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Nanbyo Disease Ontology (NANDO)
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Nanbyo Disease Ontology (NANDO)
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Nanbyo Disease Ontology (NANDO)

EE R INR MR ERR

# of groups of Nanbyo diseases 15 297
# of Nanbyo diseases 338 814
# of subtypes of Nanbyo 746 565
diseases

Average number of children of 2.2 0.69
Nanbyo diseases

Maximum number of children of 110 20
Nanbyo diseases




Nanbyo Disease Ontology (NANDO)

Nando URI

owl:Class

o TNZTNDHIRTUTEESE '
SR)L (B %E) |
t/ / — _L\ "Werdnig-Hoffmann disease” @en

nando_id String

ﬁ % *EE g 1200004

notification_number String
ERES
B —X

<https://www.nanbyou.or.jp/entry/135>

HE
d‘ close_match String

mondo:MONDO_0009669

"ERMERERE | &' @ja

label_en String

dcterms:source <https:/www.nanbyou.orjiivg

I

O O O O O

rdfs:seeAlso see_also URI

String

skos:prefLabel

Werdnig-Hoffmann disease

skos:altLabel alt_label_ja
"I RZvE K7V @l
skos:altLabel alt_label_en String

"Spinal muscular atrophy type1"@gn

description String

e

dcterms:description

"EYMERFEMRE (spinal muscular ftrophy : SMA) &,



NANDO«Mondo = vELS

o ENNHFET —IEENDEET—L2LEDEEERMEZEHS-HIZ. NANDO
#EERHGEEA MO —THSMondolZwvE S
o HEgjwwELY
o EEREICKYBFIYEVITHEZEIE
GAUCHER DISEASE,

/ TYPE |; GD1
(OMIM:230800)

A

J— xR 8
Gaucher disease type 1 —— Gaucher disease type |
(NANDO:1200057) (MONDO:0009265) \
Gaucher disease type 1
(Orphanet:77259)



NANDO<«Mondo < vES

2KE ¥

# of terms 2,775 1,099

o
it
s
it

# of terms which include the 2 154 892
cross-references to Mondo '~o 0
(Proportion of the total number of terms) (77.6%) (81.2%)

INRIgMERERR

1,676

1,262
(75.3%)
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Nanbyo Disease Ontology (NANDO)

Search Annotator Recommender Mappings

Jump to:

¢ BERERRER
RAS MR R
E

# N

+

o +

&850

56886888

SNV IR
NI =F VEIEREE
HZI R—=R1-DVBIIIINNFYRT5—ERIE

JILA—Z N F Y ZR—8 —RIBE
JILYVERIGE 1 B

7L VERIME 2 B

¥k R70O—)LIEE

2N Y RIBE

7 77 VRTRERRIBE

YV I—)LR

ShaVRYUTE
XFIZILE DV BRE
XFIL O EME

AT AR

X =70y FRE
S4VY—LK
GMIAY T UAY R—YR
GM2HY T UAY R—YR
HunterfEf&E¥

B-¥V /Y R—=VR
FRZIIVFIVTIL Y S U RIE
H77 b2 FUF—2X

b
YyI4Y /n‘ﬁfaﬁ
F7UR-=YR
YRAFVEE
IVRZ—R
A RINRTIZF /—3,72

Details Visualization

Id

Preferred Name

Type

All Properties

prefLabel

label

description

exactMatch

of

ERE

u‘m

seeAlso

subClassOf

identifier

type

Support ~

@O

Notes (0) Mappings (25)

http://nanbyodata.jp/ontology/NANDO_1200055 (&)
A VAN

http://www.w3.0rg/2002/07/owl#Class

PR VAN
PR VVEIN

FAVV—LREE T4V —LROBESREROBEHIREBICED, 51V YV—LARIKKBOERSZWEAISEBEE
BHELU. i - BBOEX. 8%F. PEAERELL. BLAAEREETZRBMF TH. REOBORENEENS,

http://purl.obolibrary.org/obo/MONDO_0002561
19

https://www.mhlw.go.jp/content/10905000/001173455.pdf https://www.kegg.jp/dbget-bin/jwww_bget?ds_ja:H01425

https://www.nanbyou.or.jp/entry/4061

RBARER
NANDO:1200055

http://www.w3.0rg/2002/07/owl#Namedindividual http://www.w3.0rg/2002/07/owl#Class
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MondoHA 5NANDO (1

O BioPortal ontologies Search Ar

Mappings

AT =Py

Support ~

Mondo Disease Ontology
Last uploaded: June 3, 2025

Summary

Jump to:

Classes

Properties Notes Mappings

R

&

&

Widgets

glycosylphosphatidylinositol biosynthesis detect 16
glycosylphosphatidylinositol biosynthesis defect 17
glycosylphosphatidylinositol biosynthesis defect 18

hypolipoproteinemia
inborn disorder of glycosphingolipid and
glycosylphosphatug/ﬁ
inborn disorder of ketolysis
inherited fatty acid metabolism disorder
lipoid proteinosis
lysosomal lipid storage disorder
+ cerebral lipidosis with dementia
# lysosomal acid lipase deficiency
+ neuronal ceroid lipofuscinosis
# neutral lipid storage disease
= sphingolipidosis
# ASAH1-related sphingolipidosis

nositol anchor glycosylation

autosomal recessive cerebellar ataxia with late-

onset spasticity
Fabry disease
gangliosidosis
Gaucher disease
Gaucher disease perinatal lethal
Gaucher disease type |
Gaucher disease type Il
Gaucher disease type IIl
Gaucher disease—ophthalmoplez?ia—
cardiovascular calcification syndrome
Krabbe disease
metachromatic leukodystrophy
mucosulfatidosis
Niemann-Pick disease
PSAP-related sphingolipidosis
sea-blue histiocyte syndrome
# triglyceride storage disease
# xanthomatosis
mitochondrial trifunctional protein deficiency

@

® @

&8

neurodevelopmental disorder with hypotonia and

cerebellar atrophy, with or without seizures

Details Visualization

All Properties

definition

label

prefLabel

database_cross_referen
ce

notation

Ol0I0I0

Notes (0) Mappings (8)

@O

Gaucher disease type 1is the chronic non-neurological form of Gaucher disease (GD) characterized by organomegaly,
bone involvement and cytopenia.

Gaucher disease type |

Gaucher disease type |

DOID:0110957 | NANDO:1200057 | SCTID:62201009 | GARD:2441 | Orphanet:77259 | MEDGEN:409531 | UMLS:C1961835
OMIM:230800 | NANDO:2201210

See less

MONDOQ:0009265

in_subset

MondotNANDOED TYE VY #ERE 1R R

FroTeT oS

http://purl.obolibrary.org/ob: impl

d_rare
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Nanbyo Disease Ontology (NANDQO)

https://nanbyodata.jp/about nando

MNOnbYODQ'Q ABOUTv DATAv EPIDEMIOLOGY TERMS CONTACT

About NANDO

NANDO (Nanbyo Disease Ontology) |&. BADEAS@MEH EHZ EEMFEHE LU VNBBERERAHE ONRKEE. HRN
MOMBIICER L LERYOBBERE (XY hOY—) TF. 2021FKERMREY Y—A L, ZhZhOHEOERICEDE TRIENICT v 77
—hULTWEY, NANDOW. BAREP waL. FToIN-ALOEEREERSH D LT RECCAEEREOR L2 B
LTW&EY, 20—RE LT ERNGHEDEEERSKTHSMONDO (Mondo Disease Ontology) &iHE@H#EL. MM Y 2EMBMNLT -5
BEARILTVET,

CER-R

FovO—K - 34EvR
NANDORZ UTAF 7 - IEVX [RF40EH] OTICREShTVET. F—5R HiIK. 48, BEAUAEZS0SESERENTERC A

AWEREIES, CHIAO. H#E LT Nanbyo Disease Ontology (NANDO), DBCLS; ZBHRELTL £& W
*NANDOZ 71 L—%

WFTE

NANDOW, BADEEHMEDEHS " R BEY T CRBIE ICEDWTHEINTOE T, SRBOTHBEORKEE
IEL. RFRREBET ST ETHREL. AV POYV—EUTHELLE L, #o. BABERAERRL. Mondok DYy EVIETS &
I, OrphanetMedGen’s & DEMET — 5 X—2 & ONIGBRERIL £ Ui, BENICEFBEEMEOESERT. A ¥ bOY—RRicm
Z. VLA THREL, BEAVERCHIETERLSBMLTVET,

MEHER
F—5WE 3
(S Y 2,8005LE
F—HR-ZYARYTFLYR 6,0005LE

FBER 1,300k
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NanbyoData (htips://nanbyodata.jp)

ERND ) —ADNoHIEICEYT 5T —FERRMIENL. ThozlE- AV

O—KAJgEIZ9 B7R—A )L ([ NanbyoData 1B %

REER

B RRERRE -

FRRERET ©

Jreom— @

o —— )

(10}

— B (0]

92 (o}

~ DNA (15
"lw?*/h

~ Clinvar (221

D (0]

NANDO ID: 1200473 htie / DO 1200473 Copy @

SEBRY AN M SR S A R

Atypical hemolytic uremic syndrome

HE. PNEASC | BEREEAN - ESSRSC | MamEtss—o & Download | & Share

nYvy—K

Orphanet Monarch Initiative MedGen KEGG

Orphanet ID Bridge ID Mondo label (JA)

Feedback(’)

Orphanet:2134 MONDO:0016244 & FESURIE M MR IR atypical hemolytic-uremic syndrome Exact Match 008

CUYIRBT BT — Ry I EBRELTEDET

nREER

from MHLW from Orphanet from Monarch Initiative from MedGen from KEGG

FBMYERBIEERR (hemolytic uremic syndrome : HUS) &, MUNIEFERMER D, MVRHD, BEBESE3MRLT 3. NELE<RSNBRATH D, HUSOWO0%E THERHL. O157FDBRER
BECBRTZCETRET 5, —H T BREXBEBRICLSBVHUSHWIORFEL, T s BNRERUNEE (thrombotic microangiopathy : TMA) O TH, FREKBEBRIC £ BHUS.
ADAMTSIZEHET (<10%) ko & Bt HERBTR ic purpura : TTP). Al - BHEG LK LB RMETMAZBRA LI DD & LT, FAE (atypicala) HUSEIFENT
W3, FWEIERBEIC L ZHUSIREBITFENRVDICH U, aHUSTIRBEEEA25% & FRAIERICEWN. B TR, BEI00HABLDRAT2 ARIE NETRI00FAL 7 ARELREN 2, AXBEESR
/B3] RAAERRIC £ 520135 0DaHUSDE Tld, aHUSE TMieMsumEE (TMA) HSEEHERICELSHUSKUFADAMTSI IFERERICLBTTIPER\ D) & U, 20OHRO—BICEXRIEE &
KD "BEHERRBICL2aHUS) KEFNTVS, BABEZR/ BANRNERICSLZ FREUBNERSERERS (aHUS) ZH|A1 K2015, KB ATIRTH, BRI

& BaHUSOHH S lcaHUS (H4KBBEHUS) & EHS N, TMADS 5, STEC-HUS, TTP. ZRETMAZERIU X 1 BE THARMICaHUS L 2S5, BANaHUSBEICEWT, & 5lcaHUSORRIRIRE

ZfT0N FERF. AHET - THBo £ 201 £ BEARMaHUSEZEIG. RidaHUSHEZZHFIOH I LT TEH
n. EREET 3,
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NanbyoData:

B R

1 (0]

) (0]

DNA (18]
KPR

ClinVar (221]

B D {0}

NANDO ID: 1200473 https://nanbyodata jp/ontology/NANDO 1200473 Copy®

TABLWESHOBWEFSECLESLESTS Ch

IE BRI 1 IR ST R B

= 5% T — 2D

Atypical hemolytic uremic syndrome

BE, BEEANC | BEREEAR - ESRASC | RANELYS—o

| ERFEFEEEF @ from MedGen , Orphadatar , GenCCE

Search for keywords...|

B F#%MedGen. Orphadata. GenCCM 5 HE

& Download < Share

Show 100 v| entries

Gene symbol $Q NCBlgene D $Q  NANDOID $Q NANDO label (EN) $Q NANDO label (JA) $Q D$Q M bel (EN) $Q Mondo label (JA) $Q
c3 718 NANDOQ:1200473  Atypical hemolytic FEARUAMMERBIEE  MONDO:0013043  atypical hemolytic-uremic C3AFRBEMSFFATRMME
uremic syndrome syndrome with C3 anomaly FREBEFERE
CD46 4179 NANDOQ:1200473  Atypical hemolytic FFHREVAMMERFIEE  MONDO:0013040  atypical hemolytic-uremic MCP/CD46RE %/ 5 FFsaEE
uremic syndrome 33 syndrome with MCP/CD46 MR R
anomaly
CFB 629 NANDOQ:1200473  Atypical hemolytic MONDOQ:0013042  atypical hemolytic-uremic BETFR®EM S FFRTBMER
uremic syndrome 323 syndrome with B factor anomaly BEEERE
CFHR1 3078 NANDO:1200473  Atypical hemolytic JesaBUAMMEREBFEIE  MONDO:0019739  atypical hemolytic-uremic FRHEFH i E S FEesa A miE
uremic syndrome syndrome with anti-factor H FREEEREE
antibodies
CFHR3 10878 NANDO:1200473  Atypical hemolytic FARUAMMERBIEE  MONDO:0019739  atypical hemolytic-uremic #l Pilk% i S FE R miE
uremic syndrome &R syndrome with anti-factor H FREEMERE
antibodies
CFHR4 10877 NANDOQ:1200473  Atypical hemolytic FEREUAMMRBLEE  MONDO:0019739  atypical hemolytic-uremic #l Pl i S FRBERmiE
uremic syndrome fRe syndrome with anti-factor H FREEFERE
antibodies
CFHR5 81494 NANDQ:1200473  Atypical hemolytic MONDO:0019739  atypical hemolytic-uremic FHETFIAE &S FFREEMnE
uremic syndrome fRe syndrome with anti-factor H FREEEREE

antibodies
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NanbyoData: ElHT—43 Dl

EROZRAEGFHRERR "“‘f? HARABESEES

The Japan Soclety of Human Genetics

BREEB FEHREAMM R BEERPRICFRE
o EET CFH,CFI,CD46,C3,CFB,THBD,DGKE
ﬁ:‘ﬁ NANDO ID: 1200473 s byodat 0 0473 Copy® . -
— ES)iEN HY EIRGEGFRER
e — JEHRR MM RS (R
FATEMERS Atypical hemolytic uremic syndrome N
T R TP ce vresei | nrnnin-smnec | mvas - — LA o
| 2EAEGENREER O fom BANGEESE o BB

=3 Show 100~ entries
Vore nformaton $Q Gene name $Q Tost ity $Q
hiteu//www centaikensa jo/search/page/159 CFH.CFI.CD46,C3,GFB.THBD,DGKE PTSRETRES @ FRICX—LTEEE
- Vb

https://www.kazusa.or.jp/genetest/initial.html

WRRRNIAAY Y —Z

R R 8,000
o
ey BRATE RS =T > —BBWEF Y ET Y —>— 7 o —IC L BBIEFEIIRE
KUPY R
o9 REICET 3K RIEES. 60 BEAMA
RSO M 1 LB
BEORRES EDTAK (%7K Na) NEBHEIRME
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FokOo—EHEH

o ERDAEL BEMEREDEBRIDLEL KEDEBARII1AHLU LZRER
ZROCTENHLL, SR

Jlinl

Patient P1 profile wise‘demann Patient P8 profile
i einer

Fu Zzy (3 year old girl) syndrome (14 year old boy)
profile

) Short toe 2
4 HP:0001831 \ 4

b r?.;]grr\tx"c;ifdu!leer ap
\_J P 0005815 /
Delayed speech and
° Ianguage development °
HP:0000750
\ Intellectual disability \
HP: w HP:0001249 \ 4
f Mic y Microcephaly* §
Proportionate short stature 2N Short stature /
BEooseaN, HP:0004322 v
Thick ; on Thinu rIi vermillion 7 )
HP:0000215
HP:0000316
Legend !
( Blepusrop imos/s Zemojtel, Tomasz, et al. "Effective diagnosis of
® Perfect Match — genetic disease by computational phenotype
( analysis of the disease-associated genome."
- Fuzzy Match \ = : Science translational medicine 6.252 (2014):

252ra123-252ra123.
‘ No Match

phenotype
matching
using deep
phenotyping

digits

v

eece® @
skeletal development

Not same variant, but same
disease and gene, KMT2A.

DOI: 10.1126/scitransimed.3009262
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Jlinl

vhao—iE R

=15l : PubCaseFinder

Ke3HmPb - EEMEREDEZEIEFZHRELI-TPubCaseFinder B %

o‘? DiseaseSearch ®

/:) Pub_CaseFinder
07( DiseaseSearch

HY - BEEREBRRVZTA

Hpomnser |, He0003022 Heo00g3s1 Hpomwnzs
INEE EOER

REERHE Y mwiE Y

ex) N RBEFR. EWE. EOBR. RRH

PN

4 Eace8haring i B BindiSearch

AU R - $t WEF/FERERT

2 © BAE

2)) PubCasoFindor

9)) DiseaseSearch #0082 QBFE

e ooz wpooonsst ez ooz
v v o v v
{ B ] ’ \ [ B I OBz \ [ ¢ \ ‘

ReERg ¥ BV IRERZ

Advanced Filter v | Virtual Gene Panel v | by« Display options v
& Genetic Disease @) Rare Disease R Gene 2, case
7,848 results Y Basic Filter (prvenmyaen) FRFEEET)

(91.3%)
copyD

postaxial acrofacial dysostosis
R ARREE

BREFHEEE

Postaxial acrofacial dysostosis (POADS) is a type of acrofacial dysostosis characterized by mandibular and malar hypoplasia, small and cup-shaped ears,
lower lid ectropion, and symmetrical postaxial limb deficiencies with absence of the fifth digital ray and ulnar hypoplasia. >> Translate(Google)

OMIM:263750 [Ei#5(Google) MONDO:0009903 GTR:C0265257
HER—EEShow(29)  FEBIREC

Nager acrofacial dysostosis
A H—EBERERBE

EREFFIGEE
Nager syndrome, also called Nager acrofacial dysostosis (NAFD) is a congenital ndrom ized by fal dystosis (malar
hypoplasia, micrognathia, external ear malformations) and variable preaxial limb defects. >> Translate(Google)
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postaxial acrofacial dysostosis
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Postaxial acrofacial dysostosis (POADS) is a type of acrofacial dysostosis characterized by mandibular

and malar hypoplasia, small and cup-shaped ears, lower lid ectropion, and symmetrical postaxial limb
deficiencies with absence of the fifth digital ray and ulnar hypoplasia. >> Translate(Google)
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