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Tonight, I‘m launching a new Precision
Medicine Initiative to bring us closer to
curing diseases like cancer and diabetes
— and to give all of us access to the
personalized information we need to
keep ourselves and our families healthier.
I want the country that eliminated polio

and mapped the human genome to lead a
new era of medicine —one that delivers the
right treatment at the right time.
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201853 AERERYT / LTEBRKEE T —FN—X “MGeND” >

http://mgend.med.kyoto-u.ac.jp/

;:; MGeND InSitcxs  diDownicad  Ploocezds 8 Aotw Dhsp

MGeNDD#FRFR IR

Medical Genomics Japan Variant Database

AIF=HAFR

MiEH

AMED

MGeND#NH&ET—2EBEFKIZDONT
s JE-GEM EhE

EMYTUNT S0 EFEERTFERIC

HRARICETHENM ) TURT—2D

@ 090 /NS B2 R ER

Su gy fee Yadicn Ravarch o33 Oewicssears

NCGH
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BEANERSE/INUT > hF—IR—-X
MGeND#ET & —FEHZHICDNT

REPAFE AL ESHITR
NERFREREN CyIT—SERY
P FRiEH M, Bk B B
ﬂ\

il

S0 B e 2

KYOTO UNIVERSITY 2020.10.17 20120%E &t b\UT7> b —SiRF GIEMRS

) LAEBRDIZHERERS —T > ADiin

IvE>D NUF7> M

(PSAA>BP) ATTTTCGGCTTTTTTTAGTATCAACAGAGGTT

TTTTCG TTTTTTTA CAGCAGA
‘ ICGGCT TTTTTAGT  |GRAca
TTCGGCT TAGTATC |GCAGAGGT

f2Bl|l)— R TTTAGTATCUGLCA

_JI__
/ \ BB 1) I
PI)Fr—=>3>
BET—AIN—ADEHEEMNS

A

gene A gene B
d/ ———

A A
ESERBBRIRD TS Ad A A

VI ORMECRILEER S uﬂ—L—L
5| vE-sx—zicES<zRD 0

2OAF7UT 1
A HEENA DR %F-']“RIJ
. > st - R o s
SN, 'rdrz/_lm
oy AN
f{;ﬁﬂfﬂ}f “:——/L' 2 "
=g == L
T e
S - . 2
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INUT > b7 BB E D

ACMGHAT RS51>
KEFRKET - &' LA%¥S (American College of Medical Genetics and Genomics; ACMG)
RELDIRS
8 Pathoganc Pathogenicity Rational Catego
p— e iatrica: — = cociiice Very Strong PVS1
data PS1
PS2
_ - N R— Strong Pes

| BRI R D H T T

XA VTIVEGRICEDLZ/\U 7Y MU TACMG/AMPTHRE N5 HE

Benign -+ ®REER L

Likely benign - f&/RMAR LU O RIEEMED S L

Likely pathogenic - J&F4ESH D DA BEMED S L
| Pathogenic - J&F4EH D
| Uncertain significance - iR (LEOWITNICHDFETERH >7cH D)

" - . BS3
BS4
) BP1
oo I8 e Benign oo
Other data F BP3
fF Supporting BP4

Richards, S. et al., 2015. Genet Med. 17 (5): 405-424.

BP5
BP6
BP7

INUT > b7 BB E D i

ACMGHA R51>

KEFRKET - 5 LA%¥S (American College of Medical Genetics and Genomics; ACMG)

DEEDH

BA1 (Benign: Stand-alone) PVS1 (Pathogenic: Very Strong)

¢ £

population data (ExAC, Annotation

1000Genome’x &) (ClinVaria&)
| 1
Allele frequency + LOF (loss of function) ZETH 23
> 5% o ZEBLFOLOFMNYREDERE U
Il THREETNTULD
BA1 \
PVS1

RERE/\U 7> hF—HINR—X

ClinVar 3

ClinVar: ENCBINERT 3 ]

[T rp—

https://www.ncbi.nlm.nih.gov/clinvar/

PS2 (Pathogenic: Strong)

HRIRIEBEHR
R & BXCEREEENRL
(De novoZR)

Annotation
(ClinvVaria&)

ZHB(LFOERNRRDRR
BE—HUTWBEHlTES

!

PS2
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HHSIC KD T, ERMNSEHDRRRD

K727 (BX - EE - E) KE - 3—0Ow/S

HER2
mutation ' _Les

(2-3%) ;
RET fusion ¥y
(1-2%)
i HER2 — ROS1 fusion
o) mutation RET fusion  (1-2%)
(2-3%) (1-2%)

fifiREz (LADC) (CHITD RSA/\—EBnFOEEEEDLLE
Kohno, T. et. al., Beyond ALK-RET, ROS1 and other oncogene fusions in lung cancer,
Transl. Lung Cancer Res. 2015;4(2):156-164

HARANDBGHF#ERIRUTZT —IX—IANBE

BRRT J AT T —HIN—RX

MGeND (Medical Genomics Japan Variant Database)
https://mgend.med.kyoto-u.ac.jp/

& BANEKERY ) LAOEREHRADOREE

& F1L—3 32 ([CERBIROIEM LRI FIA

& SIELIRIMREBNST ) ABEROFEN AT —IR—Z1E

& KEHEITRY IR

S MGeND Variants . Download Help News  About.
A
-/
Medical Genomics Japan Variant Database )
Search
Exampln - BRAF, ESIK. Lyrch syncome
Selectcategory:  Gere Vanant Pastion Diease s
/
\
ANNOTATION
Variant annotation service,
oPEN +
NEWS
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2,

AMED BRERS’J LIGHRET —IN—RERER

3
AMED - ElTTH RS E A BA R R AT 4’ ®

DS: Data Storage of Each Disease Domain Group

evel of Access: Group Sharing Data

Rare/ Intractable Cancer DS Infectious Dementia DS &
Disease DS e Disease.DS Other Domain DS

AGD S5
=2 MGeND

(Public DB)
AGD: Public DB Designated by AMED Medical Genomics Japan Variant Database
Contents: Raw Genome Data ; Limited Clinical Informatio Contents: Limited Clinical Information (Diagnosis, etc.)
Level + Mutant / Variant information

Researchers Lovel of Access: Open Data
pproved Applications

AMEDFT—HA ST FUSIRUS —

O #RHRET—4
v DMPICERH SNIEIAREBER LUT -7 IR BBEE AR NIEARE /BT —4
v SRERDIARE (L. T —HDEEDER - BRICEM TS IMRES

O HIBRART—4

v HET —IN-XOBECHED T FIABN. FIRSESEEASHCLIEZSXT.
TV O AR AR SNIARENFIR I 22 RIS —5

O ¥FHPRART—5 7
v PORRICHIBRLHETERAY D LN EEERT—4

MGeNDBEDEES ) AT —FITA—IYV b

BEEBICHRDTETIEZRIA—IY b - IRHZRE
«ZERT—HH (BREEN - MRKREFEA)
 ClinVar&#xkJ 4 —<w MMCERL U ZIBEB D TE
- BABRICERBULHEHE (BEE) TOEECHXIIG
* xlsx, tsv, vcf, xml
- GWAS>F—4H
« GWASETDHEB (CERIABZRE
« BATIEIRS — b A BES — b (xIsxHzR)
s HLAZME>DFT—~ A (BffLbE: - M)
« HLAG 1 E> DB CIEEN ([CRAVLSN DT — T )L R IEE
o XIsxAZZ (Tt
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s> —~IHEB

® KERL
v OMIM, MeSH, MedGen, Orphanet, HPO, ICD10, BHECE

& BT
& SRR (Genotype)

v 1 ~BEFMEED/\U 7> hETz(dpfE<104 DSNP
* 1hE I DERKIGHR

O Fin (E)

O 45 ( [RERl DRE&I1 F280)

O EEARNEE

& FETICREY SEFHIRTR
v BRI Sy RIA— LI - BRIV - REERRE

F—SBFRUS— (ELSTHIGH)

BRI ERT — 5
UFoWwWInmaisizd6m
& KEZORHIC, BEORRESL LTINS/ UT> h—5

& KEEDNTRE=NZ/IN\UTZ> M5 —4 T,
UITFORABOWIT OO EHRBEEEXE(CAD TLWBED

(1) FTiERZET —INR—X(CBHEIDZ L
(2) SR ZF IR CARI DL

& FERSOOAFTRMOIRES. [T —HINR—RIRE,
FHN BB SNTTBATI TICHRRSN VDN =4
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TF—HEFRDFHEN

MGeNDEZEELZSR
(BuEERERHRREZ >S5 —)
NED
- GEEEES
'(? Zrirﬁj%bﬁ SREEFE BN - RIEE) l BN
7/Lx7 =
h . BT — - FhEk X —IL MGeND
43181469 (REPARFEFEBMER)
NBEAF—4
ﬂ IhTT b RN — ST [ ]
BET—% p [ ]
L= -’ RS T or
8 e E
Y INTF—5 %‘!
EHINCT — B
‘v& . BT — 4 o * 2 T
— -.-
() W25« Tor WSLATEE Sl 2IEn2

O mhsex—i

T—HAZDFIA

1. FT—HEREEN SMGeNDEREIEZEANT —FERAFES X
MGeNDEHREIRERE R (C L DIIEEESIEDMER
MGeNDESFEIREER(C K DT —FERODER

(1H'5 3 (FHIEDFH ; =12 URR DTS HREIC K BT —4 (IERINE)
4. DSHR - —AEFEREANSMGeND(GFREFA)N\T — Xl

5. MGeNDIC TART —AIR—X(CT—FE

w N

&EY ) LhIBIRRET —HINN—X MGeND
http://mgend.med.kyoto-u.ac.jp

< MGeND Variants . Download Help News  About

MGeND

Medical Genomics Japan Variant Database

Searcn

ANNOTATION
NEWS

Changed the of registed %a at Cancer (+15)

12
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7OtR - FIB1I—YH—ICDWLWT
(2018/03/18 -- 2020/10/10)
> ~—4)Ltzwv=3>%8: 80,868
> I —Y— (1=—72) : 50,407 (49,982)

= w = Disase Detail | MGeND = Variant Detail : MGeND MGeND = Clinical trishs detad - MG
J a5
w b

1 T 476

:“ an
|| country ‘

1 United states
2 Japan 7 7
3 India > P
4 United Kingdom
Be}sfhu . u;ﬂ TR . nmniuﬂ . 5.“1'! 9F 37 " nm)ﬂ-ﬂﬂ " N.‘ol‘)‘h R - nm!n-rﬂ - unm‘a -
5 Germany s . = "

T — IR

2020.09.29 HFR

Data type . HLA
. Variants
Disease area allele data
DA 158,901 (11,029)
& HR 15,170 (2,983)
LR 1,115 (1,115) 155,100 (155,100) 1,979 (1,803)
SOKE /S HE 11,408 (7,668) 410 (410)

APOE: 12,553 (5,451)

Z Dt 940 (833) 14,321,737 ()

¥ v INOHIE ... NBFH. RUOT—FS 127U IRYS —([CETEHOLDH
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SR —5 : FEXDXIECIEH

2019.04.05 5= 2020.09.29 5=
. NESESY 2,459 2,983 +524
£4 - #8 -
TRt 13,406 15,170 +1,764
) NESESY 9,041 11,029 +1,988
A 5
TR 25,073 158,901 +133,828
. NESESY 23,359 158,018 +134,659
TR 157,082 158,194 +1,112
_ NESESY 13,370 13,529 +159
SOHNAE - BHTE 5
TR 19,339 24,371 +5,032
ZDfth NESESY - 833
(FFEFELDZAABIE) jopy - 14,322,677
_ N\BEER 48,229 186,392 +138,163
aft
R 218,878 14,679,313  +14,460,435

15

MGeNDEifFT —4 &£ ClinVarDLEER

« ERFT—4 :
vMGeND : 2020.03855
vClinVar : :2020.08.30 (vcf_GRCh37)

Number of Variants

- # of
: Clinvar MGeND .
in both variants
‘ Uncertain significance 1,452
Qnggnam Benign 155
significance
MGeND only Pathogenic 128
62.8 Benign 445
Likely benign Pathogenic 21
Uncertain significance 367
Benign 3
Ll . Pathogenic 752
pathogenic

Uncertain significance 113




MGeNDDEHEEE :

T EHETRIMRSR & EAS DBIR i —Eh R Rl HE

22 MGeND Variants. Download  Help  News  About -

MGeND

Medical Genomics Japan Variant Database

Searcn
Exampln - BRAF, ES2IK. Lynch syndrome

Select category Gene Vanant Pastion Diease

« rsIDY>Submission ID TOIRRE OJHE

o JU—TJ—RIRRICINZ. BREHTTDIBENAIEE
v Gene / Variant / Position / Disease
o AFTTUDIEEICKID., BRREFELS TRETROK DIAFHHEIEE

Changed fhe cesign

Regisled INe naw variants 6ata 6t Cancer(1962)
Regiated the nuw variants data ot Dementia(37)
Resgietod [he niw viriants dsta ut O9wi(Z33)

Changed the graph design
At HIV drug restance view.
Regeted the new variants cota st Others (275}
Bug fx
Changed the number of registed variants data at Cancer (15}

[
|
|
|
|
|

REBRRT

SZMGeND Al v| BRAF

bt e  SNV/INDEL (88) CNV (5)  FUSION/SV (1)

Download Help News  About .

Search Word
Target data MGeND data only - “
Category *ﬁ% * j ’( ) 1/9 IJ /07%142
Search word BRAF
Filtering M
MGeNDE#RT —4
Fitering

ClinVarcaoI> kU

Showing 1to 25 of 88 entries Show = v entries

\

ClinVar

Variant name Gene
(1] Annotation o

NC_000007.13;9.140481376_140 BRAF [&1 unknown V Variant not provided
481377insT
NC_000007.14:0.140753345A>C  BRAF p.L597R 1 [5] somatic \/ Variant Pathogenic Pathogenic

Likely pathogenic
NC_000007.13:9.140481411C>G  BRAF p.G466A 1 @ somatic V Variant Pathogenic Likely pathogenic
(rs121913351) k% & %
NC_000007.13:9.140481411C>T  BRAF p.G466E 1 [e] somatic V Variant Pathogenic Likely pathogenic
(rs121913351) & A
NC_000007,14:g.140781602C>T  BRAF p.G469E 1 [&) somatic \/ Variant Pathogenic Pathogenic

Likely pathogenic
NC_000007.13:g.140487360G>A  BRAF p.R389C 1 [0: somatic \/ Variant Uncertain significance Uncertain significance
(rs397507472) P
NC_000007.13:9.140534597C>T  BRAF p.G106R 1 @ somatic V Veriant not provided Uncertain significance
(rs749247588) * & *
NC_000007.13:.140453136_140 BRAF p.V600R 1 [&] somatic \/ Variant Pathogenic [ Pathogenic
453137delinsCT kh A
(rs121913227)
NC_000007.13:9.140453174G>T  BRAF p.DS87E 1 @ unknown V Variant Likety pathogenic Likely pathogenic
(rs121913336) A

18
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SZMGeND Al

SNVIINDEL (88)

T1IVF YU D HEBEDTEE

v/ BRAF

CNV (5)

Search Word

Target data
Category
Search word BRAF
Filtering

Showing 1 to 25 of 88’

Variant name

NC_000007.13:.1404813
481377insT
NC_000007.14:9.140753345A

NC_000007.13:9.140481411C>}

(rs121913351)

NC_000007.13:9.140481411C>|

(rs121913351)
NC_000007.14:g.140781602C

NC_000007.13:g.140487360G
(rs397507472)
NC_000007.13:9.140534597C
(rs749247588)
NC_000007.13:9.140453136_1
453137delinsCT
(rs121913227)
NC_000007.13:g.140453174G>

MGeND data only

FUSION/SV (1)

| AT I |

| BT |

(rs121913336)

Variants . Download Help News  About.
ClinVar
Annotation o
not provided
t Pathogenic Pathogenic
Likely pathogenic
it Pathogenic Likely pathogenic
t Pathogenic Likely pathogenic
it [@ Pathogenic {8 Pathogenic
Likely pathogenic
t Uncertain significance Uncertain significance
t not provided Uncertain significance
it Pathogenic 8] Pathogenic
=== it Likely pathogenic Likely pathogenic

19

PIMGeND souctcange, v

ERFHAN—>

PIK3CA p.Glu545Lys (p.E545K) Detail

Go tor

Summary ‘Avprmation  Links

Informatian

Genome

Disemsn avws statistics MGeND  CliaVr CNVIC  DisGeNET

Asvemity

AT EIE 305170, 208,305

Genoms

Ratsag NG_D00003 125, TR EINGA

Summary

MGeND
Cnes et
Vaciae ary
GVIAS ey

Diecose rod stasats  Show oni

B Furome

Transerist
NM_OB218. 3. 1639G7A
ENSTIO0N02E367 357 18316

Frequency

Mo Dista |

Prediction®

e.g. PIK3CA p.Glu545Lys (p.E545K)

Voot . Oowiced  Melp  Mews  About

Annotatien  Genome browser

HGVSIC LBFREC

NE_DI0298 2P GtLys
ENSTOM0R28567 13, GAOL 5

SARZIRER -
STEKICKDFRIROY

esesesse eses B0

MGeNDE#IBR

11
875
ENGGH00012ITS

ClinVar|gk

ClinVar

e Sigricance

Rtew

L Tyse
oMM * Vwrtant
HONG

Ensersti

NGBl

Gene Caras

Cncoks 7

B Prrogwic | nmproeced T Ll pmogenss

Dataasa o Lnk
Toguivie tavIsSISs Togavu
COSMC COSMTBS COSK =

EPISADBADLINK
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ZERFHAN—>

T —IERIER

MGeND v

e.g. PIK3CA p.Glu545Lys (p.E545K)

Showing 110 4 of 4 entries  Show = « enfries
Clinical Q ‘st g Condition o Origin @ SubmissioniD @y  Submitter @y Instituto @y  Citation @y
@ Pathogenic 2018/04/12 Malignant transformation of mature cystic [ somalic MGS000017 Kohel Miyazono Tokyo University
leratoma
@] Pathogenic 20180322 squamous cell carcinoma '_ 5| somatic MGS000017 Kohei Miyazono Tokyo University
@ Pathogenic 2018/0322 uterine body cancer [&] somatic MGS000017 Kohei Miyazono Tokyo University
@ Pathogenic 201711109 Endomatrioid adenocarcinoma 3] somatic MGS000017 Kohei Miyazono Tokyo University

(&
« Clinical Significance, Condition, Citation& &EI(C.
Submission ID &5 —AEFE IBHRER R

« Submission ID :
vV T —EFISIEREATAY T 1 [BIERICEDERIT
v HARRAST « BEBAITDID

o ISR DRERBIWE T T — I N—IAN 3

RB RN —
- BERBHEEC EOBREET. RBOFEHEREER

BRI TIBIREE DA (e.g. H'A)

Yacwrs  Genes  Danass

- EDBEETF DIV T NERD
% < BHRESNTLBDOH

Vo et corenr

[&@ﬁ%@ﬁ‘ﬁb“%m@b\] i ——
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KEEREH

RRGMERELS, « HLAD? UJUSEE S —TJ)L ]

SRFIREDRIS, | APOEB(REUMEE I ST

FIMOOND s - - N
Do Nmstarea
Nsoonids Revene NarNaciscnste Rereers Frotasco pe—
Trarscztss Trareetot
e TAS G Al r A @ -
e

MGeNDDERHKRE :
FREDNVF7 > MCHIT DT ) FT—>3 2hinlEe
MGeND I
wasll o FHRFB5OVCF/TSVICMGeNDYNEIEIRZ
i 77— 3> TaBHEE
Sl e FO2O- RYBBIMOBERDATAEC
ANNOTATION P
NEWS
@
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7)rFr—>3a>y—EX

Genome hg19- *ﬁ?ﬁ?jﬂ%&j%} R‘IJ 7\/ I\&E?REJIHAE
Search target vartant (TR

Search patiemn VCFE L < (JTSVHZﬁT&W%@ IJX I\%ljj

VCF Annotation Result

Genome : 13
Soarch target variant : MGaND data only
Showing 140 100 16 sniries Show s

Ao>O0—-RTD/INIT2 s - [EiREERATEE

Goms 1 ]

SIEDOHEEEIRICDOWNWT

« APIDE | &R
« >0 RTF—HDFE L EE
s IRBZDME (T DV THRET
« ZEAFIREBEIILD5EE
« AR ST 1 T EDCGWASR—Z DR
« 72> TJURM (hg19/hg38) DfR{fTIF
« T —INR—R (ToMMo%E) DEXDIAFH

26

26



2020FEE FN\U7P Y R TF—YRRMBEMRS
- AMEDERIRY / AERIEET — Y N—REHmB%E (BLY) -
[2020F108178(£)Y T EF )

xO

,-A\J ‘;“ /‘\ .’: T

ELNNUPY RTF—H5DFRE
FBRICAFTEAATVR

KRR PR FBREFRIFRR
hOEE FAA

B DEERE

® MGeNDF—4%fIiEAN 15V ABE
® MGeNDF—4ZEFJDIEHN

vV T=H&®RI0—Fv—k

v MGeNDEfREpsEE

v IICEROIBEIRT —H
® ELSIB COMIG

v MGeNDF|BRAINANDELSIE, S DB

v ELSIERRZ LT 358 (MR DFRE)
v MGeNDIR—AR—=IH 5

Yo
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MGeNDF—

SHERAAYT Y ABE
AHAT VR, B 2R8 EIDHMBIIRE T SRIAS
ESRHARE - WFOADT L —THREEMRLLEE, =&Y

J LIBHERER (CEANBRRERESR) EOVPOEDZERT,
BEENS7ZHDTT,

SZ2RRADOV DD B REARZE -ERNDOT —FEHI(C
&£ DDBA—DBAERNCHFIRARTT —51FH) (& BAB
WIREES S OARMIBIES DREIRICIE D TWB e, =85/
;i?r%i‘%)% EBANBHRREZESREDPORD DPTRESN

FANATVRE SES. ER - 53TV DD, ARRH CE
ALPTVESICHETUTW FETIDT, 2B - CBER
E. BRLBLSBHNSELEE L,

xo

AR AT

MGeNDRT—%
BRAATVR
(FFHBRR)
(2R—=3)

[20184%3A
ExiShix]

BARAKR/INU P

Y RF—HR—2(DMGeND) &P @

BRERT ) LWIBIRIEE T —IN—RBRFBE

DS : EEBWEIN-TOT—-9AM -2 [HEH1H]

t!ht/

OPEN

L RESsRTLHI

1

MGeNDRFT—%
ZRHAT VR
(G¥4BhR)
(BR—-Y)

[2018%3A
ExiHShR]

A BvE IZA0EDS
DS Bi05 DS ZORAREDS
o MEMRE hA DAL, R TS, SRANAE TRl - TOth g
SR e A WRBE BAFHE
>, F 4 -y —
s 4
| ORBINVP >
T—H FEHIRR
@~@ AGD AR TRRASN
AGDT—9~R— (289DB) 0 %, /
Rﬁ ' 5 &
3908 DB : BFKY /LHADB I
FRICR 3713 ML) o

l Ve B»\ M. VCF ) / W HTORaw Data 4 RUES UL BN

Y ) )
' [y ,"{“',‘ nh
G PO SRS ALEAN L BIT # I

http://www.amed.go.jp/program/list/04/01/047.html

ok

I t
L N N N N _§N _§N _§N _§N J
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FEHIRABMA/INUPY L F—9 DN Y O

ABRKE  open 20m
?(%f‘;iﬁﬁ_ Rk (#EDB RIS (FHEEZH)
= e E%
.3 MGeND FITEGE
i | | —
it | 1 MGeNDAT—%
oign %”\ » SN\
; s -- | ERTSY3
y AEEEE o 4
: B :> mn (6R—Y)
:::-;l;:lll Tl
aEmE -*iﬂﬁ;ﬁ- Emms ;—J%g;&b Eﬁﬁ@mj]
| L- 1 =Nl & | 5] ﬁb
et (T IR
- KEBICETS 28D
NYF T —R*%
T—AR—X (IR
FNYTUNT =R THRERE  BEFA. 1 ~HEMEEDOSNPEDOEERIER. (F
). (EADINEEEHOT—4 5

T—IR—RZENUEMAZITST—YDEE QP @

- RKERE (BENBEHAEDHD) hggfﬁj—g
- B BRAIT V2R
Eﬁ—x?nii N - (F¥HBAR)

- EREER (Genotype) (LEETFICET S 1 ~HEFE (TR— )
EOSNPED SR PERIER)

- (FE (B) ) (2018435

. (MBI ( TREA; TR F%E8D) ) RASHR]

v FREOBEBEANBETDT Y% AAAMYVYRTE, NNV RF—
9_] (\_’.ckls;\o

v NUPYRT—=HE, ZEER ART—5. LAY—FT—9FHh S L.
KT —IR-RENUIEFIBZETS,

v BHIIZIBONUTY RTF—Y(CE BETTHELEIDENEENDIHE
H&H2H. DBRITART 2T —%E. LEEBHFRD3 (HBL\(E5) BEDH,




NDFT—49 ETxEP5H

F—AZFIO—Fv—h~
SIRPEE

I ([CEIRKOJBERT — &

MGeN D/T\ IR — J7:)\ b [https://mgend.med.kyoto-u.ac.jp] ¢ @

5 MGeND

Medical Genomics Japan Variant Database

ERAF, 542

Variants - Download  Help  News  About

MGeND “Submission”

Seanoh

Selec|

TIRBICOWT

1. REDIEST 5

MGeND T gem/ <
A-AWRTWR
BY. RRSOF— 798

BT REOTF—7H'® T8 WA T 7 3T STHBEAR. MGoNURRE
BERS (imughospnogmgolp) =R TR H’E)

- CEE’J H!!")J 43 F’r

(8

#HLET,

M- RBTSTEEARLTEOET, LivL, FHML
RGN~ nFi I,u —.wsmupmm@ (WF wnzn-:w »-7»&:? Eht

DF=FR=ATEDT LA S, AMED "I/ LEERA S
~HOIOABEFANETORF,

AR{(1)

o 5 — 9”ﬁ$$§
VT G BTV R (FHEAR) /RER

HAF AR TE, RBOIRIL YTELRE. FHEFIRNBERSI 7~ P BWREFEMLET, MGeNDESREBSARL S OREABEZIRBHICBRFNETN
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we first elucidated the genomic organization of the human arylsulfatase A
(ASA) gene and then compared the nucleotide sequences of exons and splice

junctions of the mutant ASA gene to those of a normal control. We have
identified a new mutation, a G-to-A transition in exon 2, which results in

amino acid substitution of Asp for 99Gly. ASA'p GIy99Asp
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SNX14 Alternative5'SS p.Gly358Gly — p.Gly314_Val325del
NDUFV1 Exon skipping p.Ser360Ser — p.Gly305AspfsTer12
IVV—LOATIEEREIRER | EFRShI-ER
ACADVL  Alternative5'SS  p.lle413Val — p.Glu412ArgfsTer9
ERLIN2 Alternative5'SS p.Ser188Gly — p.Glu187Ter
MUTYH  Alternative5'SS p.Ala470Thr — p.Ala470PhefsTer38
Intronic ;
NIN alternative3'ss p.Ser1124Thr — p.lle866HisfsTer3
TCTN3 Alternative5'SS  p.His480Tyr — p.His480LeufsTer2
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INFORMED CONSENT byttt

| Account £ | Account Nama

I First fame | Last Name | Date ol Birlh |

General Information About Genetic Testing

GenePg
|

. . o * This test doos not have the abiiity to datect all of fhe long-tarm medical risks fhat Limy child might
What is genetic testing? axporiance. Tha resull of this test does net guarantoo my heatth or the heatth of my chid/fotus.
DA provides instructions for our bady's growth and devalopment. Genes are distinct saquances of DNA, Othor diagnostic tests may shill nood o be done, especially whon only a i g test has
and are arrangod on chromesomes. The DHA in a gono containg instructions for making profomns, which bean performed previously,
detarmine things fike growth and metabelism as well as traits ke eya color and blood type. Genefic
disorders are caused by ceriain changes in DNA afiacting the stnucture or number of chromesomes.

# Occasionally, an additionz] sample may be needad if the initial specimen is not adequate

Database Participation

De-identified heath history and genetic information can help health care providers and scientists
understand how genes affect human health. Though {I/my child} may not personally benefit, sharing this
information helps health care providers to provide better care for their patients and researchers to make
discoveries. GeneDx shares this type of information with health care providers, scientists and health care
databases. No personal identifying information will be shared, as it will be replaced with a unique code.

Even though only a code is used for the reporting to the database, there is a risk that {I/my child} could

be identified based on the genetic and health information that is shared. GeneDx believes that this is

unlikely, though the risk is greater if | have already shared {my/my child’s} genetic or health information

with public resources, such as genealogy websites. 18
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