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mv AR A comprehensive Japanese genetic variation database - Datasets Downloads Terms Contact About History Help Configuration
Search for disease or gene symbol or rs Filters
Dataset
Results The number of available data is 10,000 out of 64,094,472 Al 64094472
JGANGS 4,537,092
«\© e \° w00 \§ per® ere® e o
1o0® qetsV postt et P wee Ge® e o oFt o™ JGASNP 1,249,724
tgv67073503 © 1: 66507 Insertion E Intergenic variant 3.5KJPN 55,195,066
1gv67073504 © 1: 66507 Insertion 0 Intergenic variant €3 Hevp 510,169
1qv67073557 © 15374644745 1: 68057 SNV E Intergenic variant 8 Euc 9.087.393
% Clinvar 436,189
1gv67073583 © 1:69098 SNV 0 Missense variant [ 0] 0.207 o8
tquas7 o 15201219564 7 1: 69270 SNV E EBE  synonymous variant Alternative allele frequency
tgv65 © 15140739101 = 1:69428 SNV Missense variant 0.984
: E e C-C T Omnras
tgua78© 152691305 7 1: 69511 SNV E EBE  Missensevariant (0]
tgv485 © 15190717287~ 1: 69534 SNV E g Synonymous variant 00 01 02 03 04 05 06 07 08 03 10
tgv491 & 15556374459 7 1: 69555 SNV [ Missense variant 0.973 Oforall datasets @ for any datasets
19v492© 15754025211 7 : 69559 SNV [ Missense variant 0.675 Variant calling quality x
TogoVarli$gF— %ty h—HK D Missense variant Exclude filtered out variants in selected datasets
E Missense variant
00 L .

ErS/LY 77 LY ARSI

 GRCh37.p13 (2013/06/28) »

GEnome Medicine Alliance Japan
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Japanese Genotype-phenotype Archive (JGA)DIEA Y/ AF—FBERDINV 7Y b F=F Y + Data * J.P‘"'t‘_::dc:‘n.k‘:h" global pop r >y
Fostyhs  N—VIVBRERE  YYTAYCX BHAUPVRE  BARNUTURE fRE sharing . di d rare di 1
JGANGS 2018/06/01 125 13,338,968 4,679,025 NBDC o A
JGA'SNP 2018/06/01 183,884 1966919 1,249,724 NBDC Research C"mca_l practlce.
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Exome Aggregation Consortium (EXAC) ?{537321/27) 60706 10,195,872 9,362,319 Broad Institute Polygenic diseases Data sharing Rare diseases and Cancer
Version 2.30
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BioHackathon2019 in Fukuoka

http://rarediseasedoctors.org

Find a specialist for
your rare condition.

[ Search for a condition... ’




BioHackathon2019 in Fukuoka

I Mapping Nanbyo diseases to MONDO diseases

nanbyo (ja) rare disease (en)
Matched Nanbyo:11 MONDO:0009688

OMIM:254200

79.4% EEAENE Myasthenia gravis

Orphanet:589

Term info

JMONDO

def
Myasthenia gravis (MG) is a rare, clinically heterogeneous,
autoimmune disorder of the neuromuscular junction
characterized by fatigable weakness of voluntary muscles.

n |
hasExactSynonym
acquired myasthenia, myasthenia gravis, autoimmune

myasthenia gravis

http://purl.obolibrary.org/obo/MONDO_0009688 & hasRelatedSynonym

myasthenia gravis; MG, MG

xref
http://purl.obolibrary.org/obo/MESH#_D009157,
Tree view Term history http://purl.obolibrary.org/obo/NCIT#_C60989,
http://purl.obolibrary.org/obo/ICD9#_358.00,
é} “disease or“g‘imsorder_ http://purl.obolibrary.org/obo/EFO_0004991,
disease by anatomical system Graph view http://purl.obolibrary.org/obo/UMLS#_C0026896,
- - http://purl.obolibrary.org/obo/COHD_76685,
(immune system disease Reset tree http://purl.obolibrary.org/obo/MedDRA_10028417,
é}hypersensitivity reaction disease - http://purl.obolibrary.org/obo/SCTID_91637004,
E} . : Show all siblings http://purl.obolibrary.org/obo/Orphanet_589,
autoimmune disease http://purl.obolibrary.org/obo/ICD10#_G70.00,
(- autoimmune disease of the nervous system http://purl.obolibrary.org/obo/ICD10#_G70.0,
N - - http://purl.obolibrary.org/obo/OMIM_254200,
é}autmmmune disease of peripheral nervous system http://purl.obolibrary.org/obo/ICD9#_358.0,
é}autoimmune neuropathy http://purl.obolibrary.org/obo/GARD_0007122,
= = http://purl.obolibrary.org/obo/DOID_437
myasthenia gravis
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IS Bk - IER  RBRREGRT

BEOD #ix - ER ZAN

HP:0001878 JAMMHEIM « HP:0000952 Jaundice » HP:0001744 [#fE

BEOD #ix - EIR 7

HP:0001878 AMMHEIM ~ HP:0000

BE D B - iR 7

HP:0001878 AMmMHEIM « HP:0000)

HP:0004444 FRRFRMIRE « HP:0001081 FBALE «

IR EZ R DAD

N N
ﬁ/p\%&b)&ﬁ +U ﬁ/u\%&bl&{} +U
FEPIERE R JU7
BROENESVYO—R BROENZEYV>O—R
85205 (EFIHE) 0 23 21 » 0 B @EREK)
##E (Orphanet) 4,066 % #%E (Orphanet) 4,066 ¥
53 % BIE - SER | RIS | F—7—R (MeSH
Iz PMID
(E{LE)  (PMCID)
=51 4,066 7+ £51: 6969 4
1 19763011 Hereditary spherocytosis in a 27-year-old woman: case report.
(91.9%) Hassan A, Babadoko AA, Isa AH, Abunimye P.
Ann Afr Med. 2009;8(1):61-3.
[ #RZERT]
IRz REL Iz 3t
(EpE)  (&=iD) (EpE)  (%=iD) BRI | BRRIRMIRGE
1 Hereditary 1 hereditary
(100.0%) spherocytosis (100.0%) spherocytosis ty : -
(ORDO:822) (OMIM:182900) B m
2 27423290 Hereditary Spherocytosis with Splenomegaly and Cholelithiasis in a Young Male of
(90.1%) Western Region of Nepal - A Case Report.
Ghimire P, Gurung NV, Shrestha S, Poudel SR, Chapagain A.
Kathmandu Univ Med | (KUMJ). 2015;13(52):366-8.
2 hereditary [ 8RERR]
(91.9%) spherocytosis ty ED EE B ST
1 Sickle cell anemi (OMIM:616649)
(100.0%) (ORDO:232)
3 8717295 [Intrathoracic extramedullary hematopoiesis in a case of hereditary spherocytosis].
(89.3%) Takahashi R, Igarashi T, Nakagawa A, Ohuchi H, Nishino M, Murakami S, Yoshida Y, Abe S.
2 hereditary Nihon KyoEu Shikkan Gakkai Zassh. 1996;34(1):71-5.
(91.9%) spherocytosis ty| [WERERR]
(OMIM:612653) S 7 IR
3 Alpha-thalassem
(97.9%)  (ORDO:846) &
4 hemolytic anemi - 26073240 Hereditary Spherocytosis in a Middle-aged Man Complicated with Common Bile
(90.1% o glucophospha #69% e O O
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Phenolype -Driven Differential-Diagnosis System
5 anemia, congenital
(69.2%) dyserythropoietic, type
1a
HIf, ERMIRMIREE
FEEM, 128
7 cystic fibrosis-gastritis-
(67.0%) megaloblastic anemia
syndrome
helicobacter pylori & %-
ERZFFIRMEE IM-FAEET
8 vitamin B12-responsive
(66.7%) methylmalonic acidemia
type cbiB
X 9’-}117 O > BZERTE, cblB
ﬂ
8 vitamin B12-responsive
(66.7%) methylmalonic acidemia

type cblA

X F)L~Y O BEEREE cblA
gg

ONILY  BFASRKN FAPI SEEVEDE

ABRMER G MR | RARMEENE | MoK AL NEFT A R aE

EREfLEEE

OMIM:224120  E#RERER (Google)  KEGG:H00917 Gene Reviews

AR E | ERFREEMN | BEHMEFEE | FRRZE

, folate deficiency megaloblastic anemia, and intellectual disability. There have been no further

descriptions in the literature since 1991. >> &R (Google)
OMIM:219721  E{R#R (Google)

EESE 23 T

An autosomal recessive form of methylmalonic aciduria, cause
encoding cob(l)yrinic acid a,c-diamide adenosyltransferase, mit

OMIM:251110  [E#RHRER (Google)  Gene Reviews

BREAREERE

An autosomal recessive form of methylmalonic aciduria, cause
encoding MMAA protein. >> #iR (Google)

OMIM:251100  [EfRIRER (Google)  Gene Reviews

HEEBT—AXN=2\DYVD
OMIM

ik K8 {n & 2 DB
Orphanet
GeneReviews

KEGG DISEASE

O
O
O
O
O
O Google Bl{&1& &
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1 Human Phenotype Ontology (HPO)
O HFO-EELEMEEBICEATSEIRZHI13,0004 I &% (Sebastian, 2016)

Cardiac > HPOZFIFATELZHDT—AN—A(Kéhler,2017)
' v Orphanet, OMIM, ClinVar, MedGen, GARD... etc.

malformation

general

abn. of the
cardiac septa

Orphanet OMIM

# 700014: 169800014:
w"PEE  HioERE

abn. of the atrioventricular
atrial septum canal defect

atrial septal primum atrial
specific deect septal defect 15“) :E)“b:E))(br (Orphanet'2573)
> XNB9FEE (HP:0001249)
1‘&:2%%5%& Atria septal defect (D EHEXRIE) - Hﬁuitﬁf< 1250) |
. $EZEEE: Atrial septum defect :0001250
14
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Measure Equation Variations Reference
Resnik(a,b) e 1C(6) Avg, Max  Rensik, 1995
_ 2 * Resnik(a, b) _
L
in(a,b) IC(@) +1C ) Avg, Max Lin, 1998
: 1 :
Jiang-Conrath(a,b) 1C(a) +1C(b) — 2 = Resnik(a,b) + 1 Avg, Max Jiang, 1997
2 IC(t)
simGIC(P,Q) teg"ng® Pesquita, 2007
ZtEgPUgQ IC(t)
R ) ] t,t _
GeneYenta(P,Q) Leer, Rexmaxer,Siierms )><100 Gottlieb, 2015

Dter, Re X1y 15
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FALIE 5
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O F&DRBIIEFED DG, HFRETES7—45
eHETIVLENDD
O ZLOTFOVIY MYEFT—AEFTIOVIDH
Matchmaker ExchangelCZ il (Orion, 2016)

RDZ2Connect s owihs:
Centers for Mendelia

e CARE
forRARE

A Gene

% DiceaaaoNemon Matcher

/
d)) PubCaseFinder - ; Shger
Phenotype-Driven Differential-Diagnosis System : MyGenez2 DECIPHER
Patient
Archive
e . .
Knowledge i INSTITUTE EBROAD ;EE':JTDEE’:.I;[:IR
Sources /\ Australian

Genomlcs
eeeeeeeeeeeeeee
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HPOLZAEET EFIADIE,

=151

1hn

O RE. ZLOEHIT—IN—ANEREHPOTEHE
Name URL
PhenomeCentral phenomecentral.org

DDD (Deciphering Developmental Disorders)
DECIPHER (DatabasE of genomiC varlation and Phenotype in
Humans using Ensembl Resources)

ECARUCA (European Cytogeneticists Association Register of
Unbalanced Chromosome Aberrations)

The 100 000 Genomes Project

Geno2MP (Exome sequencing data linked to phenotypic
information from a wide variety of Mendelian gene discovery
projects)

NIH UDP (Undiagnosed Diseases Program)

NIH UDN (Undiagnosed Diseases Network)

HDG (Human Disease Gene Website series)

Phenopolis (An open platform for harmonization and analysis of
sequencing and phenotype data)

GenomeConnect (Patient portal developed by ClinGen (67)
FORGE Canada & Care4Rare Consortium

RD-Connect

Genesis

www.ddduk.org
decipher.sanger.ac.uk

http://umcecaruca0l.extern.umcn.nl:
8080/ecaruca/ecaruca.jsp

https://www.genomicsengland.co.uk/
http://geno2mp.gs.washington.edu

available via phenomecentral.org
available via phenomecentral.org
www.humandiseasegenes.com
https://phenopolis.github.io

www.genomeconnect.org
available via phenomecentral.org
platform.rd-connect.eu
thegenesisprojectfoundation.org

Hi AT : Kdhler, Sebastian, et al. "The human phenotype ontology in 2017." Nucleic acids research 45.D1 (2016): D865-D876.
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BEOBRS L ER
HP:0001009 EMMEMIR « HP:0001249 FMMEE « HP:0001250 FfE « HP:0002072 A

o [

LA HP:0002315 88 TR

HRREBORYE sem Thunderclap headache
B GIEY

:HP:0002315

:Headache

:Cephalgia, or pain sensed in various parts of
the head, not confined to the area of
distribution of any nerve.

Synonym:Headaches
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Body Partsl|Cxf its {137z

BodyParts3D/
Anatomography

Human Uber Foundational
Phenotype Anatomy Model of

Ontology Ontology Anatomy
(HPO) (UBERON) (FMA)

%913,00005 A #920,00095 A #9100,00095 &

%99,000/5—"
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BE OIS & CIER

Rl B=1i s HP:0000952 Jaundice HP:0000952 #j8
o

= HP:0001903 & TS

FRIMIRDEE —iBerythroblastopenia
TR
HPOId :HP:0001903 REGHEDIC LD

ERB) 2
SER () i
fERZERK A reduction in erythrocytes volume

or hemoglobin concentration.

Synonym:Anaemia,Decreased hemoglobin
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2 0.8
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4 0.5

2478 0.1

Orphanet Orphanet

¥ $_| f|m A
G)ﬁ;’g 60% Hi AT : Orphadata: Free access data ﬁ'ﬁiﬁlfﬁ
from Orphanet. © INSERM 1997. F%E]L Iﬁ*&
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0 B8 TRB—ER I EET-0F BNRELRE
> #1007 DEBIHEERRIC, TFAAZVTHHTTE B RS

H) BEEHRIRFRMBRE (Orphanet:822)
Orphanet — A E M (HP:0001878)
»1000. —— # 8 (HP:0000952)

mOKRE —— [ & (HP:0001744)
FEBIERE PMID: 12355853 T &REA T ER

Hereditary spherocytosis is a genetic, frequently
familial hemolytic blood disease characterized by
ﬁ9100751¢

varying degrees of hemolytic anemia, splenomegaly,
and jaundice. = = - iE ISR

PubMed
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AAYMAY—ZRWNT ) T30 =)
) ConceptMapper(Tanenblatt, 2010) . MetaMap (Aronson, 2010) .
NCBO Annotator (Jonquet, 2009)

7J CRAFT Corpus ZF|FB U7, I\JA =<V ALLEL (Christopher, 2014)

O 820FAY AI—ICHVTF-measureZLLEFER . 7204 MO —T
ConceptMapper®F-measureh\ &z & S H\ o7z

2 HPO gold standard (Tudor, 2015) Z AL\ —)LEE{fh (BE /R, JSAI2017)

System F-measure Precision Recall
NCBO Annotator 0.51 0.54 0.47
MetaMap 0.56 0.51 0.61
ConceptMapper 0.52 0.52 0.51

System Processing time (sec) 1005 4D FEFI R
NCBO Annotator 206.0 DALIE(CE T B B[]
MetaMap 351.0 # 17.7 (day)
ConceptMapper 4.3 # 5.2 (hour)
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Driven Difierentiat-Diagnosis System

BEEEE (OMIM) 7,021 #

&5 4,057 4+

MR
(EpE) HER
1 Hereditary
(86.6%) spherocytosis
WEMIRRIRMEREE

#DEE (Orphanet) 4,057 #

AOALT  BFERKN  FAP

EBEWEDLE

10 (RTHR)

BMERM | BRRRMIRGE | B2
EPBA42 J SLC4A1

Hereditary spherocytosis igfa congenital
symptom-free carriers to fevere hemoly)

ERZI7 Yy

5’?} PubCaseFinder

ONLT  BFERK  FAPI SEEVEDE

Phenotype-Driven Differential-Diagnosis System

27108201

27566068
(5002123)

27906107
(5134285)

27423290

MIXED_SAMPLE Adult

Disease-modifying influences of coexistent G6PD-deficiency, Gilbert syndrome and deletional alpha thalassemia in hereditary
spherocytosis: A report of three cases.

Jamwal M, Aggarwal A, Kumar V, Sharma P, Sachdeva MU, Bansal D, Malhotra P, Das R.
Clin Chim Acta. 2016;458:51-4.

Hereditary spherocytosis (HS) is a common inherited hemolytic anemia characterized by heterogeneous clinical
presentations with variable degrees of anemia, jaundice, splenomegaly and gallstones.

MALE Middle Aged
Open-heart surgery using a centrifugal pump: a case of hereditary spherocytosis.

Matsuzaki Y, Tomioka H, Saso M, Azuma T, Saito S, Aomi S, Yamazaki K.
J Cardiothorac Surg. 2016;11(1):138.

Hereditary spherocytosis is a genetic, frequently familial hemolytic blood disease characterized by varying degrees of
hemolytic anemia, splenomegaly, and jaundice.
FEMALE Adult

Previously undiagnosed hereditary spherocytosis in a patient with jaundice and pyelonephritis: a case report.

Tateno Y, Suzuki R, Kitamura Y.
J Med Case Rep. 2016;10(1):337.

The classical clinical features of hereditary spherocytosis are anemia, jaundice, and splenomegaly.
MALE Child
Hereditary Spherocytosis with Splenomegaly and Cholelithiasis in a Young Male of Western Region of Nepal - A Case Report.

Ghimire P, Gurung NV, Shrestha S, Poudel SR, Chapagain A.
Kathmandu Univ Med J (KUM]). 2015;13(52):366-8.
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BRBSUF T REOFHE A
O HFH CaredRareNN b IER D LEZ B DDV E o7z 1355E 45l & S {f FHICTE LV
O W5 E (ORDO ID) . fEIK (HPO IDs)

dRecallCIREBI VT VIR E &L

JiE {51 1 JiE {51 2 JiE {51 3

g4I KB g6 KB g4I &RER
e gt 1 REA 1 REA 1 REA
t/_,g; --------- 2 REB 2 REB 2 JREB
3  E&REC 3 E&EC 3  EREC
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Recall
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80% -
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20% -

ii B

10%

0%

@ Orphamizer (BOQA : Orphanet)
B 3 < DF % (GeneYenta : Orphanet)
B 3 < DF % (GeneYenta : Orphanet + SEFIERE)

FHfi FA M 1355512 FI FA LT, Recall1,5,10,20,50,100,1000% LL ¥
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Clinical
observations:

* Floppy

Laboratory

Clinical

Multi-
disciplinary

H Pl : Wright, C.F., FitzPatrick, D.R., and Firth, H. V.

Genetic cause
unlikely

Ve ~ ¥
3,000,000,000bp |  Whole genome |+, [ Sample for DNA J * Jaundice M Family
T s i, P Ge) G (i

| S — |
5'?:3‘]%006;:?;325 Variant calling DNA 3 - )
9 Sequencing HPO terms:
l l l * Generalized neonatal hypotonia, HP: 0008935
Filtering 1 » Neonatal cholestatic liver disease, HP: 0006566 | <—
3'0,0?]0 variants for variants :‘;itralogy of Fallot, HP: 0001636
IR AL in genes Bioinformatics, Bex Indication
l variant calling ¥~ | Likely inheritance (e.g. autosomal dominant, | < for test
X Filtering and filtering autosomal recessive, sporadic) (e.g- diagnostic)
{ #00are, fuhnctlonal J by variant \lndication )
variants in the exome consequence 1 l
l Evaluation of
10-20 rare, functional Filtering b PlaUSibl‘? variants Molecular Clinical
variants in relevant heno tg g for lukel‘y. > | differential differential
disease genes P yp " gpa/:g(lz/?gncﬁlt?ria) diagnosis  diagnosis
l \ .
[=Avariantsin Filtering by ”l {E:p?;?: zilli)rtiec\:il;?ant?rg; <
rele(\t/;'air;talrr::le;lrsl;a)lnce inheritance / 1 ]
l ; . ,’I No genetic diagnosis Likely genetic Robust genetic
[ _0-2 candidate } Clinical 4 [ established diagnosis diagnosis
diagnostic variants assessment |/
- J .
N

(2018). Paediatric genomics: diagnosing rare

disease in children. Nat. Rev. Genet. 19, 253-268.

/
)

No further

Refer to

clinical
genetics

action

Genetic cause ,
remains likely .

Manage as

appropriate
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5 ) LEEMT R VZEZ2 B cPubCaseFindere ;& FR

:%\%@ ﬁﬁ ¢ ﬁ’lﬁ %Aj] + Upload File (HPO ID) :

HP:0001878 AMMHIM « HP:0000952 Jaundice » HP:0001744 [#fE »« HP:0004444 RRFARMIRAE « HP:0001081 FBAIE

ﬁ% % & D i&.{} + Upload File (Entrez Gene ID) :

ENT:286 ANK1 (SPH1) ENT:2038 EPB42 (MGC116735 | MGC116737 | PA)
ENT:6521 SLC4A1 (CD233 | FR | RTA1A | SW | WR) ENT:6708 SPTA1 (EL2) ENT:6710 SPTB ENT:59 ACTA2 (ACTSA)

ENT:57674 RNF213 (KIAA1554 | NET57) ENT:7403 KDM6A ENT:8085 KMT2D (ALR | CAGL114 | MLL4)

ENT:5906 RAP1A (KREV-1 | SMGP21) ENT:5908 RAP1B (K-REV | RAL1B)

BROBHES YO K sy

#FOHEE (Orphanet) 94  BEMHEHREE (OMIM) 16 4
a9k ’

{173 REH
(E101:9) (Z==ID)

10 (=B

BREYY>O—R

Wins SERIE - FER | KERRERETF
1 Hereditary AR | BRIRIRMIRE
(100.0%) spherocytosis
(ORDO:822)

Hereditary spherocytosis is a congenital hemolytic anemia with a wide
clinical spectrum (from symptom-free carriers to severe hemolysis)
characterized by anemia, variable jaundice, splenomegaly and
cholelithiasis. >> #iR (Google)

EIRIRER (Google)  FEFIERERT

2 8p11.2 deletion AUEERRELT | FAmiER M | BRRIRMERE
(81.3%) syndrome
(ORDO:251066)

8p11.2 deletion syndrome is a contiguous gene syndrome characterized by
the association of congenital spherocytosis, dysmorphic features, growth
delay and hypogonadotropic hypogonadism. >> &R (Google)

ERIRER (Google)  FEFIHRERTR
3 Hereditary elliptocytosis

(80.1%) (ORDO:288)

d EfEF-EREREFHR
O OMIM: 62987
> MedGenMbEX 1%
O Orphanet: 75027
> Orphadatah*bHER1F

40
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) LEHTER

=2 FlCPubCaseFinder®;& |

O FREMEHNKEFOEZXBLLENDECAT, EEEGCFEERBHTOD
BEFREEREMEMEELEFRKDIALETpathogenicla/\U7 YV b
BITE LIZ17# K GRX CHREFEH) HLVT, PubCaseFinder&PhenIX®

mEELEERLEL

25 NGSFEHT
5 5 s BIIMT10 WX THRELL I
BRERATR ERERFT R (HPO) 2t A BHNPUMN EEEREET |ERX
INBHE T HP:0001321, /NBHE T AR 1Y L 34 HNRNPH2 B e ot
Thhh HP:0001250, %4k I5Y— L 26 RTNAIP1 Okamoto et al. J. Hum. Genet. 62,
FAREER HP:0000648, %7 % 25 (Trio) 927-929 (2017).
) - I0Y— L Nozaki et al. Brain Dev. 38, 678-
R & st AR AE HP:0000973, 3th #& 14 K 1§ (Trio) 27 ALDH18A1 684 (2016).
W ey
HEERE HP:O.OOZSOO’XHNEEG.)E'% IDY— LM Okamoto N. et al. J. Hum. Genet.
REE HP'Olo?;g‘;'if;r:':f' visual (Trio) 36 KIFIA 59, 639-641 (2014).
BEE HP:0004322,{E 5 & . .
ﬁ#ﬁj’g%ﬂﬁ% HP:OOOBGL*%?‘FE*?JEEEH: 7 - oL)‘ﬁgﬁ 16 FAM20c ~ 12mal ‘;;g"e’;’;_'éég"(‘;%lg?“et' A
FREE HP:0000924, BN EE ’ :
macrocepaly HP:0000256,Macrocephaly IDY— L 36 AKT3 Negishi Y. et al. BMC Med. Genet.
cortical dysplasia HP:0002539,Cortical dysplasia (Trio) 18,4 (2017).
7K 48 i fiE HP:0002324, 7K 4 i iE - . .
/J\ﬂb‘sﬁ&ﬁ?g HP:ooo1321,/J\ﬂia‘sHEﬁ?g 17 ()Tri i;ﬁﬁ 18 TUBA1A Yokoi 5. et al(-zsocll.sl)?ep- 3, 15165
R EE 2 HP:0002365, i 8} 12 :
INBBSE HP:0000252,/N5E ) .
Hiﬁiilﬁ%g}%m B HP:0007165, = Jigl;r*ﬁlx ng 1Y (JT ; é;ﬁg*ﬁ 21 PLK4 Sutsumy M. et al. Eur: :'zgi’g)"
INRERE HP:0000568, 7]\ " < :
FIRERER ) o 3 " IDY— LM Negishi Y. et al. Hum. Genome
o SRAEE 7S A HP:0002079, i RAE % AL (Trio) 34 NFIA Var. 2, 15007 (2015).



PubCaseFinderD&&AT45

O EREAS
O F4E (HP:0001250)
O fRAFEZEHE (HP:0000648)

d =& FzAN
O {x#H)\NJ7VF:26
> RfE{EF:15

o B OFB-34.txt

ACADVL
AMER1
AMMECR1
APC2
CEP1708B
FAM200B
LAMAS
NKX2-5

PKD1L3
RTN4IP1
TFF1
THOC2
TTN
ZNF501
ZNF502)

:%\%@ ﬁﬁ ¢ Eﬂ Ekjj + Upload File (HPO ID) :

HP:0001250 FfF HP:0000648 #R#iEEHE

N
ﬁ%%& D 1&.{)\ + Upload File (Gene Symbol or Entrez Gene ID or Ensembl Gene ID) :

ENT:37 ACADVL (ACAD6 | LCACD | VLCAD) ENT:139285 AMER1 (FLJ39827 | WTX) ENT:9949 AMMECR1
ENT:10297 APC2 (APCL) ENT:1482 NKX2-5 (CSX1 | NKX2.5 | NKX4-1) ENT:84816 RTN4IP1 (NIMP)
ENT:57187 THOC2 (THO2 | dJ506G2.1) ENT:7273 TTN (CMH9 | CMPD4 | FL)32040 | LGMD2] | MYLKS | TMD)

FERAN X5 797 REERR

BMEHEE (OMIM) 18 4 #£/&KE (Orphanet) 144

o
ait 18 1

{173
(EpE) HER

10 B &RHER

optic atrophy 10 with or

(77.9%) without ataxia, mental
retardation, and
seizures ;
OMIM:616732  E{RIRFR (Google
RREER 1+ WE o
B LTI WhA
2 osteopathia striata with E3
(68.5%) cranial sclerosis
AMER1

RRBE-REBEE CEEEEET
Osteopathia striata with cranial sclerosis (OS-CS) is a bone dysplasia
characterized by longitudinal striations of the metaphyses of the long
bones, sclerosis of the craniofacial bones, macrocephaly, cleft palate and
hearing loss. >> #iR (Google)

OMIM:300373  EffIRF (Google)  KEGG:H00444
3 early-onset myopathy SE BB
(48.8%) with fatal
cardlomyopathy
salih SAVT = OMIM:611705 M3 (Google) ~ Gene Reviews
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O ERZTAL

O F4%€ (HP:0001250) PhenI é

O fRAFEZEHE (HP:0000648)

Top 11 ranked candidate genes

Variant Variant analysis Phenotypic analysis
|1) AMER1 Gene relevance score: 1.000 variant score 1.000 total score: 1.000

I=' ~$ — Pathogenicity:
i E z ; « Phenomizer: Semantic similarity score:

MISSENSE 1.16

AMER1:uc004dvo.3:exon2:c.194G>T:p.G65V (chrX:g.63412973C>A)
Mutation Taster: 1.0 (P)

O 1'; *ﬁ} \IIJ 7 \J I\ 26 MISSERSE Polyphen2: 0.0 (B) ' W

Genotype: [-]
View in UCSC Browser SIFT: 0.1 (T)

Phred variant quality: 80 Frequency

> VC f7 7 4 J l/ ‘ No frequency data found

Variant read depth: 1

Affected transcripts

Analyse variant with

MutationTaster2
I2) TTN Gene relevance score: 0.260 variant score 1.000 total score: 0.630
TTN:uc002umx.1:exon13:¢.659C>T:p.T2201 (chr2:9.179505273G>A) Pathogenicity:
« Phenomizer: Semantic similarity score:
MISSENSE MISSENSE 0.60
Genotype: [-] Polyphen2: 0.0 (B) Observed variants not compatible with mode of
View in UCSC Browser inheritance:
SIFT: 0.0 (D)
Phred variant quality: 80 Freauenc « Cardiomyopathy, dilated, 1G
quency [MIM:604145; gene: MIM:188840),
tosomal dominant

No frequency data found

Aot v ot + Gotomoo ot 2

autosomal dominant
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5 1® B ERE HP:0000648, 15 A {2 24 (Trio) 26 RTN4IP1 927-929 (2017). 18 1 u 10
5 108 BB E HP:0000973, 3t 48 14 5% & I')'(JT;(I;;%* 27 AlDH18A1 ~ Nozakiet Z'éf’(aziglzf"' 38,678 23 1 8 1
BEER HP:C{OOZSOO,Xﬂiﬁ_EﬁU.)Eﬁ IHOY— LR Okamoto N. et al. J. Hum. Genet.
Bk REE HP'OIO?;%‘;}S;:':?' visual (Trio) 36 KIF1A 59, 639-641 (2014). % ! 20 4
HP:0004322, \ i
] 18 ﬁﬁﬁﬁﬁgﬁﬁﬁﬁg HP:0002361,¥§W5§{&§?§6§3¥;§1B 17 {T:(f;ﬁﬁ 16 FAM20c ~ 1amal ;;2"6';’;";,'32"(‘;%'12)ene" A 7 1 7 2
BRE HP:0000924, B8 DE e ’
macrocepaly HP:0000256,Macrocephaly IDY— L Negishi Y. et al. BMC Med. Genet.
x 1unA cortical dysplasia HP:0002539,Cortical dysplasia (Trio) 36 AKT3 18,4 (2017). 33 1 20 2
% 28 /l?;&;#{&n?liiﬁk H';%gggggiﬁ?;&ﬁ&ﬂ%ﬁﬁﬁ 10— LA 18 TUBA1A Yokoi 5. et al. Sci. Rep. 5, 15165 15 1 8 1
BB 7 B HP:0002365, R B} & T4 H. (Trio) (2015).
BRfE HP:0000252,/\88 v .
X @ WER @iggmea HP:0007165 B8 @ng'fgmm S 21 pLk4 o1 s0s oo 7 1 s 3
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Symptoms / Signs

Genetic Variants of
Interest

Follow Us! @ @

» Cleft lip and palate (unilateral)

» Heart defect (atrial septal defect)
» Absent thymus

» No functional T-cells

Short neck (Klippel Feil anomaly; specific skeletal anomalies include fusion of the posterior elements of C2-C4 and fusion
S

Clinicians and researchers have identified the following genetic change to be causing the participant’s symptoms (Liu et al.
2018):
Gene Inheritance Pattern Position Transcript DNA Change Protein Change
t |
TBX2 autosoma chr17:50477596 NM_005994.3 €.59G>A p.R20Q
dominan t
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