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21 ZAREEA4E (trisomy 21 syndrome, Down [LZES1E)
8 ZIREEE1E (trisomy 18 syndtome)

],3 Ew%%ﬁ (tfisomy 13 Syndrome) R N N Y Y N RN Y AR YN R NY ]
8 EW%’A{E (trisOmy 8 Syndrome) ---.-----------.--- R R R AL LR LY
ﬁA 9 ———-W'VT 8 {IE (trlsomy 9 mosaic Syndrome) N sssnse BN RsssUsstaaspER0 BT RS R EE

RS IEM =/ AR SRS S

(triploidy syndrome and triploidy /diploidy mixoploidy syn'drome)

4p R 4 SRAEREE IR EIE, trisomy dp syndrome)

pEEAE (4 Bl fe kB BB AL, Ap-Syndrome) seeeeesersessssssseseens
ZAME OEWEGESHE, 5 5 RE AT SME, (cridu chat syndro

5p‘syndrome) Passsesss st esaarstarenasaata s se st atscranavonns .

9p EWFAEE (trisomy 9p SyNdrome) «seecc-secessosornsraoitinaticraasccinsscsiscee
9p 48 ﬁE (9p—syndrome) T T P T LT LRI
10g :'}Igﬁ_:{zl;gg fiF (partial trisomy 10q Syndrome) ssseeseesescoisiintaritnaseans
TEHT AE-Wilms S EE-S1E (aniridia-Wilms tumor association) —sereeereccsrerenseseenes

13({% ’ﬁE (13 %%@Wﬁ%ﬁ%.ﬁnﬁ 13q—syndrome) e esscsanescasnotsnn ans

18p 4R &k (18 B YefatkigE it &5 5 1F 18p-syndrome)
18q 425 HE (18 BB RLE-SHE, long arm 18 deletion syndrome)

20p ——-W"/_f 3 ﬁE (trls()my 20p Syndrome) eee et et esr PP seT s nas Res et s uss Ean U

MERGE ST (ﬁﬂ:ﬁﬂiﬁ AL A 8 25 ,:,ﬁE, cat-eye syndrome coloboma

of iris anal atresia SYNArome) «ss-esssesessntasastoiisiicetrssauasnesersssscssascaecassrsces
XYY 456 SAE (XYY Syndrome) seeeesesescrcesseraressnocsriecnisieaseortercsorsneasnoeees
' L (32)
- (33)
- (35)

XXY 24 4F (Klinefelter syndrome) srecesesesesessereeerienceraieaicacees
XXXY Fl XXXXY L5 (XXXY and XXXXY syndrome)

XXXX Q&A{‘—-E (XXXX Syndrome) PER Ve TR OB et RIS AN IS RS EIBBIISID BTV RSP PSR RTY
XXXXX &= =8 ,ﬂE (65X % S ﬁE , penta X Syndrome) A Y NI
XO é/%n ,(IE (Turner &g%:lj ,[E, Turner Syndrome) S T T
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(39)

De Lange L4248 fiF (Cornelia de Lange %45 & fE, Brachmann-de Lange — G255 fE)



Rubinstein-Taybi F&ZE41F R B D)
Russell-Silver FRZZ & (Silver FLZEAHE)  sevrmerrevremesmntieneiciinnnisnanienne (4 2)
YRR G B AE (Mulibrey nanism £5 51, Perheentupa [X syndrome) ,:e+-e (43)
Dubowitz EE:—anﬂE -.,, (44)
Bloom [ELEAAE  «ervrererseereresssestsrunesssueesiessnstseanans snsassstesnssneeassiananesss (45 )
T 1 HhiLh G E (De Sanctis-Cacchione (G4 5 F, xerodermic idiocy syndrome) . '

Johanson-Blizzard E&.éﬁ:%ﬁ[‘: L T L T T TR TR P P P PP - Y 2D
Seckel [GLIAYE  -rreveeseosesnsaee .- .- ceserenrnsncerenesrenieneeee (4 8 )
Hallermann-Streiff [C&F &1 (J‘—ﬁ{iﬂﬁp)ji‘gxﬁﬁéﬁjiﬁ l\,,‘ FE)  eeeeerees (49)

Smith-Lemli-Opitz EE TIZI’EE tresiesesseritsasssescesncasssssestnassasnarenssssscss (5 ()

Williams E&%: ﬁE eedsseseteeistettaiiinetstnatitastsartennttsattcsncsosraansrsecensessosnss (5] )
Noonan RZESHE (Turner FELES1E, Turner-like syndrome) — eeseererrseccrcsercee (53 )
Aarskog 5 B T P I G- I

G ILE B2 S5 1E (Robinow [KZESE, fetal face syndrome) secesssseceerasssessaees (55 )

Opitz REZZAIE (RIEFEIRIE FTRLEGIE) weeverrerrersessenstiacsimeanisrnieacinces (56)
Opitz-Frias [G£E-&1fF (G ZE51E) T -

H &k (pmgeria's}mdromé;, Hutchinson-Gilford GZE-GE)  ersseecererecsse (58 )
Werner % TcxﬂE T s S G- XD
Cockayne [& %2 mﬂE treereseerentenresenaeetonsnnnsasensesusnssasnsesrssssassenes { 6 0 )

T @E{Bj&ﬁ@ﬁ (Rothmund-Thomson [GLEEJE)  eeerererarsmreaenacccicriancenss (61)

M X &8 1E (Gillian Turner [QRY X E81E j]{EE—Fi?A{IE, Gillian Turner-type

X-linked mental deficiency syndrome) — «---eceeceeees .. ( 63)
MRtk B AR S 1E (Sotos [REEH{E, cerebral gigantism syndrome) --s-eeeeeee c (B 4)
Weaver FREZ A +oereersnnreserssrsnsussseaseseesoessnsnscnnsessosissssensisnsssnsssnnsease (6 4 )
Marshall-Smith EE%%{[E catsetestansersrnneransnncenaionssiesiattsarssnssasnssrsnsasrsacesser { G 5 )
B-E-5-EAZESIE (Beckwith-Wiedemann (K45 5k, exomphalos-macroglossa-

gigantism syndrome) eteveterssssseetsattsats st sctuerrarrrnrantennssassrencssnsasasasancscss ( G G )

Se RFABENLE AL FEFI4E (amyoplasia congenita distuptive sequence “ L7t



KYEH”, 5‘63&‘&5’&%‘%%% HJLM%?’?TE’I}K ERHEXY

ﬂm]%ﬂgm%%ﬁ (dlstal arthrogryp(sls Syndrome) NP RS KRNI AL ERE RIS LIRR NI B S ( 6 9 )
Pena-Shokeir [CZESfE 1 B (Pena-Shokeir I syndrome) cesscenienicianaienienanee (70)

Pena-Shokeir K& G4 1 &l [j{ﬂ'ﬁ BR-TH -5 %% (COES) % 4 1E, Pena-Shokeir

I syndrome] seeereccceecces aee vesoerans resessncnnaassacansncenacnsas (7 ] )
Meckel-Gruber E-GME (iR, AIEZER, Meckel-Gruber syndrome)  «e«+:- (72)
X-E P BUKLGE S HE (X-linked hydrocephalus syndrome) se«ssesessssessceescennanes (7 3 )
T E E Fe &7 S {E (Lissencephaly syndrome, Miller-Dieker FGEEFE)  roeereere (74)
Sjogren-Larsson [G4E&4E -+ S P N O 2D
Marinesco-Sjogren [ 458 1E (Marmesco-Sjc'Sgren syndrome)  sessescsesrisenrisiecis (76)
HFERiF-EHALED EKQ?‘A{E (Louis-Bar EE% &fiF, ataxia-telangiectasia

SYNArome)  seeesensssscsserens e setrrsrsanrreisesssrnsesasrsecssrrnsansnane (7 6 )
Menkes G456 4E (Menkes Eﬁﬁﬁé‘%%ﬁﬁ, Menkes kinky hair syndrome)  seeee- (77)

Prader-Willi E&?g‘%ﬁf (Prader-Willi syndrome) cseeseeressrcsnsrcricasaacsseciaccaces (7 8)
Cohen EE%%%ﬁE (Cohen Syndrome) eseesseresesorossrncciineiaratenineeentocnceniaees (7 9)
-FF- 42 & 1E (Zellweger [ 2%-& {E, cerbro-hepato-renal syndrome) «seseceseeee (8 1)
BR-fi- B 45 & (Lowe R4S 4E, oculo-cerebro-renal syndrome) — secerssesceeees (8 1)
1/ ! ﬂﬁ#ﬁ]‘ﬁéﬁé fif (Freeman-Sheldon [G4E& ik, whistling face syndrome)

Steinert E&%%ﬁ WLEE B 4% & 1E (Steinert myotonic dystrophy syndrome,

Steinert [CLZAME, FYEHERLIRT)  eevereeerereresereresmmnaninioinninnenneess (8 3)
Schwartz E&%%ﬁ (Schwartz syndrome) sescetasrccateccsnnrtarsnctccessncrasranessnsces ( 8 5 )

Hecht fC4EEE (FXRENBHERIELESIE, trismus pseudocamptodactyly
Syndrome) P06 000 G PP S0 UdPadlB EER BIPRS00 REBSIP NI $00 SRR ISARINTINTERN NP RRPIRNPIGCYIITO ( 8 6 )

Moebius EE{“;ME (Moebilus SEqUENCE) sessrsssscrssenstasocncaanans creesresenes (8 6)
B BB /NGE S TE  (blepharophimosis syndrome, ziﬁﬁﬁﬂﬁﬁa’j{d\g? FE)  eeeeen (88)
Robin [&FF|{F (Robin sequence, Pierre-Robin syndrome) — seseerecmessreecrccsesse (89 )
BELFEFIME (Cleft lip SEQUENCE)  sesressersansersssrancecsirasscscnisensicesresssaacanes (8 Q)
B E-BREEJE (Van Der Woude RERA 1L, lip pit-cleft syndfome) +eseeees (90)
BORERYFEIE (A FEPRLSIE, frontonasal dysplasia sequence) — =eees (91)
PR T 22 S 1E (Fraser [R4ES1E, cryptophthalmos syndrome) se=weeesteceseeces (9 2)
Melnick-Fraser FKZ251F (E-H-'F (BOR) Q‘E’%ﬁEj B N G- I D)
Waardenburg [RZES1E 1 @ﬂ] X crevesaretrrraansenasatasasnanes ceens (95)

THHWEETAREIE (Treacher-Collins FG45& 1, Franceschetti-Klein K455 1E)




AR TR AT errrerereesressesmssisesesemssesssesassessesnnesseens (9 7 )
Miller FC4E & (BHSHH B A B ALLZE81FE, postaxial acrofacial dysostosis

SyNArome)  wesveseesseans v B R & T B
Nager [CZE S {E (Nager [RHEIHE A B AL EHE, Nager acrofacial dysostosis

syndrome)  seecsceeeeseens . N G LD
Townes K& 1E - S S S G L D)

-m-45 (Bb) 281 (OFD 44 4E 1 &, oral-facial-digital syndrome)  «eee (100)
Mohr [CLEGIE (OFD ZEGAE T Bl) vevevervircrerericnrcaiesererenciecissisnsisasancess (102)
AR~ 2554 (Shptintzen PR SfE)  «eeevreverremrrorensmsanrnnrerrarseasanneses (102)
Ruvalcaba K454 S IE svovrverensenrsriiiiiiiiiiitiiiiiiiiaiiiiniiieticeestttisciisencnicencases (104)
Mietens [REEEIE =oreeresererrmerertistiertsetuiuenniienisiesesrninesisssvasanisscescsces (105)
AR - ZF- #‘ EEJL‘J 452 1F (oculodentodigital syndrome, ff- 5,]: i (B Z’iﬁ

EZ - 5“‘ [Ejj;j LE G {E (Taybi ERZEE1E, oto-palato-digital syndrome)  sesseseee (107)
Coffin-Lowry [&%F uﬁE sessesssnatsattasistsattitttesttatnitetietaititeanecseaniosnsaccncnes (108
Stickler [REESIE GREYEITT-BRS, hereditary arthro-ophthalmopathy) — =«see (109)
Larsen FEZERIE coreseseereesrtntntiimmmtiiieineneietanrarsseessrresneorsssssnnsssasennnnse (110)
Langer-Giedion (X4 fE (Langer-Giedion [GRIE k-B-5 (BF) B4E41E)
ER-B-1 BI) BLEEIE (tricho-rhino-phalangeal syndrome)  ssssessersssseeass (112)

Big (AL SMNEEREALBERLESME (ectrodactyly-ectodermal
dysplasia -clefting syndrome, EEC Syndrome) seseraurtscicissctirasensorrirarnserinaces (] ] 3

ML E R E AR Hay-Wells (42§ fFE (Hay-Wells syndrome of ectodermal

dysplasia, RAOHE SMERR T RS- BEATE, AECHATE) werreesrrreens (114)
Roberts RGFEAE URYER VA (BAIZURIER) ZFE1E, @RB-BE®-BIE

M EWLE S HE, pseudothalidomide syndrome, hypomelia-hypotrichosis-facial

hemangioma Syndromej eeeeserecttarn et e PrEase IS PRI IS SN RO SRS ST RIB SRS TEN NS BES HES S0e ( 1 ]_5)

%jL:"p* ﬁ%ﬂﬁﬁj@i%ﬁ%% cerersinsecettatistttetaeititatietintntaiecntttncsansecscass (]]6)
Poland EEJ“‘&‘[J{EE (Poland sequence) cesesesesscenencns ee e cerssecescsiacenieses (116)

JEBELE-S1E (popliteal web syndrome, ﬁﬁiﬁ%& EB LSk, facial-
genito-popliteal syndrome)  sesessessnreases . tererseneranseieannnencnenes (117)
Escobar [REESIE (HAYERR¥E R 456 1E, multiple ptertygium syndrome) -+ (118)
B AR 45 k- 5 BELE 4 IF  (limb reduction-ichthyosis syndrome) sssssessssecssersencsnes (119)

BEREE AN R MAL S (femoral hypoplasia-unusual facies syndrome)
BEA BP0 ARS8 200000 B08 048 GEP PP RGP PO RN PET RO NERDAREROE RESD ey .....l. [ AX R AR NN TR NEENEE NN NN NY Y] ( I 2 0 )

Holt-Oram [GELE S 1E GU-BiZE S 1E, cardiac-limb syndrome)  sseesessrresscasecnee (121)




Fanconi &4 41D 45-E{E (Fanconi pancytopenia syndrome) — ssececsensscsss (122)
BEREAE-I/MRBEESTE (TAR ZE61E, radial aplasia-

thromboCytopenia SYNATOME)  s++es-sssseesesssssrnarsorasssasasssasssssasssssssceasssssneoss (123)
Aase [REESTE L L IR TL R (124)

z%#j’ﬁ%%ﬁ (polysyndacty]y Syndrome) eteasevetontact s bt thn besuse et et san et (125)

4 BHBRERRE oo et (126)
%%%Jﬁmé%%ﬁ (achondrogenesis Syndrome) sesecsessseesetacsiorcrnssscsntsnnes {126)
Grebe EE?FA’@E creveserrrsncreveraroranasencs .. . T S I G

{EFE2E kﬁ“ﬂi%% fE (CBFLYELRBAE » thanatophoric dysplasia syndrome)
e rertetinsereisrnsnrsenraensenareraearavsansssances (1 28)
Jeune E&ﬂﬁ]lﬁ ZEWESIE (EEHK ﬁ%ﬁi, Jeune thoracic. dystrophy

syndrome, asphyxiating thoracic dyStrophy)  ++sesssssssesssoscascassassossrossssasessases (129)
BHES RS FRESH (camptomelic dysplasia syndrome)  sseeesseeseesnsancaeeres (131)
%G RERLLAIE (achondroplasia syndrome) — eesessesecerasssscssessseesresenese (132)
KEEEFBETESIE (hypochondroplasia syndrome) «ee-sesessssscssressocnascananess (134)
BHREETAHHHE LT AR (SED) ££G1E (pseudoachondroplastic

ses XYY s rssesem s eesrrn

Spondyloeplphyseal dysplaia Syndrome) G086 AL EEL SEN LI LB UL SES OSSO RSP IES RSB RO S (135)
Ji& ot q”lﬁlyiﬁq‘ REr gL (Hﬁfﬁq’lﬁ] H:1k#%, acromesomelic dysplasia syndrome)

Fe KB 7;:%‘7{: B &EE 1k (spondyloepiphyseal dysplasia congenita syndrome)

Kniest & l:!'ﬁE B T T T TR T TR Pereeectisatcacoatorcacebaranriatatatateanatee nus (139)
Kozlowski [RHEHETHiMA T ARG SIE

(Kozlowski spondylometaphyseal dysplasia syndrome) ssesecesncisesrcresansrncacasesss (140)
@:ﬂ’ 'E!”Z‘iﬁ‘T a%AﬁE (’I}E’m‘ﬁéﬁ% iE, metatropic dysplasia syndrome)

.o . Gecciosencecvasnsn i - - sevan e nes (141)
Ellis-van Creveld (K £5-81F (iﬂ(‘m'#l\ﬂl:}ZEETE 44, chondroectodermal
dysplaSIa Syndrome) csessasnseensens o sesssssssnen ctserevsriren PR ( 142 )

FRERRLZESIE (diastrophic dysplasia syndrome, W TR LR A AE
dlastrophlc NANISI SYNAIOME)  ++seessssessrsasssrsnsssessnsserssensssnenssersassorsansarsans ( 143)
X E8 ﬁﬁﬁmﬁkﬁ‘xﬁﬁ*ﬁﬁl{ (X-linked spondyloepiphyseal dysplasia

SYNATOME)  +sssnsessonsosssnesterussssseeurtornsesrmoseesssonssnnsensasnnnassasnsesssnananes (144)
Z%h Vtﬂ%kﬁf B 424 1E (multiple epiphyseal dysplasia syndrome) sesesse=esee (145)
Schmid TR EXEREARLESIE (Schmid metaphyseal chondrodysplasia

syndrome, %%%%kgz‘é Schmid-Bl) ceresecernciscreraricesercsienienneceaeeeees (146)
KE-EERBEAZGEIE (Mckusick EE:F@E%E'K'E'ZEE’Z: B&GS1E,

cartilege-hair hypoplasia syndrome) — recerecoscscnsesecn. .- seesvenssesineeses (147)




Conradi-Hinermann (R & (RKBAEARFREKBHER,
chondrodysplasia punctata, AD) - see
BEAMAERKEEATARLZSAL (thizomelic chondrodysplasia punctata syndrome,
m,{kﬁ k%jr E%ﬁﬂjﬁimﬂ) meeesests st arnsereneerr st sneerare nraaes sosase s
X 9 {5 B 88 M AE VE R B8AR  (X-linked spondyloepiphyseal dysplasia syndrome,
A 2 D YA %5, vitamin D-resistant rickets) -
BiE-$f4EED i@&iﬁfﬁ]%fﬁ (pseudo-Vitamin D deficiency rickets) — see=eresecee
Kenny [R4FE e eseeteensennate st nts nsonsarasanatasesestotnars ot ety AR Teroonnre osans
ﬁ@;@ﬁ%%% & ﬁE (hypophosphatasia syndrome) B Y T Y e P
Hajdu-Cheney [R45&1FE (Cheney REESIE, BibE RIBEMG S, XTW-Fii-
BT ALY teereesnrestosusses snras pas sen nenbnsaes senss tor e po nt ey esuses

ik —'Fﬁ}ﬁifﬁ?jﬁ]‘ Eéﬁ’- ﬁE (craniometaphyseal dysplasia syndrome) — sesseeesssee
HETHREEEA E,,T 4 ﬁE (frontometaphyseal dysplasia syndrome) esrseteseces
Pyle [k FHEis KB AL LEESIE (Pyle [G%5, Pylemetaphyseal dysplasia syndrome)

(RN A R N N N L N N R N L N I Y Y R ALY Y Y]

%-I—-—."ﬁ‘ %ﬁ%ﬁg‘z{alﬁéﬁ%@ﬂg% A
Albers-Schonberg [CLESIE (ZEHFREILIE)  -overeememrrrmrmmeareneenminaca.,
AL YEB 45 & F (Sclerosteosis SyNdrome) — «ssessecessecaesectiociacactanrcnnsessonann
Maroteaux-Lamy Eﬁﬁ(lﬁ’m’kﬁx LA E (Maroteaux-Lamy pyknodysostosis
SYNdrome)  eseessreceeerencecicne trreeasessitenes et rsacenesttancantn es ranssansonenas
BEAEREARLGEAE (cleidocranial dysostosis syndrome) — »r»ssssseerescerenses

%—,—:“—%‘ ﬁﬁ% Iﬁ& ‘%ﬁgg T T R LI T T P R PP PR P L PR TP P
Seathre-Chotzen LS HE (4L I 35H7E T A, acrocephalosyndactyly, type H )

.e e .o ve ® eey ysenessnr brssecons the o nenbubbevase

Pfeiffer [C4E & 4F (Pfeiffer [CRIZSLIHFEWFIE ., Pfeiffer acrocephalosyndactyly)

semsarsssernase caseee LX) LR 2P C PRSPPI RO LS P PRI FOT EEN AR NCO BN AN TR RIS AR

Carpenter E&%%ﬁE 4o s s eraorsere aERes0sttons esnseesencrs attaee see st st sas sanassecebnananbes
Apert FolE B (AR FHEAGIG) =rrveerseerrneesressenerotassemssstasesssstnsseassanassnsns
Crouzon [RZESHE (FEIB R B L) reererrrereesatiiiiaicnaen

L]
.
*
»
.
L]
.
.

%""E—P ﬁ*&’%%a{]ﬁﬁxa% g
ZEEB VRS54 ME (multiple synostosis syndrome, ThﬁéjaﬁA BEEIE,
synphalangism syndrome)  ssssesecsssasnencane T S DS
ERYEIMEFIG S (THIREELE, %Eﬁﬁ W LE Sk, multipe

exostoses syndrome, diaphyseal aclasis, external chondromatosis syndrome)

IS e NP PR B NN PN P C R NP RS S PN P I R E ERE PIP NI TR PP RIS TRE RN SCT RS

- (148)

(149)
(150)
(1562)
(152)
(153)
- (154)
(155)
(156)
(157)
(158)
(158)

(159)

(160)
(161)

(162)
(162)
(164)
(165)
(166)
(167)

(168)

(168)

(170)



TEH-RFESIE G- EF'Z{%‘PFE , nail-patella syndrome) eesecsseeees (171)
. Leri-Weill Eﬁﬂ%ﬂzkﬁﬁﬁ (Leri-Weill dyschondrosteosis syndrome)

Langer [X }]‘!y:l:FlﬁIS EBABLGESIE (Langer mesomelic dysplasia syndrome, Zfi-& /Y

Leri-Weill fQ8E %iﬁﬁﬁ% OfIE)  eevecmcrncccisiiiiitaiiiicietiiaicineciieiiennes (174)
BB RBALLESTE (actodysostosis SYNdome)  sesessseseasesseasasenassessiecnss (175)

Albright FGR B RAFTFALGEIE (BEFRFBBRULERER, BERERR

L HLEEIE , Albright hereditary osteodystrophy syndrome) — seseserescescencennse (176)

E ﬂﬁ?‘é‘%%ﬁ (brachydactyly syndrome, type E) ... (177)

Weill-Marchesani [C4ERE  (FETE-BRIE S k4R &4, brachydactyly-

spherophakia Syndrome) Cievesiessennnes certecenane cessensantnsarasessaaes (178)

Beals [§H- Zv‘;ﬁf B 46 1E (Beals auriculo-osteodysplasia syndrome) — =+»eeses (179)

WA HISITFAE T & (generalized gangliosidosis syndrome, type 1, =%
BULE, Catfey [BHE Hurler KA AT, FHHENEARBRTIBE e (180)
EEASVLARAE T ) (mucolipidosis T, Leroy [G 1 -ZBIESGIE) o e-esseereoseacenee (181)
#E ST BIRE 1 Bl (mucopolysaccharidosis 1 , Hurler [REEEE)  weeereceeernese (183)
Hutler-Scheie EEEAﬁ fIE  ceecescnimiiniiiiiiiiiiiaiineias cesassssacscersnascseasense (184)
2 BEUTAE VA (mucopolysaccharidosis V , Scheie EE%%ﬁE)' sresessciseeens (185)
b R YTBUE WA (mucolipidosis W , {4k Hurler FRZEAJE) +woreeseesseseasrncas (186)
ﬁgﬁﬁfﬂﬁwﬂ Emucopolysaccharldosns\l[ Maroteaux-Lamy &#ﬁg%miﬂi
(hRERD) - cersereserrrersnrreses - (186)
ﬁg%ﬂfﬂﬁlﬁﬁ (mucopolysaccharidosis T , Hunter [GZEGTE)  =ecverevreeees (187)
¥ 2T AAE VA (mucopolysaccharidosis IV, Morquio [REEGE) soeveeceeverser (188)
LB AAEMA JZ 1B (mucopolysaccharidosis B A and H B, Sanfilippo [X -
GFETMEARI R BRI) ccocrenitirnaiiiiiiriicntienneircrnciicensonccnsnescsssncsscasess (189)

ﬂ]%ﬁé*b (E:I.IZ) g}:AﬁE (Marfan EE% fE)  reercrecrriiissictettiiientscinieeneee (190)
Beals EE;%%[[E (Beals FCZESE LMWk FEFE RE 25 & 1E, Beals contractural

arachnodactyly syndrome)  s--+ss-seeessses T O L D B
ﬁﬂ%ﬁ@ﬁ,ﬁgﬁ (homocystinuria syndrome)  essssectserecscorescncioneosierrncne (192)
HITEFTTEBTAEIE (progressive diaphyseal dysplasia, Camurati-Engelmann
o o ST IR G T K
Ehlers-Danlos [ 45-SfE feetsetmeeeseseeestseteeeteeerenneantnsinosrenoernnnsnnnanessinare (194)
WEAALL ST 1 Bl (osteogenesis imperfecta syndrome, type 1, & HJufafk
BB BB R4 SE, Lobstein [REE) «oveeereserersrsesmmsnnuinemans (196)



BB R4 OE 1 % (osteogenesis imperfecta syndrome, type H ,
5‘53&&)&"17&”%, Vrolik [R¥) cesesessssssessasssestesansnenssasnssanssnsennaseceaneres ( [97)

X EUMEGHEEBTRNBLEE (fibrodysplasia ossificans congenita
Syndrome) eessrncsssrnann A (198)

ST EEAREHIEIR oveereer e ereerersssenaresieesensssnecsenenisnsressecsseeasenees (199)
Sturge-Weber [CJFFJE  socereecrceererrerericitntrrsctnrecrncssnssnssenncnaiienens (199)
WEFREAEIEFHIE (neurocutaneous melanosis sequence)  swseseceesseses (200)
220K B Je IR £ FF ¥ 4E . (linear sebaceous nevus sequence, ﬁfﬁﬁtﬁﬂﬁﬁ,
jadassohn [CRZEHRTESE)  erceceesrossasonnianee tevesssasaanes sersnescnnnss (201)
o ERBLEESTE (incontinentia pigmenti syndrome, Bloch-Sulzberger EE%%E)

renavannesamhacearean temmancatesos s sa . e (202)
Ito EE%@?H}E%% fiE (hypomelanosis of Ito syndrome, H}ﬁ@,ﬁ@,?ﬁeﬁ‘iﬁé,
incontinentia pigmentosa achromiaus) sseeeceresesstectnvecncans sevesasenrecaes (203)
&Bﬂiﬁ{tiﬁ’; fif (tuberous sclerosis syndrome, F7 ¥, adenoma

sebaceum) teewtetesnssssnsetreenen setessrtenneranenoessrsarasarseenensensesarosassacaases ( 204)

MBI HRELESIE (neurofibromatosis syndrome) serstsseescadiene e nencareees (205)

McCune-Albright G424 1F (BEYELF4EVEF 4, osteitis fibrosa cystica) «-«e-esesee (207)

Von Hipple-Lindau [GLEGE  cececrereeresecescusstisiistssissassinasncsisastsrsacecancesse (208)

Klippel-Trenaunay-Weber EE—mnﬁE"""' (209

Maffucci K454 {F .............. (210)

Bk B L& 1F (osteochondromatosis syndrome, Ollier FG¥HG, PAEYEEKER)

Peutz-Jeghers FCAE A seeveersertermtomnntiituiienieitoirmnatancereecasnnanencsianee (212-)

Ruvalcaba-Myhre [GLEG{IE «eoseerrrersrasanciameciccintercrerarsonticcensiseicescanieces (213)

Gatrdner EE%%{E . ' cemcerasasass cemceceneenes (213)

B B T R EA T (Osler &mm&%ﬁﬂm%#'&'&ﬁ, Oster

hemorrhagic telangiectasia syndrome) se-sseeseceacces R enere

ZREMBMLEESIE (multiple neuroma syndrome, zkﬁmﬁ}%ﬁ, multip

serwesn vee . -

e (214)
le
endocrinopathies) esssssnsasesrsnee e coeven tessresanasenenie b . .
FIEHPEE (8) %5 1F (basal cell nevus (carcinoma) syndrome, Gorlin
R&E44E)) ettt eteteetenneeneens eeesanentana_. b, bh.ate ranareaesbessesentareteneeneranents (215)
£ E‘&%ﬁﬁf,@?AﬁE (multiple lentigines syndrome, LEOPARD ZZ&fE)  «=-+er (216)
Goltz Fo4%41E -- TN ¢ VD |
%iﬁﬁﬂg]:ﬁ%ﬁ‘ﬁ (dyskeratosis congenita syndrome)  sescessscsecseraceceress (218)

B LA SRR B BRI cvrerrrrreressrsesieemneimasesssanssssnsnsesacesseseesse (220)
CHFAINEE R B AR B4ES1E (hypohidrotic ectodermal dysplasia syndrome)



'ﬁ‘ﬁ%ﬁﬁﬂs’*’l &Jﬁ%ﬂ"‘ﬂ‘ HAMER R EFARLGSME (autosomal recessnvc;

hypohidrotic ectodermal dysplasia syndrome) --sesseeeeeces

Rapp-Hodgkin [RAMEE R FARLEL (DT Eﬁ’l‘ﬂlfékﬁ‘ﬂ”é ’%’ %’é@.ﬁi

Y e D I T >
L E-Fih-FLEETE (tricho-dento-osseoussyndrome, TDO 458 ﬁE)
SeRMEFE (b)) HAREZESAE (pachyonychia congenita syndrome) »e---
BREHEEEHEBSESIE (pachydermoperiostosis syndrome )

BB THLEESIE (xeroderma pigmentosa syndrome)

Senter (R4FEHE

« (220)

(221)

- (221)
- (222)
- (223)
- (224)
- (225)
« (225)

Hﬁ}bﬁﬁq’ﬁ%%ﬁ (fetal alcohol syndrome) Sesssasesssacessesstesssuas st atsane o

%)L%%ﬁﬁ'ﬁ%%ﬁ (BB ILZ. I BEBRZE &4k, fetal hydantoin syndrome)
B L= MRS IE (fetal trimethadione syndrome) «essesesecessecseanecse

AL A i :
Be LAY S8R E (fetal warfarin syndrome, watfarin in embryopathy) e
B LB FE MBI (fetal aminopterin effects)  «r-ssesersserreovercssrevenss

(226)
(226>
(227)

cees (228)

%)Lm%%%ﬂ (fetal rubella Syndrome) BEG AEE L ABE A EGLSEN LB BLL RIS DEEBEL GG

B JLHHZERBUN  (fetal methyl mercury effects) secersessesssesascrtaneesasasronsnans
Ba JL KRS RR UL (fetal varicella effects) resseesesessssssseorsasorsnsssnrnnnuersnsens
BILEAMSRE (CMV) Bz & 1E (fetal cytomagalovirus syndrome) seseess
B LB AR i B U456 fE  (fetal herpes simplex syndrome) — sesecescsacecunne
B LB BRI S (fetal toxoplasmosis SyNdrome) sesssessssssssesesaseansaeens

Re JLERBRAIRE Y (ML YETETTNE, fetal iodine deficiency effects, endemic

Cretinism) eeeeeeresceeascncs eee

BEERMRIEE (PKU) X JLIZL Y (maternal PKU fetal effects) =+----

------

ERGES IR -

%+n——%‘ %%%% A-ouuioo--cn--.oo--Qo-o-oo--a.---.-.-bt--.o.--.‘.-a..o--o;---.a

Coffin-Siris &%%ﬁ‘i Lescstacsetenstsosn basstbannbtontdbonts

(229)
(230>
(231)

+ (233)
- (234)
- (235)
- (236)
- (236)

(237)
(238)
(239)

(240)

ceee (240)

BOrJeSOn-—FOrSSman—Lehmann &%%ﬁ S 0B s N0 S S0B LIS 0N N0 PSS 0IRER PN NINAIP ARG NETRERTERY

Melnick_Needles EE%A eeusasstsesar st ary oo ruravenes nas euea
-~ (243)

Laurence Moon Bledl &ﬁn ﬁ wed et massssasasessaahrs et sacassas .

Rieger [GERBFHE F4{E (Rieger eye malformatxon sequence , H{Iﬁ#ﬁﬁl BHAE

T, BIERRTERG) ceeererrrernrersesiemsianssmnassanessessnns .

Rleger &ﬁ =] ,ﬁE B T T LI T
- (245)

- (246)

i-Bh- T 8i4EE Ak (cerebro-costo-mandibular syndrome)
j o
archo-Levin [KEGHE CBEHEMEL X H A2 4E, spondylothoracic dysplasia)

(241)
(242)

(244)
(244)



BRI SR S AE (leprechaunism syndrome, Donohue [QZEEE)  «osrerercrcsccees (247)
Berardinelli EEH BEGE A (BB E = AB, generalized lipodystrophy)
Hﬁk&% fﬁEﬂ)‘KH[P,,a- &fiF  (distichiasis-lymphedema syndrome) — »eseesarseeess ovennes (249)
Fabry [G45&1iF (Anderson-Fabry %%, WRIEWE:INAE }ﬁ?ﬁ, anglokeratoma

COTpOTiS dIffusum) o+ sesssesesnss veeeee (250)
Riley-Day £ &1k (%)ﬁﬁ@jﬁﬁi%mb‘éﬁiﬁﬁ, familial dysautoromia) - (251)
Schwachman EE% ik -- sessssetessestssrnrssansssnreanrenee (252)
Wiskott-Aldrich EE%An‘ﬁE" (252)
Chédiak-Higashi FoZR A flE  eeeeoreresmmsrttiiaminineniiiiiineitiececnstnscnssseanceecsenes (253)

o SUREBIE - tosssiresenetnrmsetetesrissentrancnsenceesessansonseeceassree ( 253)

JRMUJEFUAE (12terality SEQUENCES) +osessssesesssesassssarsersasssseersassanesasssesesssssns (253)
Kartagener EE?;%%@E (255)
P2 HIE (holoprosencephaly sequence) — =ereescecceseess seesesee (255)
ARRIZL . . RUEREEFIE (RRBRE- #%‘é‘ﬁﬂ"ﬁﬁ,
meningomyelocele, anencephaly, iniencephaly sequences) sesesacccenee sese (256)
KavE ¥ M BE HE AL FFIME (occult spinal dysraphism sequence, ﬁ?&
FREFTE 7 5I{E, tethered cord malformation sequence) =-«-eeessseeees e« (257)
FIR-IR R E A B FFIE (septo-optic dysplasia sequence)  seeeesrescasaces aee (258)

76 R B B BR Dh 8BS T JF FIME (athyrotic hypothyroidism sequence FH R

THEBIE T EFIAE)  eveveevereoncaanes -s (259)
DiGeotge FEJFEFULE +woveeerrssrreeersmrsrnnretinniieiniiiseensssnsniisseessessnnes (260)
Klippel-Feil [GEFIHE  =evcreeerereererrotmtinienianiiinciiamciniiceciinciecnncesss (260)
TR M EHZEFH{E (ugular lymphatic obstruction sequence) sseeeesesssescecceces (261)
BRAREHZFFE (early urethral obstruction sequence) — =s-sscvsezessteveaccene (262)
B e ANEH EHIME  (exstrophy of bladder sequence) — seesssssessssscssessesssoisassasnens (263)
MR RS SNEIEFUAE (exstrophy of Cloaca SEQUENCES)  ssrversesssesresessssarenssarnnes ( 263)
Rokitansky E{:r‘";‘ﬂﬂE testrrsnecsncssncnns sresescnecienacncssttansrscsananrienasnrncesess (264)
FIKF D FEHNGE (Potter [REEG1E, oligohydramnios sequence)  ceeseesescrcceseee (265)

NBAKFFHIE (sirenomelia sequence, FEiR{L4EE&E, caudal regression syndrome)
eees (°266)

Q@iﬁﬁ%mﬁ%%ﬁ (early amnion rupture SPECtrum) escesscscstsasscrosccccecsscas (266)
H-H-SHIEE (facio-auriculo-vertebral spectrum)  -ecseessevssveramssscaccsnees (269)
T 5 B AR FH B Wy JE 4 (facial-limb disruptive spectrum, /N&-Hr38RBELES 1,
FERULE-LHEGESE, FBRIXTRES ST, Moebius [REFFIE,



Charlie M. [RZES1E)

BN 4 FIZE A8 (monozygotic (MZ) twinning and structural defects)
B PISiGF ELRIBSTE (MZ twins and early malformation) sseeesesseseseess

ﬁﬁiﬂﬂﬁ (conjoined twins)

BRI RE X L4 471K (placental vascular shunts in MZ twins)‘
K-Sk A T RIS BG REL T JE FI4E (artery-artery twin disruption sequence)
BN K-8 Bk 5> LRI DURG 47 P FUAE  (artery-vein twin transfusion sequence).
HPXEE RN —IBE T I & FE (complications in an MZ twin from the

in-utero death of the co-twin) sseeeccsacicsaeas

- (270)

------

(270)
(271)

- (272)
- (272)

(272)
(273)

- (273)

B T ZRHEELLE ererrererrenreseteeriecieaitiieiistee s siaeassrasresearesne e ses
VATER B&1E (VATER association)

MURCS EEGTE (MURCS association)

CHARGE 5 fF (CHARGE association) se-es-seseeeees eveseasaaes
FEE KEFE. %‘J'Ji'lﬁ&l‘ﬁ 9@?%53 ﬂ‘i?ﬁﬁﬁﬁ%%%?ﬁlﬁ%

BHJJ‘ H%ﬁlﬁﬁ

5 ) 2 ﬁ%‘ﬁﬁgﬁﬁﬁw.mmmmmmmmmmmmmmm“mmmm"
- BHE ﬁjj\mﬁi% et et eesatn nne e banase e ureerten tasnee ond aneees s aievre e ntetie s een e renae

(274)

- (274)
- (275)

HXE JURAYIE U ARHELL wovevreveereereresesersssssesesssaessessssesatesissenasesanssans

- (276)

- (279)
+ (293)

(302)
(311)
(318)
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BEREOLE. XA BHFIT KL, #ﬁ%*ki*%ik%ﬁT%ﬁﬂ%»%*
 BEERTUEENEAR SRS .

HHEIL 0. THHIZREE S, A — 80 RIFFRISGEAE, M ZETR e SB U E
BEBUS M/ ILEEW, DRI BEE G NSERRLER.

ISESE &3 gk R

L BEFHAEAL BANTRBESEINREPEARURETHEE. BYRSE
NAFEREE . 3R AR IAES, FEORRRE. o, HAEKE. FE
JLEMEEMERERRETHNES, ABREELT, FMEELABHRY, X
EEIFRAMEFHE, TR, NSEHRE, MBRERRERPDXERE -FHEEHE
MREE ., EAEPHEYERR AXER B m . KA -FAREERE, F5ETHIH
KU FKER TR AP, XNREEXNIERETAENL, R ERBRFYE
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2. RRAMBFGUIMBEZGRFIHNLADEUT G FA .

(D BEHF—TRERESREF LU

FAEA RS, T2 RESBAE 1L, AEEFTUAEX AT RYE —ERREER
—A R AT, EXNEZEHTRMEEFEEZM, BEEMERKEAEERX
FhEREE .

BB & e b o R e e

/\

4 L R

/N /N

BIREN WIS R B LR R R A &

1 FIWERREF—THEMEHRARE N LG ZTIIRY—RARREHERFERNER

(2) REBHFSWREHHET R —REORER XN FIR S ERE
MR A A LR AT LA A AR 3 D ERE (A 2).

F—MBERBIE)FIE (B3, e —TREMHRRARERIR, REFER—&
Sk K SR BG B BT R PIR, WAERT R E, BRREW LR 1~5X,
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