 20MEERN [ KGR A)
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P s, RO —X BRr o 1 —X
@IAOFA nn - i
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1.94(8 (86-00 10E48: [FI
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ORA 2)EGFR& gﬁﬁﬁfﬁ fé; BIRASP( U714 A NENABBIHMBLUER) 37INRASER LS
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# (B & (BIE5E | 3 NRTART - 5 I il EE)
b=l OPUSHEREEEHT (2
B PRERER D EBAT INT YT MG
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8 11) /X2 Y AR TEIIHER = %
2 =2 B4 ey Y9I0SV ML
o - s SRR 5188 (KRAS/NRAS)
= ) B9KRASER |31)58 AftH - :
) ERARBIER WRPOACE | RBROYY I ER SIS TR |12 = w e sEestE:
e cromzn — DSHEGPR- |1V prospectve- P (2005018158
R BICSTS S =p N = 4z ; NINYZR TS Ors .
EGFRIVAREDSBRE ECI J* _Tsﬁ YAY) BUAICK DI |analysis Ry 3 16) NI\ ANV THAREET
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e e ot | Y9 AR PEAKTE
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4) R

ESE T EOR R ]

RO GEERFE) 1, FERSIKT 13,233, 7 AW T 129 thRsE S
T3,

7 ) DRFGED R SCEOFER MRS & 7D & 2000 AELIEICHIN L, 2011 AELARRIC & 5121
ML<Tnsd (K 3-25), MR KO TERR&IERE ] AFEOEIA1X 2000 4FEEh & THERE ) R
FOEENEML TV 5, 2011~2015 FEOZATEF— T — RO 72 iX. population <27 &
BB CTd D ABCG2, SNP BSENGE END (X 3-26), —J7. 2006~2010 40 S
X — 17— RiZX association CBEE R T TdH 5 SLC2A LN G £ D, HH (BHHEHZ D H)
OEBFERHERZ LD L, BEBMTIEEAN Ny T Lo TD (X 3-27), IEAL[H
BRCH DM, B CIEHEOFRSCEHMABEE Th 5, GWAS #FFEIC WL, HFEUEIE
TN RN, 2013~2015 LRIV O DR IR TER IS TV D (FF 3-43),

7 DR DORENA—Y T4 XENT ClinVar 1288 S - fK -« BEEE 120
ABCG2 & SLC17TA3 D 2 3 d % (5% 3-44),

ERARRRA O FERR DU DN TE, BN TIERBEIKRFE 805 5, BML B3Mff5Efmdr L LT
AR Z £ LT\ D (F 3-45),

St RO IR EM CTh 5, ZWCIREORFAMANE L DO TR | ERHE
HENEBITBW TSI 5 Z LRV “year note” 21X ABCG2 DFt#inzH 5 L DD, BlfE
D& ZAERBRBIETA T A4 ATITFLHE A 720,

ZOEHTH ) AEREB T oADK T = — AOFEREIE - ST L. et 2K
L, 3.6 BOMEMEHER Vv 71> TER T = — A L EBULFEAEEZ2HELTZD
DHFK 346 Th D, FelbEECRIRINE, BRI A BT A4 3720 e, #ElT7 = — X%
BRRIFTE IR 7 = — X Th D, — HEBULEHARITARE A 7 €2 —FDORERND 30%
AL, AEA 2 Ea—L0, 5% b, B ERENIHT O ABEEE A X
N5 L, Fio, TORENEKRREICHIAENS Z EBnHGFEIND, 512, BIETHRE
ODHERMENRENDZ EICLVBETA RTA Chii#iEcnd 2 2R LIz,

DIRTA BT A 1T X 2 NEEERS 3]

FHEDOEAIIZIENA FTA VB REEDTZD NREMRL o —im a2 b & IHEE
FTEER L (& 3-47),

2000 FARIZ A > THRERBI O JRR B IR FERZE DM T4, 2004 725 GWAS N E i S 41T 5

(f B\ Cld 72 < JRBREBSE O GWAS 232\ ), 2008 4EI1Z GWAS (2L W ABCG2 MRIE X1
TW5D, 20K, BUEZEANH D3, 2013~2014 4F(2 U A7 FHIATHIL, 2014 4F(2 13 “year
note”|Z ABCG2 DBE THRAIZ OV TRLHEN S 47z, 2015 40> B ¥R EUZ FFL L 72 GWAS 723
HETEBISN TV D, FINELGT TH D ABCG2 O FRIELCHF R DO & DK E M7l
FUE DWW TTESHUE FEIC L > THHETE TRV . FiEdRz Y LI T %,
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(/2 : 2006~2010 4=, £ : 2011~2015 )

[ 2]

@ not identified
@ Taiwan

Japan @China
@Spain  © Great Britain
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1995 2000 2005

Germany @ltaly O USA @New Zealand

2010

2015

3-27 EEPHEH O E i SRS

7 3-43 GWAS Catalog 7 — &% _X— R 2k S TV 5 B & s -

Disease

Ui A

A SCE [ L

Gene Total 2015 2014 2013 2012 20m 2010 2009 2008
gout 16 6 3 6 1
gout NR 4 4
gout SLC2AS 3 1 1 1
gout ABCG2 3 1 1 1
gout CNIH-2 1 1
gout MYL2 1 1
gout ALDH16A1 1 1
gout MAP3K11 1 1
gout Cuxz 1 1
gout GCKR 1 1
# 3-44 ClinVar IZ88R STV 2R - B Ui
#GenelD GeneSymbol ConceptlD DiseaseName SourceName SourcelD DiseaseMIM LastUpdated
9429 ABCG2 C1841837 Uric acid concentration, serum, quantitative trait locus 1 NCBI curation 138900 2011/10/26
10786 SLC17A3 C2675207 Uric acid concentration, serum, quantitative trait locus 4 NCBI curation 612671 2011/10/26
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* 3-45 [ERNORRBRAERMIRD (REKTF 811 [

Laboratory Test Gene Method Insurance URL s
BML ABCGZB{ZT ABCG2Z PCR- http:/fuwb01.bml.co.jp/kensa/search/detail/ 104117 3EEFENQ126X(376C>TI CDLWTTCICITTICITTITL. QI41K(421CA T DIWTT CIC)
ZERUART Invader TACITAA I TIBEECAPREEL, T Oil &t B St R aEE % T IRE
&

% 3-46 ) AEEEBU S o 20EBERN [DER]

TIFROAER (gD SERIR)
WHRIx—XL B x—X
EENHE -
oy | 2P0 mea | gy mam | SOUTF || cmpsmn | (S | oneme g | asesEs
s - ) : " PO () | (> - SR

EIR{LEH 30%

FERIE: 0% 7

TOIMER: <% ?

J T - ZIRBEET

C ERIE a0 | BF . + BT [BML] + BESERGE Tl year note 2014
V== (20155) ] o T - 05 ABC FE | 514855 (M CREED
B C—Jrf?b}éﬁ 1EN0E - 181 | PARW( (MO | - RFEOED SIFETE - | EEW 2 FICTRPE
TH & (1-158) SEEERSIE | FLOSE0n 212i% ALy
CBESIEE - 20.2% (B, 18 (PMID: + S|P ELT
23715 (0105 SRErE. W | 22473008) E:130%
F) I2ER18.7%, + BIEE
15.4%, 5.7%) S1MmERT
(PMID: 220
24900660) (FhEaE

(B2 ]
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# 347 BRHA RT7A4 %&b I L EIREER O/ER [aR]
TJOERXD 2001 2002 2003 2004 2005 | 2006 2007 2008 2009 2010 2011 2012 2013 2014 2015
GLUT9/SL
%AZAQIE]E géivvgs)(a}b(&{
T i t ts
BRIRER a],,:sr:l%e et al, Sci Tr:lh?o
H Med)
EEEE
a) BRRELRT
DIRFE T BRICHLLEE
~ GWAS %r\;\lﬁziﬁ;ﬁﬁ (;EV%AS (Masuo
N e et al, Ann
- GWiE £DChr 4% Rhetm Dis)
SEERAT - TE (Cheng eum Dis
XY PF etal, AmJ GWAS-China
US2 Hm [ gwAs() ) LewAs2) | ueana
a RRELFDRE
2O
DR\ A U ZOBROPRRESETIS -ABCCOBETIHA TS | [ 1y2-Fi| | alScfen etal.Sa
NBMBRBENS<ZDDTVAE BMLETIZMEHR Vita , Rep)
2014/1 « 2 + 3Vol.31 No.1 (GB8&No.126) )
2 BERDEBIHERELCFABCG2ORTE (EEEZ Vol.28 No.8 UL WeR ‘ ‘
= = 1285-89) DRI |
AA1 RS RS (I]ch'|\<I:Ia et
ggm?un) [ﬁ‘r l\“j‘r ?15}
URAT1/SL GWASICX SFRERIAE «
. C22A12@ NABCG2 BROBE |
e) ZDMES BRI E T BE GWAS (Kolz et al, |1 S 'year note
(FREBBROESE) (Enomoto (Dehghan PLOS Genet) (B 2k 2014
et al, et al, P s |
Nature) Lancet) EEEL
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(5) 2 BERSE

ESE T EOR R ]

2 BUMEIR IR O S G E R | AT 103,426 1. 7 HEFFRTZT T 11,372 14
THIZER LV BFXIICZ N,

70 DO SCEOFERMERS & 7D & R & e CRaSUEORA Y K & < 1990 4E{R
DH—EESTHEMLTWS (X 3-28), R L TEK) OFI& 3R~z [ &
O THEEE&IGR | OFEIANEEIML TV 5, 2011~2015 DR —T — RO Zid, ~A
7 1 RNA RIEERFTh D 7L2, TRk A, AF b, BIETHE, BAHIBE AT
EREEND (X 3-29), —F5, 2006~2010 FFDOZH % — U — NIZITEFMEHERIH (MODY)
DR NEEF TH DTN 7=, LY AF . CRP, FABP Z DB RIF~ — 1 — 24 £
b, H& (EHESOKR) OEBPIFERIESRZ LS &, IBERETIHIFEEE L s HE
DEy 7 THY, WITHARPZ Y (K 3-30), GWAS IZ2OWTIE, KA D723 Tl bRV
BIEE G & ST D TCFTL ICBT 2 X0 &% CTh Y . HRA TR bW E S
LTV D KCNQL O iz 4 ZFH CThH D (R 3-48),

) DR ORE RN A — Y T A4 XEN T ClinVar 288k SR K« BEEE DR NS
IZ TCF7L2 BNEEN TS (£ 349, 727 LZDHIET7T VT 7 Xy MEDHEETH 5 7-8
TCF7L2 IXEENn TV, —FH, HARATR bW E SO TS KCNQL (%, ClinVar
ANOBERIZI2NA, OMIM O SCEH|ZFHE STV 5D,

BRI OW TR, 7/ 25X &5 H L TV D RRFOAOIEHRE TH 523, 2000 HRIZA-
THE 200 R EE O HFEN e S Tnd (K 3-31),

ERARRRAIZ DWW TIE, BN RTF 8t 722 Tl 2 %0 L TV 28BS IX 22, sz D
THE TRV, —H OB TO IR GTRIZEFEIN TS (F 3-50),

SEHEERECIRIRINGL S R O T, BRI A BT A A2 DOWTE, FERIFOBZEITA R T4
YERIIFET DL OO, FFEDBR T RAEOHEITEOTHIL /W (E 3-51),

FREOMRE S LI EBEHER Uy 715 TER T = — X & FIYLF AR 2 HE L
b DNRE 352 Th D, JlEEFORBINGR, BRI A 714 BT DRE DB IR
TOHLEFE DT RN T8, R T = — RILERIRIFSE - 18R 7 = — X CTh b, —FHEBL
BHRITAWE A VF B2 —FEmER D 3~4% %M L,

B AWEA A 2S5 BIEE TIZ 100 B E OBEEE 2R L SN TW 508,
Z D) BEERBIE N RV OBIE 2 W) 27 FRINHEE S TR TH 5 &
DZETHD, 5HBIT R —r =2k B85 ) by—r v AT LD EE s
PR, BREERNSCEG A EERZIR LEIC LY, VA7 FREOR EAR S5
ThHhH A,

[T A T A T XD WNEKEERS 5]

2 RUBERIFDBIRAA RT7 A &b &I LT ESER A2 353 ([2i#T 5,

2000 AEAUHTE £ CIRMEBIZER 3T DAL, 2007~2012 4£1Z GWAS #FFE A3 A i ST
W5, EIEIZIEFRFFICY 27 FRIOME BIERIE L T\ D, 2R TA KT A4 2 L5
R CIRIER IS RMEL el LMER CE TR LT R LAARTIEZ AW OO A LY
PR FRE L B 2D,
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@ME O BENE  OUMESBEET
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3-28  JLAfE -

BRIRBI D7 7 DiwsCEe (£2) -

#a ) OB [2 2 RA]

@Hepatocyte Nuclear F.. ) Hepatocyle Nuclear F.. @ Heat-Shock Proteins () Resistin @ MicroRNAs  Transcription Factor,. @ Epigenesis, Genetic DNA Methylation
@ C-Reactive Protein 0 Fatty Acid-Binding P. @ Environment @ Calcinosis @ Insulin Receptor Sub... & Genetic Loci @ Genetic Association ... @ Endothelial Cells
@ Cardi I S A+ Hyd.. @ AMP-Activaled Protei.. () Gastrointestinal Tra...
" b
50 = ] m~
S =m 120 ..
40 - ||
- 100
I = I =-m
30 - - = 80 -
- -
. I - a0 I
“ - [ | =al
40 .- -
‘“ Zlinkscl : I
. P .-l- E=lln . J—— |
1995 2015 1995 2000 2006 2010 2015
X 3-29 2 L7 MeSH & — LBl O SCEHERS (72 : 2006~2010 4, A7 : 2011~2015 4F)
H

(2 AUhE IR ]

@natidentified @& China @ Japan

@ Sweden

 Korea
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200

100

1988

GreatBritain @USA () Germany @France @ ltaly

# 3-48 GWAS Catalog

3-30 ZEHHEE OERIG SCHEHER [2 AU RE]

T BN — 2 TR S LT D [

BT« sk [2 BpE R Ip ]

Disease Gene Total 2015 2014 2013 2012 2m 2010 2009 2008

type ii diabetes mellitus 360 19 a7 39 a1 32 35 19 62
type ii diabetes mellitus TCF7L2 28 1 3 6 2 1 1 3 8
type ii diabetes mellitus CDKAL1 17 2 1 3 1 1 2 6
type i diabetes mellitus IGF2BP2 16 1 2 5 1 1 2 4
type ii diabetes mellitus KCNQ1 15 4 1 2 2 3

type ii diabetes mellitus CDKNZB 13 2 2 1 1 2 5
type ii diabetes mellitus HHEX " 2 1 2 1 5
type ii diabetes mellitus CDKMZA 1 2 1 1 1 1 5
type ii diabetes mellitus SLC30A3 1 2 1 1 2 5
type ii diabetes mellitus intergenic 9 2 2 2 2
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# 3-49 ClinVar IZ&&E SN TWAJRA - BhEE a1 [2 BB RIS

#GenelD GeneSymbol ConceptlD DiseaseName SourceName SourcelD DiseaseMIM LastUpdated
6833 ABCCB 1835887 Transient necnatal diabetes mellitus 2 NCBI curation 610374 20117817
6833 ABCCB C0011860 Diabetes mellitus type 2 SNOMED CT 44054006 125853 20137118

208 AKT2 C0011860 Diabetes mellitus type 2 SNOMED CT 44054006 125853 201371118
54901 CDKAL1 C0011860 Diabetes mellitus type 2 SNOMED CT 44054006 125853 20137118
5167 ENPP1 C0011860 Diabetes mellitus type 2 SNOMED CT 44054006 125853 2013/1/18
2056 EPO C2675471 Microvascular complications of diabetes 2 MNCBI curation 612623 2011/10/26
2642 GCGR C0011860 Diabetes mellitus type 2 SNOMED CT 44054006 125853 2013/1/18
2645 GCK C0011860 Diabetes mellitus type 2 SNOMED CT 44054006 125853 2013/1/18
2645 GCK C1841962 Maturity-onset diabetes of the young, type 2 Office of Rare Diseases 10657 125851 2011/5/12
2820 GPD2 C0011860 Diabetes mellitus type 2 SNOMED CT 44054006 125853 20131718

@ HEI AR SIMSEHR(HMER) @ SIMIHR(LMEN)
719
600
500
400
300
200
100
— - m
1990 1997 2004 2011

331 7 L XEGIH L TWA I OHER [2 A8 R

#* 350 A Ck

%) OEFRMRAEMR (GTR 245 [2 B0 RIH]

GTR

GTR_identifier object_name MIM_number SNOMED_CT_ID i}
L
C0011860 Diabetes mellitus type 2 125853 44054006 71
C1563706 Nephrogenic diabetes insipidus, autosomal 125800 18
CNO69127 Diabetes Mellitus, Noninsulin-Dependent, with 3
Acanthosis Nigricans and Hypertension

C1832387 Diabetes mellitus, noninsulin-dependent, 2 601407 2
C1832544 Diabetes mellitus, noninsulin-dependent, 1 601283 2

# 351 BEHA RTA o OfEki [2 B R

T
e T TR e HAF AT URL
Bi

FIFHRRIN CE TS 2013 B 1HEREFE HECRCTHRECREFOLEMIEL ERRIENHEROAE DB QI HEEET L GEETEES  hitp/fwww jds or jp/modules/publication/?
HERFEZEAFS RFAE BRI ERSN/CbD) OEREEY . F S WEES L O L E IO TBEEES Y o ThASEAANTLY content_id=4
A = -l i)
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# 352 A AEEEBUL T ¥ 2OEBSRN [2 B5ERE]

WO (BEEH SERK)
R x—XL BB T —XL
EEONS -
s | 200 maa | onermak | SOCTR | ook e | cmprws | CERIRCS | OREER-R | OBericF>
RFEE " o 3 PO () | 1 - BHYE

EIR{LEH: 3~4%

F=R(E: 27~-36%

ZTOILER: 60~70%

Jr—ZleHEET

& (11-158F)
FEEBEE -
2,305 (98-00
)

- EEIMRT

< BESERE L
57231108 (11
~15EICTRPE

#5)

(2013)] (B1
W)
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# 353 BEIA RTA &b LT LIEERER O [2 505 R %]

JOLRRS 1996 | 1997 |1998 = 1999 |2000 | 2001 | 2002 | 2008 = 2004 | 2005 | 2006 2007 ‘ 2008 ‘ 2000 | 2010 3 2011 1 2012 ‘ 2013 ‘ 2014 ‘ 2015
| [ I I | [ [ [
KrUppel-
Kir6.2 like factor \ > ﬁ ﬁ | — go— __ *9 } }
PMIDA5T |7 ﬁ;@ﬁ”ﬁ EGE/E(L&éEﬁTLT 7;& 2D E
amylin NEUROD1 16830 | (PMID159 |ABCCS U \ Za\
B3 |viperr PMID:105 37668 |PMID168 (23:*% ,?KE O)I’/Z =)
B’R 2735 45051) WNTSB 85549)
PMIDA53 | TFAP2B
86214)  |(PMID:159
40393)
BRI % SLC30A8 (PMID17293876)
2 EREET CDKAL1 (PMID:17460697) xTPIUIR
U)}"*’lﬁ CDKN2A, CDKN2B, IGF2BP2, XOPF : > Eﬁfj—:g?‘k‘ 1 OO*E,E%E
CDKAL1, HHEX. SLC30A8 5 MTNR1B [ XFPFUYR = Bin
(PMID17465246) D183 | PMD190 | PMID20S8182T) | oot 7res1e) | PMiD224 >E§E§§m)§1ﬂ?l;KCN\Q/1
GWAS/ 183 |60008,19 - : (BARAN. TCFTL2ERHKA)
puas IGF2BP2. CDKAL. 72903 1060909) UBEZE2. i e PN s N
XU ))27' CDKN2A. CDKNZB. NGt C2cD4A. cacpag |PMID21 Y ooz | |7 SRIERERY DT Y
£ : = =
TCFTL2, 6.Cd0AS. HHEx P 107 | o cgrgagy | PMD22168537 (85922 Y —[CKDIWCSOHIREE
(PMID:17463248) Tiiaen |00 eers08 C@[;ﬁ%'&‘ BizFREIOE
CDKAL1. CDKN2A. BIERAREDHABLER
CDKNZB. IGF2BP2. HHEX, PMID21142536)
IDE. SLC30A8
PMID17463249)

w

b5 T iaeaRe GWAS

IN

o

(PMID:20889853) | (PMID:226 > ZLDEEEIETFZE
PMD21550070 | ANTETEEER
(PMID:190 | (PMID:189 : PMID:226 bg @ gb%'@‘\ tb
PRy 2032§> 7225? beOOTerSD 1PM\D:21 900839) 9345§) Pupzso | | gz ORRED
gg\gg‘:)% f%?;) 92 (PMID:21947855) (8P5M9|24§28 i§1ﬁ ? E}Eﬁ l/ \73 IJ 2
(PMID:22046406) ENEEES 9 %5/@\” D‘iﬁﬂ%ﬁt" [g
(PMID22364391)  |29454) TR
(BEEN) 258 ‘ ReroRm
Wt ko | 1) ERBODEEDHREC T SRRRMSE (2012 - Dira mmpm
2RZ2HIRMICEDHERBZEH RS0 2013 (BAEREES) T BTy

2013 (B%
3) Assessing the clinical utility of a genetic risk score constructed using 49 susceptibility BREFR)

Tleles for type 2 diabetes in a J lation. (2013) PMID:23956346 = | So—
alleles Tor type labetes IN a Japanese population [7j,r l\j,‘/ \J1b
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(6) T7ILYiNA <7 —BIERHSE

ESE T EOR R ]

T IV NA = IR O CEL G ) 13, R T 80,804 1, 7/ AWFFETE T T 11,736
HECHRER L Y HARAIIZZ N,

7 DR OFRSEDFER R 2 LD & A & TR O HRLA K & < 1990 4
RPL—FERETHEML D (K 3-32), TR RO TERK] OFIEIE 1990 FR05 &
FVEDLLT [ KO TEB&ERK ] 7 ED2FENEmV, 2011~2015 FFD @ ¥ —U
— RO, GWAS 0~ A 7 2 RNA, TE YV = RV A A FUALENE T D (K 3-33),
—J7. 2006~2010 FDOEHEF—TU — NilliTa v X7 LA U REEm & LThbhd
ApoE, VA TR A AV NENGEND, FFH (EHEFELZDOH) OEBIFERWESE LD &
WEBETIRENR B < . WISEFZ ML T D ENR L (X 3-34), BAZ
ZDWITHEL o GWAS FFFEIZ DUV TIE, ApoE (2R 25k Uik © 26 < . IRICHEHIZIENE T
SV A e —BIERENIE A~ BH N H 5 70TV D TOMM4A0 23% 0 (3 3-54),

7 DFFEDREFIN A — Y T A X EHT ClinVar |28k SN 7-JRA « BhEE s 7 D72 )T
I, EZ/2 APP, PSEN1, PSEN2, ApoE LIZMZ % 10 {EFREE DBIE 12OV T 50 % Arlh k
DEBRPBEERINTND, TV A ~ =[Sk L7 JRKE 5+ DB T 5 AlzGene %5 %
A2 & BIEE TIZ 700 38V BEER 723 /Do T g (3R 3-55),

FFFFZOWTIE, 7/ 25z 8 H L TV D RFO L OHRETH 5723, 2000 HFRIZA -
THE 400 UL Lo HFERN /e S Tnd (K 3-35),

BERRAIZ DWW T, ENKT 8 72 CTHE— BML 28V T, ApoE DOiEfa A%
Fhi LT\ D (3 3-56),

JedEEIRIL 2004 D ER L TWDHR, BUED & Z ARBRINEIZIZE > Theuy (R
3-57), BRAA RT7A o0 T TEYROREEE RO F IR %2 A9 2 58 MAE#H R E
FRHEE L TIL APP, PSEN1, PSEN2 OEARFMEHTIC K 2 2WinAliETdH 5., ApoE Ein T
DN —F URBITHFE S TIHEZDRETH D] EORBRNH Y . ApoE (oW T2
A RTA VPREFHEITN 220 (R 3-58),

ZDEIIHET = —ADERENEE - i L, EHEHER ¥y 71> TER T = —X
L RBULE AR EZMETE LT b ONRE 3-59 Th b, AN O BIEE(S - Tdh H APP,PSENL,
PSEN2 [ZOWTIERZIREAT A KT A U ~DFLHD & D D3, ApoE IZ DWW T r—F sk i
BIRF S CIIZE LI D RE | LOZEDLBENA RTA U ETIIREGZEL HIB LT, —F
FEIULHEABIZOW T EHEEOBE W ET VAR DS T-OTHRE L Lz, 247 ) A
=l ARG S TEMFRIC LY KB TH DD EEORNAY T MR RIND Z
L. Fo BNOT ) AEREES IPS Ml 2 F O TR K 2 BEEE AR T O RS RERRAT S )3
L Z LR SND BB A 2 E2—50), £/, BEFHREICED U 27 FHIR
FEHEINDH DL, REBRICESZ @Y T - IBEIERH DL Z EBLETH D20,
Z DT OWFFEFHFEIC B IR L7,

[BBIETA RTA4 2 KBRS ]
TINI A~ —BEBHEDBIRIA BT A V&b LI LR FERE L 3-6012i#liT 5,
BIRITA BT A > DIFHRUSMNT, AlzGene 5D 7 )LV A <= —JFDJFIA - BEE (s DB %
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i o> CRERLOTHE LS EBHFRE L TEMLT,

1990 A% -0 B BIE & ERITRR 23T oL, GWAS 1% 1990 £ 0> 5 2000 FARIZ T
S TWD, U A7 T 1990 FFERZ T H D08, LRI ThI TRV, BIfEE
TIZ 700 31 < DB RT3 20> TV DD, ApoE LIAMIIRWVE R FIX A D0y > Tz
W, D OFRITHEBTRE TR L > THLH D RRERE TE TRB Y, Ty L5
Tx%,

[ 113 Eighy OEELERRE ot @HE BRME  OHELBRN Y oM
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400 Ill.
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40
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3-32 Koffs - BRIRBID S ) Mg () -

e ) OB [T YA ~—iFE]

@alpha-Synuclein Estrogen Receptoral... @ Tumor Suppressor Pro... @ Genome-Wide Associat... MicroRNAs @ Epigenesis, Genelic
Risk Assessment @PPAR gamma Oxidoreductases Acti... Clusterin @ DNA Methylation Genetic Association ...
@ Positron-Emission To... @ Lipid [ ] i OF Demen.. @F Lobar.. @ Diabetes Mellitus, T..
 Apolipoprotein £2 @ Tumor Suppressar Pro...
3 159
|| 140 n
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-
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ot a"-nlig ol w malle &
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[T g =—¥5]
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:5-_ et [
100 5 -.l-.lll
. _ ----iE:iilIlllIl-ll-lll--l-lnl l

1984 1993 2002 201

B 3-34 ZEFHEE OERNESCBHERE [T VYA <~ —7i]
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# 3-54 GWAS Catalog 7 — & X — A ULk ST 5 BB T « G0

[7 vy g ~—¥5F]
Disease Gene Total 2015 2014 2013 2012 201 2010 2009 2008

Alzheimers disease - 289 51 44 72 38 49 7 19
Alzheimers disease intergenic 26 3 4 18 1

Alzheimers disease APOE 21 2 4 3 2 2 4
Alzheimers disease TOMMAD 14 2 4 1 2 1 3
Alzheimers disease CLu 9 2 1 2 4
Alzheimers disease BIN1 9 2 1 1 5

Alzheimers disease PICALM 9 4 1 1 2 1
Alzheimers disease CR1 6 1 1 2 2
Alzheimers disease PVRL2 6 1 2 1 1

Alzheimers disease ABCAT 4 1 1 2

7 3-55 Clinvar IZ8&E STV B JRE - BEER T [Ty oA ~—95]

#GenelD GeneSymbol ConceptlD DiseaseName SourceName SourcelD DiseaseMIM LastUpdated
2 A2M C0002395 Alzheimer's disease SNOMED CT 26925004 104300 2011/5/16
1636 ACE C0002395 Alzheimer's disease SNOMED CT 26925004 104300 2011/5/16
102 ADAMIO C3810041 Alzheimer disease 18 NCBI curation 6155590 2014/12/4
323 APBB2 C0002395 Alzheimer's disease SNOMED CT 26929004 104300 2011/5/16
348 APOE C1847200 Alzheimer disease, type 4 NCBI curaticn 606889 2011/9/2
348 APOE C1863051 Alzheimer disease, type 2 NCBI curaticn 104310 2011/9/2
351 APP C0002395 Alzheimer's disease SNOMED CT 26925004 104300 2011/5/16
642 BLMH C0002395 Alzheimer's disease SNOMED CT 26925004 104300 2011/5/16
3077 HFE C0002395 Alzheimer's disease SNOMED CT 26925004 104300 2011/5/16
4353 MPO C0002395 Alzheimer's disease SNOMED CT 26925004 104300 2011/5/16
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