|Version 01| [May 2019]

WWW.0rpha.net www.orphadata.orqg

the Health Programme
of the European Union

‘Mn:t.lat‘l‘l:g IHII I nserm i i Co-funded by
® s *

Institut national
de la santé et de la recherche médicale


file:///C:/Users/vlanneau/APPDATA/LOCAL/TEMP/wz8509/www.orpha.net
file:///C:/Users/vlanneau/APPDATA/LOCAL/TEMP/wz8509/www.orphadata.org

AFREEFITONT

AFIEEIL, FORBIZOVTOMALFE LT, AAEICHBT S HOL—LEERT 0]
Orphanet MR 2 FEIC I 1T 2 A BG4 A Z IR L, AAETOL— L& B L TWET, 728,
A AGE CON— ) /VITRNIZFREH L TV ET,

F 72, OrphanetX V) FHERxG: & DFFED 72 <. HARFE~O/L—/ Vi FICIEEE Y L2 W E TR IEEE RSO £
F. ELTWET,

-

=

Procedural document on Rare disease nomenclature in Japanese. May 2019 — Number 01 2
https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming rules in_Japanese PR_R1 Nom 01.pdf



https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming_rules_in_Japanese_PR_R1_Nom_01.pdf

Table of contents : H¥R

L INtroduction @ TE T B IT ittt ettt ettt bbb
1. Purpose/objectives : AR SCFEED H Y oot ee et 5
2. DISCIAIMEr : TAET T TH .ottt ettt bbbttt neeas 5
3. Range of application : J# AT ........cooovevereseeeeee et 5
I e Ao =R 1 . SO 6
5. Filing and updates : B HFS d U T Bttt 7

1. METHODOLOGY & JFTERR 1vovveeeererseetaesseesessessesssste s sssessssesessessesssss sttt ssessessessessessesssessessans
1. FIOWChArt @ 77 =T 1 = B ottt 8
2. DESCHPLION = BT ...ttt ettt et a e er et rens 9

HEL Naming RUIES : R U/ I /b oottt
1. FOrMAal TUIES : TETXIL = Jh ottt n s s s s s s s s s s s s 10

a)  Grammatical number : B2 « BEHUTBIIO D S0E i 10
b)  Diacritics and special letters : fFANEE S « FFEZESUT v 10
C)  GreeK IBHErS : 5 U 3/ SU oot 10
d)  Capital letters : KT (FHIUTD) oo eeee sttt 11
e)  English orthographic variants : 5645 TORBEERFE (E5E « KFE) e, 11
) HYPENS 1 70 7 L ettt ettt 11
g)  Chemical nomenclature : fE 2B AT oo ee e 13
h)  Gene NOMENCIALUE : TR T AT coorieeeeerece ettt 13
i) Protein nomenclature : 2 FA LA A 125 covuveceeeeeeeeeceees e sees s sees st 13
2. General editorial rules : — I ZRHHEE JL m=J1 oottt 13
a)  Priority to clinical practice : KRR ER A MBI I ED T & e, 14
D) WOI OFder : BEIE ...ovcveeeceecece et bbb 14
C)  Latin expressions : 7 7 L EEZREL .o 14
d)  Former nomenclatures : LLHT O AT .oucuivieeeeeeeeeeeeeee e, 14
e)  Comparative use of certain words : FFEFEA] D HTEDEH .o, 15
f)  Common ways of naming diseases : ZE A A4 D —HLAI7R TVE (oo, 19
g)  Providing contrast between similar diseases : FALIIE D KB ..o, 22
h)  Acronyms as preferred terms : B 5EfE HEEIZ 31T DR RR oo 27
3. Specific editorial rules : FFEZRZRMEE /L1 oo 28
a)  Deletions and duplications of chromosomes : Y& fEfRKD R I LR e, 28
b)  Metabolic diseases : FRHIETR R (..o 28
C)  ENdOCrinology : PIZTHATRER ...ooeeeeeeeeeeevee et 29
Procedural  document on  Rare  disease  nomenclature in_ Japanese. May 2019 —  Number 01

https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming rules in_Japanese PR_R1 Nom 01.pdf



https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming_rules_in_Japanese_PR_R1_Nom_01.pdf

d) Infectiology-parasitology : JEUYIE & AFAE HUBILIE oovevveveeieee e 29
Procedural document on Rare disease nomenclature in Japanese. May 2019 — Number 01 4

https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming rules in_Japanese PR_R1 Nom 01.pdf



https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming_rules_in_Japanese_PR_R1_Nom_01.pdf

l. Introduction : [Z U ®IZ

1. Purpose/objectives : A3LED BB

A DRBIZOWTOMA FIE—MRIZBE LT, EEEA RS RAIZBUR CELEFE L Ty, A3GET
Orphanet7 — % X— A CHHT L5 —HEO/NL— VA2 EHXRTHI LICKY, EfembEzHET LI E2EN
&9 %, Orphanet Nomenclature Cik, kD L 9 72 B & % AlHg /2R v 18R 3%,

o [RERBIRICHESIbDOTHDZ L

o HHBOHMFIZL - THIEENTNDHZ L

o AETHDLZ &

o —HMERHDHZ L

o BIFHIERAOFEOEELZBEICANTZL ZIZ, WTRARRY —ELZbDTHDHZ L

WEIRAFRE VD DR, TNOHTHY L TWOHRENH Y | HEORE L OBRMEN R SN H~&E T
b5,

< HZA®Naming Rule >

AFRT b [AER DO BRI D & Orphanet Nomenclature OFFR 24T 5, 7235, Orphanet NomenclaturelZ U & k 41
TWOEBIIHVEENETHDH T 00, LTIEEN D DHEBIZHONWTIE DR EL & B CHEMAT
éo

R 2 — e EiER —%  (http://www.nanbyou.or.jp/entry/5461)
o /NREBMERERFE R X —EHEE (https://www.shouman.jp/disease/)

FN—MHIHEDR D DAL, BB T2 TRAOZRE] 2280 L, EFEESIZHS O TZEREEOIER
21T 9,

2. Disclaimer : % E%1E

o ARTCEL, BRNEA R A7 2 7 F & (Buropean Union’s Health Programme)  (2014-2020) 7> 5 &4
k% %217 7=Joint Action (677024 RD-ACTION) DIEFIO—EE L TER S N=H D TH D,

o AXEONEIX, BEZOAMOLEZRLIELOTHY, FLFETHFOETITIFTHLOTHD, KK
JNZEE % (European Commission) 35 X OVE - ITVHEE - Prfd - B2 - BAAHITHEED (Consumers, Health,
Agriculture and Food Executive Agency : CHAFEA) | F7213RJI#E A (European Union) (ZJE3 5 % Oflt
DAARE D Wff 2 S 2 & 73 Z LT TE RV, FINEBE S LUCHAFEAIZ, AXLFEONEE G &
ICVER S 7= TH A S RN L C—UOELEA DR,

3. Range of application : 7 F i3

BAEDOR— v 7 /b—)LiE, OrphanetT — & X — A |ZUHE S 7z B ARGER A DR TIZOWT, Tubh O
BORERE, BETHLINHATHL)) [Zrnbb T Ih b,

HCREOrphanet Nomenclature & BR1X, Orphanet=—7 1 *— K F— AW D Scientific Director FE(T-D H & |
PR X b U B X OYRAHE A 524 5 Information ScientistiZ . » Tirbi 5, REFIHEOFHED =D
B L OW#ENEHICERIS D,

A AFERL D Orphanet Nomenclaturei®, #HiR#H2%% (Orphanet Japan) NEHT 5, HEEa—TFT 4 x—F —»0
X3 % %5 8 5 Orphanet Japani®., H AFERK O Orphanet Nomenclature D 361738 X OV DO SEICx T 2 2 EEEA
9, HARFE®Orphanet Nomenclature DARFEIZ DWW TIXEZE A X » 7 B33 %, OrphanetT — & ~— AP~
@ HAZEM P Orphanet Nomenclature D UL 35 L OV D AR K IX0rphanet 2 —7 ¢ *— h F— ANEET 5,
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4. References : 2 EH

AXLETERT DNV—NAORAITICHTZY . EWEF I T 5EBRN2HFEMAHAGEARREZ W DS R LT
W5,
[ B9 40 JA AR 10h. (ICD-10, iU BRI K A FmEE)
BS99 o BRI 723K (ICD-0-3, iSRRI K D fmE)
Medical Subject Headings (MeSH)  (http://www.ncbi.nlm.nih.gov/mesh)
[EBRHEIE - JEA bS8 & — IUPAC
[EBRAEALS: - A FE S —1IUBMB
HUGOE {5 1-fn4: {5Z B2 —HGNC

e UniProt knowledgebase —UniProt-KB
Orphanet A :

o Orphanet#i/ DR A X [ Y

o [THMFITI Z2BIRFMAUCEE T 2 FIAE] 2OV HFITRITTE

<HARDZMSE>

R 7 —HREEE —

ANRABMERF E B IE ot 2 — BTG R

HAREFSHGEE (http://jams.med.or.jp/dic/mdic.html)

MSD~==7/V

KEGG: Kyoto Encyclopedia of Genes and Genomes (https://www.genome.jp/kega/kegg_ja.html)
B EIE ARG - Bk A > A7 & (J-stage)  (https://www.jstage.jst.go.jp/browse/-char/ja)
BHRFEORNIEENFITL TV DA RT A 5%

Eerh st (EEE)  (https://www.jamas.or.jp/)

o JEF
BEFFE PRI U CEBICEA SN TV AL DODORHNS Z & &9 %, Orphanett~ U — T BRI
FASNDHTE BHFEH CERBEICEA STV 2RNLO) XZUCEE R, BEEOFERIZOWTRH—O
SHTREN Y TONDGEND D,

TREN—  REL— VT, MAEICHIREO—EMNEHRT A0 —EHOWY RO THDH, ZD/NL—
T AE D BRI BHE et 5, ERUL— L SIS, o Lo bl snsb oL L
TIRZOLNDERXHDOTH Y . Information Scientisti T4 LK B D 2 T F 2 MG UK 2479,

AR ALBICFEHEINDHMAF &3, FOEERDL LIAVEBHOERSTFIZEB TS ) —4—Th b
& Orphaneti X v Il S - [ERFEMFE TH 5,

ERXV—v o IEXUL— L &%, Orphanet Nomenclatured® A ~)L0SCEO —BEMEOfERZ B E LT L— L &
B9, Zo— L, MAEOEWRNRERICHIGT 25D TR, IBESRE L ToOVAETES<
LD THD, V= APRETHARTNOBERICHER SN RETER, EOXoarT7H A MIBNT
LHEINLRETH D,

F—U—F: F—U— RNIEEL LITEEHICOWTOERERHETHY . FIHEOESZ YZEBIZM
TET7ZODOFEE LTESLDON, BEFEHE. ¥/ =4, £RIFETEOEREE IS TUXE S R0,
F—U—Rix, V77X MIS U TERT D2HRIPZRERY X MIOBRFEH SN TWVD,

ORPHAZ— K : ORPHAZ — R L [IT — X RXR—2ZADK T MU (BAR) o5 bn-—BD#sa— RFTh
éo

BRMAGE  EAENE L ITEE, BRIV TR MICZIT AN TW D AHEiEd, UTFICX
STERMNTDHZ LN TE D,

o NEXNZarEBEUHR
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http://www.genenames.org/
http://www.uniprot.org/uniprot/
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o YHHHESSEICBIT D HME S —T D RS
o [EETMICBWTERMICKEEEINTWD LT

BRI — A _XR—ZADPT—EDLDOTHY . 1ODORPHA T — RIZDOHIGT 5,

V)=bh V) NI ENDN R T AEEEHE S ERICFEEDO LD TH D, ERMEHFEICIL, BERE T
V)= AEBINTE S, BEEBAILY ) = LITEE R,

Orphanet=—F 4 %— bF—2& (OCT) : 77 U A|ZdHHUSLA InsermZz L & L7=F— AT, Orphanet® >
NI =7 Da—F 4 32— FDFEME %EnHﬁOrphanet Nomenclature & = DR FHIT ) 7 — a  OERL,
FarT Y OER, RLNCETHORy MU —2iE8) (FRE2ET) IZOoOWTELEEA-> TV D,

Orphanet} 3 3 /v F—2A (Orphanet National Team : ONT) : Orphanet® v kU — 27 O MEIZE DL,
WS 00 M IR B 2 KR S M- Mk A48, ONTIZ. 272 < & & M 3% E O Orphanetih®h  (BIFR 424 ?B’) @
#{T:% £ 9 Country Coordinator 14 7> 5% 5, Informatlon ScientistCFIERHYSE . 14 D7 By =7 b~ F—

Y —HEEOHTH LW,

Orphanet Country Coordinator : Orphanet & > k7 — 7 NI 4 S iz A % 53, Orphanet
Management Board WML, ENL~LToOTr Y xr MEEOREE (P, RMEYRB I OEEHELE O
HEELETe) | BN T 55 G 1TIIOrphanetT — A DFRKZIT 9, 72, ONTNTOERTOT —H1EK (=27
T .WT*?&%) EAREREEL, FERICH L CHLEEEA D,

Orphanet Management Board : Orphanet® > kU —2 0)%% ZATOMMBTHY . *y FU—ZIZBRT L5 E
?Country Coordinator& 22 L V&S5, AZERFInsermDO 7 1Y =7 ha—F 4 32— —NigE a2 %
5,

BIFRE L HE (Translation staff) : Orphanet Nomenclature® % [E O S5 ~OFIR L fREZE S A4 » 7 T,
OrphanetF— A DT Co % 7>, OrphanetF— AICHi4 SV = HHBITTRO B 2136 2.

E2 A4 v 7 (Medical staff) : 47% S 55 R Orphanet Nomenclature ® [E I RRFEE 1 5 A X v 7 T,
OrphanetF— A FTJ& ® Country Coordinatore ' 1 ¥ =7 b~ 3 — T ¥ —72 ETh 57>, OrphanetF— AIZfi4
SNT-ENFHMRZBRSPERMR EDGRERH 5,

Natlonal Advisory Board : ONT&i National Adwsory Board DXL A RET H 2 ENTE, TOEXEITYHE

BT DU 2R (P, ITTBHERER L) XV sng, AZBROZRIT., TOHEMHHEL > T
IWVAWTwmmHyEﬁﬁé VHENZB T DY VY —RIHET LT —FZ X—2DOAR, LETHI
134 [ = 55 T D Orphanet Nomenclature D {ERL 2 FE9 5.

5. Filing and updates : #§#1 L OF#H

ASCFEIL TDisease naming rules in English) 7255 H L TIER L2 O TH Y . H1ES L IEHEIIS T
NE LHERIZRWET N2 SN D, SETIERIRE S E 2VEE L, ONTIZ X v I&REN 5, &HliZ0rphanet
=794 b ETHATRETH 5,
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II. METHODOLOGY : 5k
1. Flowchart: 7o —F¥%— bk

Actors Steps
' !
Scientific sources: Litterature reviewing
. Expert reviewing
Disease database manager ] y ; ;
(within OCT) Matching with external terminologies
L .- -
h 4
Disease database manager Analysis of scientific sources HE—
(within OCT)
h 4
. Production of nomenclature in English
Disease database manager " b . .
(within OCT) according to naming rules in English

Disease database manager Medical and scientific

(within OCT) validation
consulted expert No
Yes
A 4
Disease database manager Quality control  fr——"
{within OCT)
Yes No
L 4
) Diffusion of Orphanet rare disease
Dlseasea:ﬁ:rz?:%ngn]‘lanager nomenclature in English
h 4
) Translation report send to Orphanet
Dlseasezﬁﬁrg?:%s&n;anager information scientists
L4
Translation staff
(within ONT or designed by it Content translation and adaptation He—,
or Third party)
k4
Translation staff )
(within ONT or designed by it Quality contral
or Third party)
Medical staff
{within ONT or designed by it) Medical validation
Yes
\ 4
Orphanet coordinating team Diffusion of Qrphanet rare disease

nomenclature in National language
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2. Description : Hf%

BEFERIZR N D OF — 2 1%, WEEROADIREA X2 b Y 229 % Information Scientist?> 34T 217 5 .
Information Scientisti%, English naming rulesiZ %5 % | J&3ERROrphanet Nomenclature ® % B N 45 % Orphanet —
H = Jiﬂﬂ%?“é EEARBIER L — V2 LR RIZR SN D56 BHFRIRGEEE I S 72,
NN DA, %ﬁ’}f%T ZR—=2ZFHEIZLY (Thbb, NSO DICEWwR L
— LR Jﬁﬁﬁéﬂt B ULIEEMRIZEY (Thbb, BEEHENY ) = 22O TOREZIT
5/*‘%%?&&1%6%/5.\) CERIFIZOmMFICEVF LDAERNRIES LD,

B8 B X Information ScientistiZ K - T S 415, 7235, Information Scientisti L IEZ /L —/L 36 L OMRAE L —
IV OFE IOV TEMAIIHREEZ 1T > TV 5,

IL

JEE LIS O FFE T D Orphanet Nomenclature D 7ERE (BHERIS K ORAE, sEEHL, MGE) (3. HUZEOONT A
179 Z &%, Country CoordinatoriZ & » T4 £ 72I3fEm I N=ENTHI 2L b TE 5,

T4 25— N —LIc S E . BAROFFI Y #1320 AZE R D Orphanet Nomenclature |2 HTH0Z8 H &
Ni-HFEEXRT 5, BENENERL— L E2EH L RICRON D 5E. BHERIREEIZ IR L2\,

LIS DA, Orphanet JapaniZfTfn SALVIZEFA X > T BFHOMAIEEZRGET XETH D,
B E BT Y T I L > TIN5, ok, FEYFITER L — B LUREL— L OEHIZ DN
TEMMICHREEZTIT> T\ 5,

Orphanet Nomenclature(x, &{&E#®T v XTI C7ETY V—2 35 (7 =7 %4 hwww.orpha.neti
H, #v > nr— F¥% 1 www.orphadata.org$ & U'Orphanet7ii 2V % 4 bk & ¥ — (Orphanet Rare Disease
Ontology/ORDO) Zf#H . OrphanetL /R— ~ v U —XTh 5 A4/ D% A Y A b (List of rare diseases) [Z4F2[A])
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[11. Naming Rules : X—=3 7 )L—)L

1. Formal rules : IERJL—)L

a) Grammatical number : ¥ - BB 5 30k
JFRIEg 72— & LT, RTOARIT, FEEROLEIZIBW TS BEJE TIERT 2.

E.g. ORPHA93665 Autoinflammatory syndrome

NEMESZ ST, FEBEEIPE 75 2 EDE ERFARETH L5613, @B 6nd,
E.g. ORPHA1200 Choanal atresia-deafness-cardiac defects-dysmorphism syndrome
BHEOBE 8 555 13 30EIC > TEEIE R VWb b,

E.g. ORPHA2505 Multiple benign circumferential skin creases on limbs

RELF. T7obbERFANICHNLNALFICHONTIE., e 2 EWMICEEEN LY EEIEEZE2 5N
LAEICBWTYH, HICHEIESHW LA HEANCS 5,

E.g. ORPHA182095 Interstitial lung disease
b) Diacritics and special letters : f}HIFE S » BRI F

NGRS KO R CTAE, JBAHFEICBWTESHW LN TWS, KA L — v LT, FREOFHINGE
FXFOE EHED,

E.g. ORPHA117 Behget disease (cedilla - Turkish)
ORPHA1532 L6pez-Hernandez syndrome (acute accent - Spanish)
ORPHA99873 Hand-Schilller-Christian disease (umlaut - German)
ORPHA178333 Aland Islands eye disease (ring - Swedish)

72770, SR 5 « SCEOWL DIZONWTIET AT L EOYR— BRI TWAT=H ., AR/L—/LDiiE
HIRB SN TS ORI TH D,

< HZA®Naming Rule >
B Y DXL AT 5,

c) Greek letters : ¥V o ¥ XF
XU X LFL, XV Uy LFEOEE TR, TAT7 7y Mo TELAMOEY 2587,

E.g. ORPHA60 Alpha-1-antitrypsin deficiency
ORPHA100024 Mu heavy-chain disease

< HA®Naming Rule >
TIT 7Ny NTRONEXY v LFICHOWVWTE, TR ETITRLSF ) Uy XFE 05,

f5il : ORPHAG0 Alpha-1-antitrypsin deficiency : a1-7 > F ~ U 7LV RZIE
ORPHA 134 Beta-ketothiolase deficiency : -7 k47— KIEIE
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d) Capital letters : K3XF (FEXF)
B TORBADFEHIIRLF T 5, WrRLEHLHOFEHR S KLFTH D,
BTFRER KO Z ORERBEOW G 2RBAOFM L L THET ATV 2A5E, EBEBIIRCFEIC LA,

E.g. ORPHA2576 MULIBREY nanism has as a synonym the developed form Muscle-liver-brain-eye nanism, not
MUscle-Llver-BRain-EYe nanism.

BB DB ORI K> TR SN D256, SEIBEOFEHITRICT L Ly,
E.g. ORPHA964 Acromegaly-cutis verticis gyrata-corneal leukoma syndrome
e) English orthographic variants : 384 TORBEERTE (FKFE - KFF
The general rule is to use American rather than British spellings in the nomenclature. The rationale for this choice is to
make copying-and-pasting from and to Pubmed easier, since American spellings predominate in scientific literature.
f) Hyphens : /A 7

i.  Compound modifiers : #&3E
BAFEL I, A4 HEREMNT M 2BICHV b, 220U EOREFMRSE CHREIND, FE
FlIA 7o THET S,

E.g. ORPHA297 Tick-borne encephalitis
ORPHA208650 Cryopyrin-associated periodic syndrome

< HZA®Naming Rule >
HAFECTIXZ OFEDONA 7 AT Loy (RXEFLERHAT 25813 CHEL D)

ii. Prefixes : $2UHE:
PEUAREIIX, FEHREMET 5L O, /\4’77?3 MEEETLLONRH D (B : co-, pre-, post— mid-,
de-, non-, anti-, auto-) , EFMFEH I TWAHEET, BEEHSEL R & DERICHA L TV DHEEIZIE, N1
7Vﬁ%£fﬁﬁw(ﬂ:mmmwoOmMMT ISREDBLENOIRDITIEERHA LTS

e Tnon) EWVWIHIEFTLORIZIINAS 7 EDT5

o [EHALFLMIEORNIIINA 7 E2DT 5D

o PEEHFFMHEETCIIARL 7 L—XIMEHIN TV DAL, N 7 &2 5
o HEEZORS, TOMAETOHE

Examples with non:
ORPHA2698 Non-rhizomelic chondrodysplasia punctata

Examples with proper nouns and abbreviations:
ORPHA1229 Pseudo-TORCH syndrome

ORPHA2981 Pseudo-Zellweger syndrome

Examples with expressions:
ORPHA375 Anti-glomerular basement membrane disease

Examples with fusion:
ORPHA758 Pseudoxanthoma elasticum
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Fusion is used even when it puts vowels in hiatus:
ORPHA98375 Autoimmune hemolytic anemia

< A A ®Naming Rule >
AARFETIZZOEDO A 7 ATER L2y (RXERREZHRAT 25813 SUCHEL D) |

iii.  Words made of Greek and Latinstems : XU U ¥ &7 7 Uik A Bt & T Dk
BPHFERRDOREZEFV Vv T7 7 vibziim s LTUBR SN TEY | REICBWTHATHWO
Db D TRV, Bl e REL ZELBITIT A BHITHN TS K,

5 (885-) : cardio-, cephalo-, cerebro-, dermato-, entero-, naso-, oro-
5l (GER) : -cyte, -emia, -pathy, -penia, -uria

BN T2 FEICOW TR, BEx 72X F — 2 DA 7SI v— V38 5, Orphanet ClEIMRE DBELS N H 42T
DA TERZHET D, A VLONY =— 3 VFFRZEESCT— T — RITIEEHen,

E.g. ORPHA101 Dentatorubropallidoluysian atrophy
ORPHA2346  Angioosteohypertrophic syndrome

< HZA®Naming Rule >
FRCER O (TR, JFSUIERISRRET 5,

%1 : ORPHA2346 Angioosteohypertrophic syndrome : IfiL & /& JEESE R E
ORPHA3086 Facioscapulohumeral dystrophy : Zim /g F LB A ha 7 ¢ —

iv.  Coordinating hyphens : (LD /~NA 7 >
ENLDONA TN, B D BEROBERORME R DB EREZELT-OIT, R%F V-V OHFEE T IXEEAZ D
IR EE DR DHEICHV S, Orphanet Nomenclature Tl #UECiE R O S F 7213584 FREDOMEFNC X - THE
BARELG A< HERA SN TV,

E.g. ORPHA261 Emery-Dreifuss muscular dystrophy
ORPHA2668  Nephropathy-deafness-hyperparathyroidism syndrome

< HZA®Naming Rule >
BFEA—VIZHNY | R, REA . A RS NA T TS S AL HEEO B ARGE~ ORI OFRIZIE
WA TS,
{5l : ORPHA2668 Nephropathy-deafness-hyperparathyroidism syndrome :
FEEF T - AP 1) P R b RE D TE (e A

A T LIS DT B T OS2 R E O/ NRIBMER ERE THEE LS LT L TV D5 TH —BfA
Bl N T EHERT 5,
5l : ORPHA261 Emery-Dreifuss muscular dystrophy : =2 U —- R LA 7 2BIFHT A ha 7 4 —

v.  Suspended hyphens : % LA 7
M5 LA 7 20E, BEEOHIERE., FHITEAHEORIOER %, LUk < BHICH LT RIS
THHEITHWD,

E.g. ORPHA280628 Familial progressive hyper- and hypopigmentation
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< H AR ®Naming Rule>
AAGE~OFRMOEEITIX, BD AL T BN LNTWHEEEZ, TRRHFEE L TR 2,
{5l : ORPHA280628 Familial progressive hyper- and hypopigmentation :

FIENEEATYE ARV - AR

g) Chemical nomenclature : {LZWE M4 15
TP BRBAITHN SN D WEAE, FAICEER LofdiiE T 21UPAC L IUBMBIZ SN TN D,

< HZA®Naming Rule>
ZRMBEEORFTICESSRBEL TS L BbN 2R EZHMNT 25 (ML LT REEADFEET D256
X, ML L CWDIRBA AT D) o
1 : dehydrogenase : Bi/kF#EEESRE (O)
TeRarF—€ (X/IA)

h) Gene nomenclature : &= ¥4 %
BBAICHOC DD IR AL, EERMATEOHCNCIZHE > T o, #EMEMEICIE KBS hIZ@is5T
705 (approved gene symbol) | ZfEHT2DICK LT, ¥/ =AliE KRS 2B is 14 (approved gene
name) | ZMEHT %,

< HZA®Naming Rule >
JFSCTHEH SN T HFEICEEICIRE AT Y (MY L8B4 BFET 555 T, L TR D REN
ANHN T DAL L TV DBE T4 EELET D)

i) Protein nomenclature : ERAE M4 E
PBA WD A4 1ZUNiProt-KB O HERE FIHIZHE 5, FIAFHETH 2 5a 1. BARMEMEFEIC EH4
(short name) | Z#fEH L., v/ = AIZZORERBREZMEHT 5, TRUANAOEAEIT THELES  (recommended
name) | =I5, W4 (alternative name) | IZEMEZCHRCTIAS HOHILTWZRWRY IIFEH L
7200,

< H A ?®Naming Rule >
ZRHFEEEORTICESERLEL TV D EEDNLERTLERHT D,
51l : ORPHAT79506 Cholesterol-ester transfer protein deficiency :
AL AT YN AT VESEERHE (CETP) XEJE (O)
VAT Y IVERAT ORI S Vo8 (CETP) KIBSE (X)
XproteinDFREETITHIE TR (EA) 2HT 5,

2. General editorial rules : —i¥ 72 fRENL — L
WON—E, FTRUCEET 2 Tor—AIEH S5,

o AEYEFTMTRIIIERINTVWBLARRIX., EO L5 LA THLBCHEREE LTERT S,

o FERICESEIHILINTETIX. LOXomEL—L LY LB LT D,

o WATOHEBMDALMN O LA TR b L2 OB HFEICEAT 2720121, BN ORE
=)V & T BB OB & OmEA AT 5,

o M BFIHTE AN RO RWGATE, /L —/LIZHE - TOrphanetlZ K 0 &4 F23HT i
el
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http://www.chem.qmul.ac.uk/iupac/
http://www.chem.qmul.ac.uk/iubmb/
http://www.genenames.org/
http://www.uniprot.org/uniprot/

a) Priority to clinical practice : BERRZREREZELIEDHZ &
Orphanet7 — & N— Z DB FITHIRIZE ST ER I TS, L3> T, Orphanet Nomenclatured, . 3+
& UCHRIR EOBERRICHE O, BARTFRYE TITHEFRAV R BRIZOWTIT, BBy KR 21T 5 FT R
SN,
FEREMAT IEE, BT ABEBEHENICBWTHRRREY —BHOHL b0 LT 5,

< HZA®Naming Rule>
JFSCCHEH STV A HREICESEICIRNAZIT 5 (YL LT BADFET 2856 T, JRX TR REDH
WHENTWDLEEIIHEL L TODEBAEZELT D)

b) Word order : FE&IE
JFAIRY 22— & LT, REAITEFEH OO TWD EHE L RROFEIEICM S D L35, EffiFEmI3@E .
Xk EELWLEICED D,

WHE OFEIEZ AT S D2/ 20EE1E SR VT, BElEZ RZICEERT 5,
TR, REROFRAZTHTLBRICE VSRS (FREGHEEZSH) |

< H A& ®Naming Rule >
JFRIE LT, B4 & UTHNL L TV SRR 2 ISR L. 2L LIS O RERE I SW Tl v =2 2
TR DOERETNEICRE T 2,
5l : ORPHA487814 Autosomal dominant Charcot-Marie-Tooth disease type 2 due to DGAT2 mutation
Yxa—-w U —- by — 22 (YA RENE, DGAT2ZRIZ X D)

772U, MREEHROEEL O—FH 2 L T\ D I TE 258123 E DR Y TRV,
f5 : ORPHAA47 X-linked agammaglobulinemia : XG#HEE{ME Y >~ 7 a7 U IfjE

c) Latinexpressions F7T ViaRE
EFHEIZILI—ED T T ViERENGI HDOIETE £, < OLEEITSEES S d,
&ﬂ%@ﬁ?é@ﬁi@%@%@ﬁ@%%ﬁﬁ?&mﬁ 1ODEBIHENICBNTE—BEEOH L b0 LT 5,
HIRLRD-oT2bDEy ) =15,

TTUREDAAYVROGEIRZ B E L, JEEEICER LR S IR E S b,

E.g. ORPHA1463 Triatrial heart Vs Cor triatriatum.

d) Former nomenclatures : PARDAn4 1
RS L ITREBHOUA X EFRPROTIGE, SR EXAMEEEMEHFEE T2, ZRETOLRHIL
V)= hELTRBEIND,

E.g. ORPHA2982 preferred term: 46, XX disorder of sex development and synonym: Female
pseudohermaphroditism

< HZA®Naming Rule >

JESCTRE STV D HIGEICHFEICERI &2 1T O (ML L 7RI BFE(ET 2556 C. U CTRR 2 RBLNH]
WHNTWDEEIIML L TWOERBA BT D) .

Procedural document on Rare disease nomenclature in Japanese. May 2019 — Number 01

https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming rules in_Japanese PR_R1 Nom 01.pdf 4



https://www.orpha.net/orphacom/cahiers/docs/eproc_Disease_naming_rules_in_Japanese_PR_R1_Nom_01.pdf

e) Comparative use of certain words : 4&E&54) D FiE D ik

i.  Disease vs. syndrome : & & SEfERE
BERRICE 2. EBERE] LW )BT, SRR TTRE D O R M O e - JEIR « FOMOIER e —H O RS A R
T, DRI LWIHEEIL., ZO—HOO72N ) OWARRNEEHMOLDOTHD Z L E2EKT 5,
PRI LT, BROMAETIEIND OMGE DEBRE) BXO HRE] H—EBMEEZ o THEA I T
W,
Orphanet Nomenclature TiZ, T4 6D HFEZ AIREZRBR Y EMEICHEH T2 X 9RO TWDH A, EFO55E THE
BRUICEH SN TWD b D% (ZNPHEICIIARERTH-Th) BRL T2,

< HZA?®Naming Rule>

HAGE~OFRH OB

Syndrome : JiE fHE

Disease : & /R IE

ZIRAER 35 (L U TR BRREA R B DMFET 5556 T JRXTEZR LI RBDB AN LN TV D HEEIE,
[fl—C®H DML B DG E DI, bﬁiéﬂtf@ﬁ%/ﬁ%ﬁ AT D) .

ii.  Words referring to transmission or acquisition : {Z#&E-<Ctk KIEICBEE 3 5 FHGE
EEPICER SN AERBEZHRITICY 0, FkEME (familial) . #&{s0E (hereditary) | /52 H/E 5T
(genetic) . B (constitutional) . FE#% KM (non-acquired) &9 HREIZBARER XA LICHEH SN D
8 H 5, Iﬂl:)%ﬁf“@@éﬁﬁﬁi‘%ééf;%é%%é# FHEIRA OBWRE B2 b DO Th 0 [F% & 137470
STV,

@mﬁ (hereditary) X%, BEFEHGEE L THERT 2, 2othobold, EMEF R THER SN S
BE@ // Lizmz bbb, FEEBERME (non-acquired) (ZOWTIE, MERIZREHLS T DA D G T&)Z)
72, BEITRET D,

FIRMEDICTED O HNRNWZ L 2Rk 3720l %ARM (acquired) . #IJEME (sporadic) . FEEASME (n0n_
genetic) WHWHND Z ENRH D, WHE TIEERYE (acquired) MEH SN TW5D, #3EME (sporadic) |
EIZ TR B TR IEB ZFET 720, BFITRET 5, FEEMEA (non-genetic) 122UV Tk, EE’J&?%@’(OT
DHDOHFETH D72, WEILRET D,

FHENEDIGFE D F I L - T2OoDEBRZ XAT 2 A1%. Eistk (hereditary) L% R (acquired) |
ITBIEFMNEL T (genetic) & KM (acquired) @ —XkfDHFEAEE CIIfEH S TWS, 72720
< DINDRFERIRIEF 53 B COR RN DN TITRIEZET D,

e Acquired vs. non-acquired in endocrinology;
o Constitutional vs. acquired in haematology.

< HZA®Naming Rule >
JFSCTHEH S TWA HEEICBIEICIRN AT 9 (fESL LT BADMFET 256 T, IRX TR LIREVH
WHENTWLEEIT, Fl—THDHEREN & L5 E 2D Ix, ﬁﬁiéﬁ%t{“%%%ﬁ%?é) o

iii.  Congenital : J& KM%
BEVPEBZ S > TEENESE RV LIS ARICRE O Z R LIca . £ OFREBITHERM (congenital)
ERBEIND, BRKRIINCTHAT D Z ENRRAREREREZ b > TEENTS i @%En%{ifﬁbiﬁb\

< HZA®Naming Rule >
JFSCCHEH SN TWAHEEICEIFEICIRNAZIT 9 (L LT BADEET 256 T, JRX TR REDH
WHNTWAEEIE, Fl—ThIHEENH DIGEINTDI, MESLINIZEBAEZELT D) |
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iv.  Essential and idiopathic : AREME & K78k
IS 2 E, AREEM: (essential) 38 X OR3P (idiopathic) & W9 HFEIX. BERIOIF RN 20 (b b,
JFIRATEH STV wEFE EOEKREFE LTV 5D,

JESLHOREREIC L D . 2RO DOMREEZ < ORE. BiEs THEM S TWD, Thid, FRMEE S Tuniok
BORAGRD B S NIRRT Z OBEFERN R T DHANH D720 TH D,

Bl 21X, ORPHAG56I%, [ZfEtt: (familial) | & THEZME (idiopathic) | DEIEICE A ITHANR W E SN
HiIZb bbb, FREREENEBEFRTTICHLNATHAIZE b LT, [(RAFaA RkiExr 7 e —+8
JEMERE (FIRMESEZME)  (Familial idiopathic steroid-resistant nephrotic syndrome) | & FREN D, ZH 6 DFE
E. FOHEHANFREINTVLIRY | IELWEKRSE LTS TS,

< HA?®Naming Rule >
JFSCTHEAEINTWA HREICHRSEIZIRN 21T 9 (ML LR BADGIET 556 T, JRC TR DRI H
WHENTWDL AL, Rl—TH IR H L5 EIZDAH, ML L TWHREL ZERT D) .

v.  Classic and typical : 7 #8785 & @7
Fdr g (classic) | F£721% TEA (typical) | %, FEIE WO BEHRTHEA SN, L0 TEmbT
WD ETIERNCHE SV REBA IS LT, BEORE L XBIT 272015, A (classic) |
F7oix TER (typical) | O IZAEMESSCERO ABNZHE UGl s 35,

KN DIRBD D D56, 28 B OFIEE THEEIA (non-classic) | 7z TRA (atypical) | Zf47,

[ B 72 (classical) | TiE7Zp< T #A (classic) | ZfFEHAT 5,

E.g. ORPHA325524 Classic congenital lipoid adrenal hyperplasia due to STAR deficiency
ORPHA325529 Non-classic congenital lipoid adrenal hyperplasia due to STAR deficiency
E.g. ORPHA90038 Typical hemolytic-uremic syndrome
ORPHA2134 Atypical hemolytic-uremic syndrome

< HZA®Naming Rule >

H ARGE~DOFR I OBRIZIE,

Classic : 7y #iLAY/H Ry

Non-classic : FF 7 BLA/FF i iR

Typical : HRIFY/ERY

Atypical : FEHURI/FE E R FRY

ZRAMER 2 (S L2 REBADBFET 256 C. WL TERLIREDHWONTWAEAIE. F—Th
HHEREMN B DA DI, HESL SNTIRBA BT D)

vi. Isolated and syndromic : JINNZA/ARFEME & SEBERENE
TANSZPEANR P (isolated) | & W9 HEEIL, KV IJREAEGFEIEICE T2 DO TIE AW & 21 IR T 3
Do DLLGEITRBLAICHNS, ZOREOEMATIX, BRI ZEET 52 L 2REOFRELEO—H L LE
ST, BEHOONTWAEEICYTEELRWEETh TH T IA 5,

E.g. ORPHA2345 Isolated Klippel-Feil syndrome
ORPHA?248340 Isolated delta-storage pool disease
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< H AR ®Naming Rule>

JFOUCHEA STV A HGEICBEIZIRINEIT 9, b0 L0, FEREBAZRICRE L= L, (R
ELTHy aNIZIND 53, WSL LTZIRBADPFIET D56 T, [A—Th LN 5 DHEITDH, LS
NTRBALEBET D,

i : ORPHA2345 Isolated Klippel-Feil syndrome : Klippel-Feil iEERE (FINSZHE)

MASZVERGEME (isolated) | & TREMEREME (syndromic) | ZxtEEEUIC WD Z LITHEIZ K- TIEAL T,
BB ITEE, KEFOLTRIHN D, BHR IS DFEMEDNTND b DITRD X 9 22BN D%,

E.g. ORPHA718 Isolated Pierre Robin syndrome
ORPHA138044 Syndromic Pierre Robin syndrome

< HZA?®Naming Rule>
JRSCTHEA SN TV D HGEICEEICREZ1T O, B Ly | FEREAZLIRE L7cdh &, (HEER
E LTy aNIZIND D75, WL LTCIREALDFIET 256 T [A—Th HMEEN D DB BT DI, HALS
NIHRBA 2 BRT 5,
5l : ORPHA363294 Genetic syndromic Pierre Robin syndrome :

Pierre RobinfiEMERE  GEASPESE BREME)

ORPHA718 Isolated Pierre Robin syndrome : Pierre RobinJERE (A7)

7272 L, EBRICHEASNTEY ZRTHL EWIRIUN D 285513, [FEEGERME (non-syndromic) | &
MEMEREME (syndromic) | 2% CHEMATHZETX S,

E.g. ORPHAB7884 Non-syndromic genetic deafness
ORPHA90642 Syndromic genetic deafness

< HZA&®Naming Rule >
JRSLCRHER SN TW D HGEICEEICREEZITH, BBk LBy FERBAZRICRI L & (FhifgH
ELTH Yy aNIZND D08, L LTRBADFET D56 T, Rl—TCTh MR H LG EITDH, LS
NIRBA BT 5,
i : ORPHA108963 Non-syndromic gastroduodenal malformation : &+ _ #8851 (GEREMEREME)

ORPHA108965 Syndromic gastroduodenal malformation : 5+ —f5i5#7% (EGEREME)

vii.  Anomaly, abnormality and malformation : &% & &7/
Orphanet Nomenclature CiZ, (%% (abnormality) | X0 & [FE%E (anomaly) | Z##EJdE 45,
[&772 (malformation) | (Z-2UWNTIE, @ 1358 5,

< H A ?®Naming Rule >

H ARFE~OFRH ORI,

Anomaly : #5 CUIRIZIS U T THE] $55E)

Abnormality :

Malformation : #77%

ZRAMER 2 (S L72RBABFET 256 C. ML ERRLIREDVPHNONTWEEAIX, F—Th
BHEAEN B BB IC DT, HeNr ST IEEBA A BT 5) .
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viii.  Defect, deficiency and disability : K18 (defect/deficiency) 5 L OV
Orphanet NomenclaturelZIX LA N O EF A H T 5,
o [R¥E (defect) J X, FAEFRE LORE, TbLREPHE LIXh W S olfR AT,
o [R¥H (deficiency) | ITHEBRERITFER, T2 b LIBFITRBREIINAEELE (< O%E, BEHR)
DRINETAF AR EZFET,
o [FE (disability) | %, RS, BEREEE, MAMEER E ORI EL T,

< HA®Naming Rule >

HAGE DR DOFRIZIE,

Defect : 5 //RIB/EE

Deficiency : K4B/KZ

Disability : f&5E

ZRAMER 2 (N L2 REBADBIFET 256 C. R TERLZRBEDBHWONTWHEEIE. A—Th
HRERED B DG AN DI, FESNLSNICREBAEZERT D)

ix.  Predisposition and. Susceptibility : 3&[X & @z
Orphanet Nomenclature TiZ, 3K (predisposition) | & @& (susceptibility) | (2 DWW Tk, ik =T
TP TH D RABNHEN, FEEHENT B L TERT 2, BLFO LS 2BEANFHICRO B,

o W TIE. &M (susceptibility) | 2MFEH AW H 5,

o EETIEL. [HEYME (susceptibility to infection) | 23if £ AN S 5,

o JEBFTIE, [EOFHEIN (predisposition to cancer) | 23F £ DHIANH D,

< HZA®Naming Rule >

H AR~ DOFRH OB,

Susceptibility in genetics : & {= RS M

Susceptibility to infection : S Jdkyutt

Predisposition to cancer : ¥ & Xl

ZIFAIEH T2 (FESL Lo REBAPFEET 556 T, L CTRRDIRBEDVHNON TV LA, F—Th
DHERED B DG AT DI, ML S NTREL ZBET D)

x.  Dwarfism and short stature : K& &JE & K H &
MEE RAE (dwarfism)  [Bl44 - /DAJE (nanism) ] | & HEEE (short stature) | OEFIZERRY | M2
BINTIIER L7auy,
Fima Lifshitz (ed.), Pediatric Endocrinology, New York: Informa Healthcare, cop. 2007vol. 2, ISBN 978-1-420-04270-
2. Ch. 1 “Worrisome Growth”, p.1Jz W 5 H :
[EFIC I 1T B IE T FEIE,  LIE LI 2242 (SD) Dfgi & L TEHFI NS, LE>T, I
£ (short stature) & /d, KDL IIZEHZETES : () FELTICI1T B AEDFE I OPERDFLE
IZX] L CTHARD3 -2SD Ky, FE72/T (i) TFHRAEGLEIZA L T -2SD Ay, M4 RJE (dwarfism) & /4,
EWRIS L ORI D < IEFEIC A L THRDY -3SD Kt & L TEFZESI I, LV EBEDEGR 2157,
Orphanet Nomenclature Ti, EFLOEFRIZHE D,

< H A ®Naming Rule >
H AGE Tl mELAYELS H b dwarfism 2 K& K JiE. short stature 2K &= & R 5 (FeSE U 720K B4 DNFEET
LA T, A—ThHHMEENHDHEAEIZDI, L L CODEELEZELT D) |
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xi.  Poisoning and intoxication : H%
[ (poisoning) | &ld, AEWEICL > TEANTEI X Z SR, BIH, I CEHET,
(17 (intoxication) | (% /3 (poisoning) | D Z L Z4RTHENH D25, EHIEEWEIZ X » Tl &2
ZENLRNW, HE, FLEMEREBEORENLVEVWEAERTIELHD, ZOGAE, [THE
(poisoning) | IZMH LT, IVEDOEETHLZ L a2 nTOIERAEIND, W [Tra—LHE
(alcohol intoxication) | (Z%f L [ 7 /L =— L3 (acute alcohol poisoning) | )
Orphanet Nomenclature CiZ, [H% (poisoning) | ##EJEE 35,

< HA?®Naming Rule >

HAGETIL lpoisoning) & Tintoxication] O AHFEE &IRAI Tt LRI D (ML LR B DBGET
DA T, LR DIRIADPHNOENTWDEHEAIT, R—THIMENR D DLGEITOIH, #HEL L TWVDHIE
BAEENLT D)

f) Common ways of naming diseases : % B4 fr DO —RRH 72 ik

i.  After authors : EHH 4 D
EXR4L (E4MRE) AW REL ISR CT— RIS S b 23, BRAFFEIC KT 24 F & el L7z
Ba. ZORHENRTHEREEI DR, 202 EnD, EBICHWD ECERMICHES HFENTFEN5E
[f51 : ORPHAS881 Turner syndrome (% —F—JEMERE) 1 ZFRE ., BEMFEHGETIXZOFERNBIT LTS,
FEHEANTIRBLITIY ) = A LT,

E.g. ORPHA1200 Choanal atresia-deafness-cardiac defects-dysmorphism syndrome
Synonym: Burn-McKeown syndrome

< HZA®Naming Rule >
JFOCTHERAEIN TV A HREICHREICIRH 21T 9 (ML LR BADGIET 256 T, L TR 5 R H
WHNTWDEAITHEL L TV DEBLEEET D) |

BRRRY 72 R S R 2 A PR T3 R A VEDS I G B 13, AR O R SME 2 RS 5 T2 014 FIRE M 1
Mz 6 s,

Ex: ORPHA2316 Johnson neuroectodermal syndrome

< HZA®Naming Rule >
JFSCTHEH S TWA HEEICBIRICIRN AT 9 (fESL LT R BADBMFET 256 T, IR TR LI REVH
WHEN TV DEAIEMNL L CODRBAZELT D)

WIZFETFAEXROL— L ZEHT 5,
o HHOELHFENGFET D5E1E. FLONA 7 TRE) S,
o FHEIBLUTOMERFICHKTHHREBLIL, B COFEELELHT S,
o EEH ALV LOWIZERFICHET DIRBLIT., TONIERIROEHEL L ORKREEL DB Z KB4
a5,
Yoo D@k (AR 1TEELOBIITMEH LR, ERTHIEHICBNT, 7 VD z i
LTCWeE LTh, HIZHR T2 Z L 2ELRET D, 2T, EFmAEOBRMEOHmME X NICD-0-3TD

AR SR OFREDBAEICHE D) D TH D, T OFGRARILL., RUNEEEZRE L-EMAEhE T
HT5) 22b, FRCREBTLZ Lo 05 2L Thb,

E.g. ORPHA324 Fabry disease
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http://codes.iarc.fr/

IRELPHEAC K S ZRET DTSN 23T D, Bl 21X, ORPHA99672Clx, [ & MW (Fried tooth
and nail) J }: AT LE D Z & &l 27201 [Friedd TVEREAE (Fried's tooth and nail syndrome) | &3 %,

ZDON— T, EBAFICA ESNAYZ VU OBKIZITE SN WD SIZEET A,

E.g. ORPHA97353 Boxer's dementia
ORPHA99906 Farmer's lung disease

< HZA®Naming Rule>

AT SN TWAHZEICEEICIRE AT Y (L LT RBLA DT A5 T, BT TR D EBN
WHNTW DRI L TWARBLA ZELET D) |

ii.  Aftera list of signs and symptoms : #fE3 K OMEIR D%
RITZET DRFLITHED 6
o MR L ONERZ R FRIBALONA 7 TREIS,
o DREMERE] E72iT DEES ZRPUTS U TREISENT 5,

E.g.:. ORPHAS588 Muscle-eye-brain disease
ORPHA178377 Osteosclerosis-developmental delay-craniosynostosis syndrome

< HZA®Naming Rule >
JFSCTHE S v Tn 5 FHEE

(CRBEITIRE 21T 9 (S LToRBA DFET 256 . BUCTRAR 5 RHHH
WHINTWDEEITMENL LTV

LIREBAEEET D)

—RANCRD DILTWHERBA OTIZEENLHEZRE. Tand) BRIV Twith) Z 788 2 8% 130k
(B

E.g.: ORPHA257 Epidermolysis bullosa simplex with muscular dystrophy
ORPHA2785 Osteopetrosis with renal tubular acidosis

< H A ?®Naming Rule >
JRANE LT, R4 & LTANL L TW SRR 2 s NSRRI L. LIS OASRERE S SW Tl v =2 &2
THL DO HHETNAIZERIE T %,
5l : ORPHA257 Epidermolysis bullosa simplex with muscular dystrophy :
HRIRIRBOKERE (A b7 0 —%fF9)
ORPHAZ2785 Osteopetrosis with renal tubular acidosis :
KREAEHR URMEET S F—2 2% 9)

K EFEN— VT FRICREERLICEHT 20 L L, AXFICHBT 2551013, StARCT IE2 R L
ZORRY TR,

Fo. FEAANDO Tand) Tor) IFZNEFNHAAGERTIT M- (FR) 1 [/ CBAXT Yy 2) | ICESH
2 TR 5,
f5il : ORPHA1352 Atrioventricular defect-blepharophimosis-radial and anal defect syndrome :
5 28 B - At/ N - P R e
ORPHA98688 Oculomotor apraxia or related oculomotor disease :

HREREE) AT/ B % IR ERE B IR AR
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iii.  After a pathological process : JiER“F=HEEE D4
BB, BRARERTHED, VT THE] . ZOWICEREZTLET 5,

E.g. ORPHA34587 Glycogen storage disease due to LAMP-2 deficiency
ORPHA169090 Combined immunodeficiency due to CRAC channel dysfunction

< HA?®Naming Rule >
JRANE LT, A & LTARNL L TWADEERZ RN L. LS OATBETE RISV TIE D v 222 v
TR BINEICFR 5,
5] : ORPHA34587 Glycogen storage disease due to LAMP-2 deficiency :
BEIF  (LAMP-2KIBIC X %)
ORPHA169090 Combined immunodeficiency due to CRAC channel dysfunction :
BAEREARDIE (CRACT ¥ F/VEREARRIZ L D)

BFETTEREDOR - K OABIR PR OGS

&
FREAIT, B4 ERIIEAEL THEY ., VT, 7o CHEE SN Trelated) Z7t#+ 5, [ &
IFIFEBE] BEEE A ([Genelprotein]-related disease) | & #itd 2,

E.g. ORPHA85451 Transthyretin-related familial amyloid cardiomyopathy
ORPHA263463 CHST3-related skeletal dysplasia

< H A ®Naming Rule >

JRANE LT, BEA L LTI L TW DB ZRAIICRE L, £SO FEREHRICOW TS v 22 v
TR X OEHREBNEIZRE T 5,

%1 : ORPHA263463 CHST3-related skeletal dysplasia : ‘& EE%AE (CHST3MH)

iv.  After another disease (“plus”, “like”, “pseudo”) : BID I HE 4L D% ( Tplus) [like )
pseudo] )
B RGEIZRBW T, Iplus) Tlike) Tpseudol) 72 & DFEAIOM L AREZRBR Y BET 5,

EFLV—VTRE D &, BEERECH D E&MEME (pseudo-) | EEIFLFEZITEATIEE N4 7 2 CHEFET 523,
W E4 R OB AL HEEE D7 <,

E.g. ORPHA1229 Pseudo-TORCH syndrome
ORPHA2978 Chronic intestinal pseudoobstruction

Bk (-like) | ZHATT2HMESREGDLEDLERT. LTNA 720D,
E.g. ORPHA1149 Arthrogryposis-like syndrome
FATT DHHOKIZ Tplus) ZE S HET. A 72 HNE, E7BEE R LR,

E.g. ORPHAT709 Peters plus syndrome
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< H AR ®Naming Rule>
HAGE DR DOBRIZIE,
pseudo-[#E A 4 7 : pseudo-[E A 4 Fil
pseudoXXX : {4z
like : £k
plus : plus
ZRAMER 2 (N L2 REBADBIFET 256 C. R TERLIRBEDBHVWONTWHEEIE. F—Th
DREREN B DGR DI, ML S NTREL ZEBET D)
% : ORPHA314459 Pseudo-Meigs syndrome : Pseudo-Meigs’it (R
ORPHA2978 Chronic intestinal pseudoobstruction : ‘2 Rr3& M (244 15 BA SE4E
ORPHA1149 Arthrogryposis-like syndrome : B &R+ IEREIE
ORPHAT709 Peters plus syndrome : Peters plusfEffE (plus?y-> < GEITITEITT 245 BIHL>50 &7
%)

g) Providing contrast between similar diseases : 3E{CL% D X Bl
WRONV—VITFRIZ, R OABT b EBICK L CEHT 5, I, BT, CF.
A R, BRIRAYZR ek BB E Wo 7o, KELZM LT D720 DFREAFITMA 52 212XV
E IRy g

RE L2 D1HHRE EITELS DL, N0 ETNOEPRELEERLE LTERT DOIMEH SN DDD,
FIFHHDON O T ERT DT-OIENSNDL DN XD,

RBZERT DIZOICRE L R HERPLETHIT, HAFORINIES,

E.g. ORPHA70590 Infantile apnea
ORPHA99826 Marburg hemorrhagic fever

[ U DWW OO R 2 255 b3 5 72O RE L 22 DI A T 281, H#ERREARE L THW
HIEHRMLIOTENT TH HGAIE. ARORIICE <,

E.g. ORPHA314918 Mild Canavan disease
ORPHA314911 Severe Canavan disease

M (type) | <° M (form) | 72 EOHHOMGE, £721% T2 X5 (due to) | TZ&FED7ZRV (without) |
REDERBERNTIHERE AN DB AL, HHROREICTET S, ZRHORBOBREICOVTIE, Z0#
DM ESZROZ &,

WL OPDOIERZMNTHE S AMOREICIEHT D,

E.g. ORPHA308552 Glycogen storage disease due to acid maltase deficiency, infantile onset
ORPHA308573 Glycogen storage disease due to acid maltase deficiency, juvenile onset

< HZA®Naming Rule >
JRRTE LT, B4 & LUTHRAL L TW DB Z AN L. Z LSO BERFERIC DWW TIE D » afFim %
AWTHESCOHRHEBNEIZIRE T2 (FSL L72RBADPFEET D56, [FA—Th DHEEN 5 D5 BT DI,
WL SN IRBA BT D)
%1 : ORPHA70590 Infantile apnea : #EFFY (LI IHA)

ORPHA99826 Marburg hemorrhagic fever : ~—/L- 7 /L 7'J5

ORPHA314918 Mild Canavan disease : 1 /3% (i)

ORPHA314911 Severe Canavan disease : 577/ % (EJE)

ORPHAZ308552 Glycogen storage disease due to acid maltase deficiency, infantile onset :

WEEYR (B~ 2 —EBXREICE D, AJLIRA)
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ORPHAA420429 Glycogen storage disease due to acid maltase deficiency, late-onset :
PEIESR (FE~ L2 —EXRIBIZL D, B3sh)
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i.  Identification by numbers or letters : 05 & 721X 3072 K Bk
Dl [$551307 ] (Disease type [number/letter]) | & Fitd 5,

BFP e LTHWOLNTWDHREAIT, n—~BFLV T 7T RFICL DKL 2 BT D,

E.g. ORPHAG636 Neurofibromatosis type 1
ORPHA895 Waardenburg syndrome type 2
ORPHA2295 Ehlers-Danlos syndrome type 11

FEH b EERICZL 0L Tr—vBEFMEA SN TWDHE, 77 78T MW hiEy  =aLT
éo

E.g. ORPHAL1136 Arnold-Chiari malformation type Il
ORPHA1136 Arnold-Chiari malformation type 2 (synonym)

FELFRHNLN LT TIE, BEOILFIRLFLET 5,
E.g. ORPHA77292 Niemann-Pick disease type A

LR EHTFNHGTHANWSENAHRTIL, AR—2R&EfHAETICHLT, Bofia—RRE LT, EFEO LI
oo,

E.g. ORPHA93389 Brachydactyly type A5

MEEE I T M2 SN TWAEE (] : CMT1A, LGMD2B7 K) D ZA~L— R LMD NA T DA
DWNWTIE, Xk ETERTH 2 HPNCHE T 7=30dk &322, F—0OEBRETIIN—9 52 &,

< HZA®Naming Rule >

LT SN TV HFEICERICREZ1T 9, LR,

%1 : ORPHAG636 Neurofibromatosis type 1 : iR EE 175
ORPHAB895 Waardenburg syndrome type 2 : V7 —/L7 > 7 )L 7 JEfGERE2 M
ORPHA2295 Ehlers-Danlos syndrome type 11 : =— 7 A-& > 1 AJEBEEE11R
ORPHA1136 Arnold-Chiari malformation type Il : 77—/ /L K- 7 U &2 1AL
ORPHA77292 Niemann-Pick disease type A : =—~< > -E v 7 JiHAKY
ORPHA93389 Brachydactyly type A5 : fEf5iE A5

ii.  Identification by eponyms : &4 HEEIZ K 555kl
PERA ORNL, HARGEEZT 22 LIk TRAITTE 2 2 ERE, 1A HGE LI, FERIZOWTHIHD T
WRATSLEROZEE . BRI, & 2 WITRE DB & %ﬁ&%@%h#&f FERIHWD Z &
DTELHHMHTH D,

MZ2XHT D72 DICHC D4 HEL, BRAORKBICHWS, THE [E4 ] % (Disease, [Eponym]
type) | & FEKiLT D,

E.g. ORPHA93302 Brachyolmia, Maroteaux type
ORPHAB85448 Familial amyloidosis, Finnish type
ORPHA275 Severe combined immunodeficiency, Athabascan type
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< H AR ®Naming Rule>
YRIBAA NFRERBA OGEIL, FRCTHEH I TV HEE - SBIRICEFEITIREZ1T O,
1] : ORPHA93302 Brachyolmia, Maroteaux type : Brachyolmia, Maroteaux’!

LA DA BT 2 58101, KU 0 ICEEAE D & ASROFEA & KBIH572 < 72 % WTHE
MERH DT, FROROVIZH v az T2,
5] : ORPHA93302 Brachyolmia, Maroteaux type : Brachyolmia (Maroteaux’?!)

iii.  Identification by specific involvement : SRS 5-12 L 5 7% 51
TR THLHAFANILC T, TEA ] 5 (Disease, [feature] type) | F7-i1% EA [45#%] % (Disease,
[feature] form) | &HKid %,

E.g. ORPHA286 Ehlers-Danlos syndrome, vascular type
ORPHA254871  Mitochondrial DNA depletion syndrome, hepatocerebral form

< HZA®Naming Rule >
JRSCTRE STV 5 HIEE - FEIRICRFEICERE 217 5, typefformiz oWk, JRAI TR EERET 2,
1 : ORPHA286 Ehlers-Danlos syndrome, vascular type : = — A-% > 1 ZfEGERE, &7
ORPHA?254871 Mitochondrial DNA depletion syndrome, hepatocerebral form :
I b3y U 7 DNARSESEBRE, TR

iv.  Identification by age or severity : FF-#n & 72 I X EAE IS K D FRA
R EITEEEICEVFE SN2 L, LFOWT NN TR T D,

o [“Fm/ESERE] 5 ([Agelseverity] disease) |

E.g. ORPHA206436 Infantile Krabbe disease
ORPHA79253 Mild phenylketonuria

o [HF#n/] 3JESR ([Ageltype]-onset disease) |

E.g. ORPHAT71517 Rapid-onset dystonia-parkinsonism
ORPHA247573 Adult-onset citrullinemia type |

< HZA®Naming Rule >
JFSCTHEHA SN TV HERICREICRE 21T, 72720, FEREA ZERICRET 5,
% : ORPHA206436 Infantile Krabbe disease : 7 7 v~ ($LI2AY)
ORPHA79253 Mild phenylketonuria : 7 = =/L% b+ JRIE (BIE)
ORPHA71517 Rapid-onset dystonia-parkinsonism :
PAR=T =% =X (BPEFRIE)
ORPHA247573 Adult-onset citrullinemia type | : & ~ LU U MAEPR (5l AFEIE)

v. lIdentification by laterality : {12 & 2 k5!
%2 < OFREF X, AR ZE ORI U CHRAMEREOFE RN S 5, B ORGFET—HFICHNGND
FELRIL LD E L, EAZEDDOBINOEH T & Kk 5,
Mg DRlmi]  (Anomaly, [unilateral/bilateral]) | & #FiEd 5,
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E.g. ORPHA295036 Congenital patella dislocation
ORPHA295234 Congenital patella dislocation, unilateral

ORPHA295237 Congenital patella dislocation, bilateral

< H A& dNaming Rule >

PR DREIEBL OEIEL, FOUCHEMA STV 2 HEE - FEIEICEEICRM AT 9,

5l : ORPHA295227 Congenital elbow dislocation, bilateral : 4 RKME T BIERBLF.,  &{H]
ORPHAZ295225 Congenital elbow dislocation, unilateral : ¢ KM BAELFT.  Fr{al

YELEBADARSLRICHBLT 2581003, KOV IZHREZHWD & ARROFER & XBIR-2072 < 72 5 AlHE
WRBH DD, R ORDOVIZH vy azfHT 5,
%1 : ORPHA295227 Congenital elbow dislocation, bilateral : ¢ &P EAE T (E1a])

ORPHA295225 Congenital elbow dislocation, unilateral : ¢ KM EAEBLET (A {a0)

vi. Identification by inheritance : J&{x(Z X 251
BEICET A RISV T, KELORIICES,

E.g. ORPHA99 Autosomal dominant cerebellar ataxia
ORPHA248 Autosomal recessive hypohidrotic ectodermal dysplasia

MM (dominant) | F LT T9ME (recessive) | (%, i Mgttt (autosomal) | F721% TXH#EH (X-
linked) | DOZIZFEHT 5,
[XGHEH (X-linked) | (Z2W T, FRICERLED VIR X [450 (recessive) | TH D & AR END,

< HZA®Naming Rule >
JFCTHERA SN TS ARBICRFEICRE 21T, 777 L., EERAL ZRICGRE L., BRI 2554
I$hy aZHWTHELT D (YL LTEBADFIET 256, [A—THIHMEIENH DL EIZOH, LS
TRBA HEBET D) |
%1 : ORPHA99 Autosomal dominant cerebellar ataxia : /N EENFH (5 Y g vE)

ORPHA?248 Autosomal recessive hypohidrotic ectodermal dysplasia :

SMRBERTERE (YRS )
ORPHAA47 X-linked agammaglobulinemia : Xi#HEHE Y o~ 7 v 7 U > MfE

vii.  Offensive or shocking names : [, E72idy 3 v 772485
B SOREERE, Bk, FERICOW T, BEICHWONEATRO N OPEBETIERRIZEI D LH
ZHNTNWD, Yavxr7bObFETDH, 20X 5 74 FriZ0rphanet NomenclaturelZ & 72\,

E.g. ORPHAS870 Mongolism is not used for Down syndrome
ORPHA1002 Suicide headache is not used for Cluster headache
ORPHA2440 Lobster-claw deformity is not used for Split hand-split foot malformation

< HA®Naming Rule >
AAGER CTHRKOZBEZITV, WMEBLEN O R R L AW REA ZFRGEE L GRIRT 5, R
BEICRE LEELBEICHFR TERWREL GERINREZR L) L0 MISHEYREHR S FELR2WEEIC
1L, JRCREL E T 570 EORSERFTT 5.
5] : ORPHAB870 Mongolism is not used for Down syndrome :

Z AEERE (O)

ZE (X)

ORPHA1002 Suicide headache is not used for Cluster headache :
LB O))
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FRERE (X)

ORPHA?2440 Lobster-claw deformity is not used for Split hand-split foot malformation :
HFHRE (O)
07 AL —NEE (X)

Fegk7ef o DRS#FEN (mental retardation) | S WO RBUIEZEHFELTEBY, F—U—FLLTHEINT
Wb, BIFEMHA SN 4F/E nikEE (intellectual disability) | Td 5,

h) Acronyms as preferred terms : #5CfE HFEICBIT 2BHTHE
B ARG CIL, TFRBOMM & 5,
SR R LKA, AR E TR L A L SRTOR0 &0 ) HATREELS b 5 SHE T
YETE

E.g. ORPHAL36 CADASIL (preferred term)
ORPHA136 Cerebral autosomal dominant arteriopathy with subcortical infarcts and leukoencephalopathy

(synonym)

< H A& ®Naming Rule >

SHTREI ORI DN U7 HAGER B4 BT RE Tl BB TH 254 1%, EBREE2 L LCRIBL, B8
FERII N v 2EE THFEET B,

1 : ORPHAL136 CADASIL : BB FHEZE & FVEMNIE 2 £ © & Yt REMEIXNEDRE (CADASIL)
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3. Specific editorial rules : 5B R fRENL—V

a) Deletions and duplications of chromosomes : Je A D K& & #HEL
ERORFE N AR TH L5813, ROKLET D,
Preferred term: Monosomy Nnn or Trisomy Nnn

[ ]
e Synonyms: Deletion Nnn or Duplication Nnn

7 LA CGH (comparative genomic hybridization) £ TOAEE BB ATRERG AT, ROETLET D,

e Preferred term: Nnn microdeletion syndrome or Nnn microduplication syndrome

EOWGEIH, BfERILAE Y/ = MZBINT %, i : Del(4)(pl6.3), Dup(22)(qll.2)

BE DN RBREGT 56 A 7 ATT e,

E.g. ORPHA96123 Monosomy 22 (preferred term)
ORPHA96123 Deletion 22 (synonym)
ORPHA96123 Del(22) (synonym)

ORPHA250999 2p15p16.1 microdeletion syndrome (preferred term)
ORPHA250999 Del(2)(p15p16.1) (synonym)

< HZA®Naming Rule >

AAGETIZLL T ORI E T D,

51 : Monosomy Nnn or Trisomy Nnn : Nnn€ / X —_ Nnnh U YV I —
Distal monosomy Nnn : NnnizE{\/ i€ / ' I —
Mosaic trisomy Nnn : <E% 4 Z7HINnn kU I —

Nnn microdeletion syndrome : Nnnfiil < S iE B i
Nnn microduplication syndrome : Nnniil B 6 e

ORPHA96123 Monosomy 22 : 22€ / V/ I —
ORPHA250999 2p15p16.1 microdeletion syndrome : 2p15p16. 180 K SR

b) Metabolic diseases : {REHHEE R

i.  Enzyme deficiencies : i35 K18
REHIR BT OWT, BRRAZRIEHR, F o IIMEROMREREEE ORI L > TREABRES T 6D b DIE,
BRI S L ITRHBEOWT I TH > ThH, — KK RO DN AR B HNEL T2,

E.g. ORPHAB818 Smith-Lemli-Opitz syndrome (synonym: 7-dehydrocholesterol reductase deficiency)
ORPHA368 Glycogen storage disease due to muscle glycogen phosphorylase deficiency (synonym:
McArdle disease)

< HA®Naming Rule >
JFSCTHEHA STV D HGEICEEIZIRE AT 9 (YL LR BADFIET 285G, [A—Th HMEENH 5
BICDI, FESLSNTREL BT D) .
5 . ORPHAB818 Smith-Lemli-Opitz syndrome :
AI AL LY Ay VIR (B HGEE
7-7 b Foa L AT o —/WigciERKEE (/) =20)
ORPHA79240 Glycogen storage disease due to liver and muscle phosphorylase kinase deficiency :
PERR (RARY 7 —BXF—BXREIE, T - HlY) (B
McArdlefi (2 =.4)
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ii Use of the suffix -emia and —uria : #22&¢ MiE] & TIRIE] OfFEH
R BEDOZ 1%, ML IR TICB T 2R EOREY OEE R AIETEBLA Mo TEY . B
FCIImAE (-emia) . BE TIEIIRIE (-uria) L OFERZEHTH, 20O BV OEL L L AREREGE, MUE
(-emia) ZESLMEMGE, JRIE (-urid) 23/ =275,

< HZA®Naming Rule>
JFSCTHEH STV A HEEICEFEICIRN AT 9 (fESE LTCRBADMEET 256, [A—Th DHEEN H 54
BNZDH, WNLINTREA ZEBET D) .

L

iii.  Glycogen storage diseases : ## /55
BEIIR 1L —RENZIRD X D ITRE S D,
o Fir: LLAMRL, AT HN ONOIHEEF L — U PHLNATND,
o GHAMEE : LA LA 6, HEEUH O TOEA HFEAMEH LTz,
Orphanet NomenclaturelZ 3\ T, #REDBLE D HEITILD FIEIZRO DR H 5,
o MEEMMAEETIX, BERXBIZELT D,
o ETOREAIIY /=1L T 2D,

e FHEECIL, #1C lglycogen storage disease] % [glycogenosis| (Zf%:& 9%, [glycogenosis) 13/ =
LELTHWD,

< H A& ®Naming Rule >
TESL LT BADTFET DIGE. [Rl—Ch HMENH DG EITDI, WL INTZEEBLEZEILTDHE V) L
—/VIZAIY . BAEE TldglycogenosisiZ Al T2 FRFETH S THEFN ) 2@ AREE T 5,

iv.  Carboxylic acid or carboxylates : 77 /L7~ W & J1 VIR Bt
TNV VEEO—ERITEBEIZB N T, IR VBEA AV OETENRIND I ENEN, DFEVIX, T
ANT X W (aspartic acid) . 7 /L& I & (glutamic acid) . E/VEUEE (pyruvic acid) XV &7 AT
X Wkt (aspartate) . Z/V% 3 gt (glutamate) , /LB ERHE (pyruvate) MMESEMEHGEL SN b, W
FOFREPFET D56, F0EZHWenL FERAL, Aty /) =sET 25,

< HZA®Naming Rule >
AAGETIE [~ ORLEFBEHT S (ML LIEBADGFIET 256, FA—ChoEENH 555120
Fr WESL S IVIRIBA BT D)

c¢) Endocrinology : Y4yt &
FIESC R R 1~ D4 FRIXFE R R L OHIENC K 2 AR B 5, Hil 2 1 X-tropicts L WN-tropindf&H GBI : turn,
manner, change%f:f%f%ﬁ‘érponog) L. -trophicis X U-trophin  (FEJR : nourishing, nurse % & M9 5 1pogdc) & M3
b ORI ENET S5 N5, Orphanet Nomenclature Tidph-L ¥ bp- B &2 B LT 5,

E.g. ORPHA759 Gonadotropin-dependant precocious puberty

d) Infectiology-parasitology : REYLE & &4 R YLIE

The names of parasitic and fungal infectlons can end in -iasis or -osis. Theoretically, the -iasis suffix is used for parasitic
diseases and -osis for other infections. This rule is applied, the other variants are put as synonym.
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For any questions or comments, please contact us: contact.orphanet@inserm.fr
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