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1. Abetalipoproteinemia syndrome
T ARG TE 1 LA T v v orreemavesenacene C (1)
2. Achondrogenesis IRBEERQ -rerrmerrenee (1)

3. Achondroplasia ZBETF RS oo

5. Acrocephalopolysyndactyly Type II

&%gﬁ%jﬁ(m}:)mﬁ% H?ﬂ .......................... (3)
6. Acrocephalopolysyndactyly Type III

3L BHEFE (M IGTE L B veooevvevnevmeeneeneens (3)
7. Acrocephalosyndactyly Type I

S (BEY BTG T B ovreeeeremnemnseneieiiniees (3)
8. Acrocephalosyndactyly Type Il :

3L 358 (R WG T B weoevenvenoenannanes - (4)
9, Acrocephalosyndactyly Type III

RT3 B LTINS V)
10,Acrocephalosyndactyly Type IV

R F G (R BETE I B vveeeeeemmnrnn e

Acrocephalopolysyndactyly Type I
2348 B (D WL T Bl errvrermmononanenens

11,Acrocephalosyndactyly Type V

12, Acrodermatitis enteropathica Gk

2)

(2>

(5)



13,
14,

15.

16.

17.
18.

19.

20,

21,
22,
23.
24,

25,

26,
27.

28,

B 5 vre e e e ene e

Acrofacial dysostosis of Weyers

Hf.‘ HEBAL (Weyers) ..........................

Acromesomelic dwarfism JEgBipEL

‘HE’H@%EE""' Casisensesererennretes s nnn

Acrorenal malformation syndrome

Adams-Stokes ‘ﬁEﬁ""““""""""“" vesresane

Addison EREessreeverrenreermeren s

Adrenogenital syndrome(Congenital)

MR, MBS EIERE (GERME) sereeererenenen

Afferent loop syndrome IT¥neRiA
Aglossia-adactylia syndrome HF——
GRS (E) e eveeeerereeemeemessesseeinenns

Albright’s hereditary osteodystrophy

Albright BEMEBEAEL oot

Alpha-l antitrypsin deficiency syndrome

a— 1 ﬁ%&ﬁﬁﬁﬁ&zﬂﬁ ..........................
A_lport "\ﬁEﬁ e vesutture annene sor et uen Bt eee 0 ta st BOa LS

Alveolar-capilary block syndrome

Amenorrhea-galactorrea syndrome

o 2 o

Cetsttasassessar Attt ansareans (6)
Acrodysostosis BEBERB ARG rreeer e

(6)

7

(7)

- (7)

(8)
(8)

(8)

- (9)

cervene (9)
Albright-Butler-Bloomberg 4FEFf----e-veeeree

(10)

< (10)

(11

(11)
(12)

(12)




29.

30.

31,

32,

33.

34.

35.

36.

37.

38,

39,

40,

41,

42,

Aminopterin-induced syndrome

SIS (AT BIBEAERE - coeeererereeeeeee (A3)

Aniridia-Wilms’ Tumor syndrome

%ME%‘ I%-&éﬁ]ﬂ@ﬁ,ﬁ[zﬁ ............................. (]3)
Anonychia-ectrodactyly syndrome

T BB TG — s RAEBR3E CBE) JEBE -+ verereveeeerens (14)
Anterior tibial syndrome JRRBJAERE----e a4
Aortic arch syndrome XEhkSERE - (14>

Aaortoiliac steal syndrome FFifk,

Aplasia cutis congenita syndrome

%i&&ﬁﬁgxéﬁﬁ ............................. s
Arachnodactyly(congenital contrac-tural)
syndrome  $kdR (Hb) B (B RMEZES

Arnold-Chiari JIEBEE-c-eererrenrsnvininn. (16)

Arteriohepatic dysplasia synd.r.ome ,

ﬁ]ﬂik» H%ﬁﬁﬁ‘ﬁ'ﬁﬁﬁ ............................. an
Arthrochalasis multiplex congenita

BTt 2 B e AT AR v vveeremrerenrreneenneneons an
Arthrogryposis syndrome

%ﬂﬁgﬂﬂ,’m{%‘é ......................................... - (18)
Asphyxiating thoracic dysplasia _
%‘E‘ﬁﬁﬂﬁﬁﬁﬁﬁ ................................... a)

Asplenia Syndrome FERRIE T eerereee e (19)




43,

44,

45,
46,
47,
48,
49.
50,

o1,
52.
53.
54,
55.
56,
57.
98,
99,

60.
61,
62,
63,
64.

. 4

Ataxia telangiectasia syndrome

%ZH]’%‘W?K’I’%E@J%%{E% ctravsenessssvarenenane

Auriculo-osteodysplasia syndrome

B, BRE REAERE e |

AJerza JEEEereeressorserermiarioie e e
Banti AEHBE cveeeeeereransronenreemenineeinennine i
s (21)
Barsony-Polgar R -eoreeeeaeernesennenenenns
Bartter fﬁEﬁ... cetursreavenes

Barrett ,ﬁEg;r e tnense et ara e

Basal cell nevus syndrome

B 1 SR ITTTITRRRRTIRS

Battered child syndrome j&JULAERE
Beckwith-Wiedemann fERE +oreerrersresseereees
Behcet JERE «reeereroveressssnerersnmesnsnmnsrssnonere.
Bernheim JERE oo oerererressrarerensiaencnenns
Besnier-Boeck-Schaumann {EFf --vrevee

Biemond fEZET BY ooomeeverevanee RRII
Biemond JEFE T T creveeereersrecememmnanic.
Bile plug syndrome JH{{ FHZEMEHE

Bird fancier’s lung syndrome

L B R E R o+ eveververeseerssrssmrassaresrnsenons
Bird-headed dwarfism S3LEEFEE -
Bland-White-Garland ﬁﬁ
Blind loop syndrome  BF#EAERE «evooere
Bloch-Sulzberger JERf e rrvreensnesemrorconiaenn
BLoOm R rereersereserseerererianenilvninsincesaes

ooooooooooo

19
(20)
(20}
@n

21

e (22)

(22)

(23)
(23)
(24)

e (24

(25)

e (26)

(26)

(26)

(26)

- (27

(27)

28)

(28)
(28)




65. Blue rubber-bleb nevus T fr# fiL5& & - (29)
66, Bobble-headed doll syndrome S
67. Boerha\éve :ﬁEﬁ P (30)
68. Book ,ﬁEa-_?f; S T T R PRI &: 11D
69. Bourneville-Pringle fEFferveereeeerians (30)
70, Brachymesodactylia-Nail dysplasia |

syndrome 4§ (MO BE——HGDH

BB AR ELAE B vvereeereren oo meinneseeiin s (31)
71. Bronchopulmonary dysplasia |
72. Brown-Sequard 7(1% - JLCRCERTPRTTRRERTIRILY iie s - (32)
73. Budd-Chiari JEJE «oeoeveeerrmereromeovemnsiimnsin ((32)
74, C syndrome of multiple congenital |

75,

76,

77.

78.
79.
30,
81.

(33)

anomalies &AL RMEITECAR - :
Caffey’s Infantile cortical hyperostosis

Caffey BRJLAFREFRHGLERE «-ooreremrrnreenreneee (33)
Calcinosis-Raynaud’s phenomeno-scle-

rodactyly-telangiectasia HERILE—

BWAF B ) B —BREY K GO
Calcinosis universalis - S |

L EPHERE R ULES e oovovvereereeonmnenensintns or (34)
Campomelic dwarfism RS oo (34)
Caplan JERE coveveervrmarnmonsnin i, ceee (35D
Carcinoid syndrome Z&IEMERE-~o-rvererreer (35)
Cardio-auditory syndrome >, HAEH

5 o




82.
83.

84,

85,
86.
87.
88.
89,

90.
91,

92,
93,

94,

95,

96,

97.
98.

CHBRVDBERR) revrreererereersressssonanssians
Cardiofacial syndrome ., TEIERE -

Cardiofacial (Pulmonary valve dyspla-

sia)syndrome &, T (MisikRET

Cardiorespiratory syndrome O,

Carpal tunnel syndrome JHELEH -
Cast syndrome EERBEIMRE ---oooeeveeee
Cat-eye syndrome JHHR fE Ff -ooveeveeeeree
Cauda equina syndrome IZEEJERE recveeeer
Caudal dysplasia syndrome MEBRXE

R s TONTRTTNU PP

Ceelen fm_:_g'}ﬁ eee sasatn ars sre vraancta st aasnesateoiosrs ans

Celiac compression syndrome

Celiac syndrome gL%igﬁEﬁ .................

Cephaloskeletal dysplasia

Cerebro-costo-mandibular syndrome

i, BB, THBERE e

Cerebrohepatorenal syndrome - .

Cervical syndrome ZRAMEAERE --cooevevvereee
Chediak-Higashi fERE wooreeeerrerenmmermiane

060

(36)
(36) .




99. Chilaiditi fEEE - orerrre e (44)
100, Chondrodysplasia punctata
01, Cri-du-.Chat (Cat-cry) syndrome

B ERE oo - . (45)
101—111 Chromosomal abnormality syndrome

i e S B E B vvevvr oo veereeenes . (45)
102, Down fERE cereerrecrecreninrnaneiin, . (46)
103, Klinefelter 7115% :: SYTETTRIERITRTTRPIRIPRIPRIPPIIRPPIPPRN UL &'
104, Trisomy 13 syndrome Z4RISFERE «ooveveeees (47)
105, Trisomy 18 syndrome SARISIERE coeveeeeen (48)
106, Trisomy 22 syndrome "SAR22HEHE «roevvereee (49)
107, Tuner {'fEﬁ? ssesseeissistiiiiainininees (49)
108, Wolf ZfEEH--- - (50)
109, XXXXY fEEE - - (51)
110, Cleft lip-palate tetraphocomelia and

genital enlargement Eﬂ%ﬁ mﬁﬁgﬁ/}.

Pl 7B 01 A T 25 S AR B sesereeaeeseene (51)
111, Cleidocranial dy5p1a51a R, SiBR

‘g‘ﬁ:ﬁ'. reeserssici i sianen e (51)
112, Cloverleaf skull syndrome Z=pti

(E‘%u—l—) ){k’&ﬁ%ﬁﬁ ................................. (53)
113, Cockayne FEFE «covvevrmiiii i, (53)
114, Coffin 4FEFE coevveirnininiiiinn (54)

115, Cone-shaped epiphyses-nephropathy-

retinitis pigmentosa

WA —EN—




116, Conn FETE e vrennenerennaneen e (55)

117, Cornelia de Lange JEEE -reeererereseieriasnnes (55)

118, Cortical hyperostosis-with- h}fperph‘so-"
kphatemia mﬂzﬁibﬁtﬁl\-ﬁ R

11(). COWden {Eﬁ . B TR 61

120, Cranial nerve syndrome i BRIERE ¢Y)
121, Craniodiaphyseal dysplasia ﬁjif%'"%:F J |
3 L 7 U UIO PN €:1:)
122, Craniometaphyseal dysplasia o |
BB TR R R R B R e evenvenne (58)
123, Cronkhite-Canada AERE «oorerevmenrerniiea (58)
124, Crouzon’s craniofacial dysostosi'é '
Crouzon fii, WEH A4 - cevereeennne (59)
125. Cruveilhier-Baumgarten {iﬁﬁ (59)
126. Cryptophthalmia syndrome - L
127 Cushing JERE---oerverrememcsmmrninis s (60)
128, Cutis laxa syndrome JEJEBAERE «o-ooeeer (61D
129, Cutis verticis gyrata and mental retar- '
datmn eyndrome AR 3L 72 (‘ji}ﬁy\ﬁ)
R TR e (62)
130, Cyclical edema syndrome ' |

FE B AL - «oovvevrevrervnersnneniasiennnnenne (62)
131, Dandy-Walker JEBE oo rvevbermermenninen (62)

080




132,
133.

134,
135,

136,

137.
138,
139,
140,
141,

142,

143,
144,

145,

146,

Deaf-mutism-goiter-euthyroidism syndrome
EWE . HRER B $R%MEEIE%{EE£¥ ------ e (63
Degos {Fﬁ tererirsieiiaiiciiaiiesieesss (§3)
De Morsier ,ﬁE%.................................;..’ (64)
Deprivation dwarf syndrome and ‘
pseudoincreased intracranial pressure
BRI -- e (64)
Dermo-chondro-corneal dystrophy of -
Francois Francois k. #HE.

fEE R v e (64)
De Sanctis-Cacchione fEEE - vevesene (B5)
Diamond-Blackfan {E#........................., (65)
Diastrophic dwarfism BFIEH4REE -~ (686)
Diencephalic syndrome [|a]fjfEZE+-+++++ (66)
Distichiasis-lymphema syndrome

SUFTFREE . BRI A IHAERE v oovorrerrvenserareosierne (67)
Diverticulosis of jejunum-macrocytic

anemia- steatorrhea syndrome ZIJBHRES
ﬁmﬁﬁ%ﬂ@‘fﬁkﬁ‘m“—ﬂﬁ‘ﬂﬁ_lrﬁiﬁfﬁ ------- (67) °
Dubin-Johnson ,ﬂ'_Eﬁ Geeaririesse e nin (67)

Duchenne’s pseudohypertrophm muscular

dystrophy Duchenne {5 #: 88 K #:

m%j‘%{;ﬁ a..................... treriuoras (68) :
Dumpnig syndrome & (FM. HE) ;.
il}zﬁ'“""""""""""" . terase e (68)

Dyke,Davidoff_Masson ,ﬁE#......... Cheseasanan. (69)

¢« 9 ¢




147,

148,

149.

150,

151,

152,

153,
154,

155.
156,
157,
158,

159,

160,
161,

Dysmorphogenesis of joints brain and

palate syndrome &3, EiAiE
ARAER WIS

DySplaSm ep1physea11s capitis femoris

BB LB A BB R B oo

Dysplasia epiphysealis hemimelica

BB BB R B RE e e
Eaton-Lambert FEE <o veneiiniiii

Ectodermal dysplasia (hypohidrotic)

syndrome HMEH LT BE CDHF) EEE----

Ectromelia and ichthyosis syndrome

B R A TR BB EBE v eevvevereneniennns
EEC syndrome ELECHEFf croveveeeariann.

Efferent loop (gastrojejunostomy)
syndrome #ili GE4) B (BEFhH
W& AR) TERE--

Eisenmenger JERE coovereverrnnneanes

Elongated styloid process syndrome

ZERIT AL R e vee e

Empty sella syndrome i%@ﬂgﬁ

Engelmann E#E -

Eosinophilic syndrome

R PRI BE - v oeere v eremee e reies v

+ (69)

veus (69)

(70)

- (70)

70)

- (71
« (71

- (71D
Ehlers-Danlos FEFE ovvevernre v

(72)

- (73)
Ellis-Van Creveld JEJE-c-cooeerererramniiennn

(73)

T

(75)

- (75)

(76)

162, lipidermolysis bullosa dystrophica syndrome

Q]Oo




163,

164,
165,
166,

167,
168,
169,

170,

C RBERBEEREE e,
171,
172,
173,
174,
175,

176,

177.
178,

179,

IR R KPR SRR oo ornooe o

Exostosis(multiple cartilaginous)

BRI BVEIN B P e

F syndrome FfERE - ovovevmrnmiinnniinn,
Fabry ,’ﬂEﬁ... S

Facial-digital-genital syndrome
]
Fahr fE#--.

Fallot ﬁgg¥.".“...“.“.u.“.“.”.

Familial idiopathic osteoarthrop

IR PEAE AR P B R

F(ﬁ)——i%ﬁﬁﬁ .................

(76)

= (77)

(77)
(78>

(78)

- (79
- (79)

athy

- (80

Familial osteody5p1a51a 52 M B 4 1"]

- (80)

Fanconi’s anemia IFanconi Xt

Fanconi-de Toni fEFE - ooreerereneennninnn,

Farber ,ﬁEﬁ et e s et e e ane ey neerae b ue nus et ees nan

Fe]_ty ,’ﬁEﬁ S e ise b ebe et et tes bt tbeuansanane sanan

Fibrogenesis imperfecta ossium

O Ty U S
Fibrous dysplasia(Polyostotic)

SRR LR W (BFED

-----------

First arch syndrome E—EHEHE - veerreen

Floppy valve syndrome

Focal scleroderma syndrome

SRR TE FEREAERE e v eeeenerreeeereeerereeee e

- (81)

= (81)

(82)

(83)
-~ (83)

(84)

(84)
(85)

(85)

K




180,
181.

182,
183.

184.

185.
186,

187.

188,
189,

190,

191,

182,
193.

Freeman-Sheldon fERE oo ereerererveeeonenon (35)
Friedreich ataxia

Friedreich L@ﬁf’&ﬂj#ﬁ‘ﬁélﬂ et (86)
Frohlich fERE -- cieebearecsnasnsesnos . (86)
Frontodigital syndrome

Frontometaphyseal dysplasia |

. THMWMEHAR e (88)
Ganglio-biliary syndrome of de Vincentis

de Vincentis @k Hgiﬁﬁﬁ..........f...(gg)
Gardner ﬂgggg PP PRRTSTAN €-1))
Gaucher ﬁEﬁ?.“.“.n.”.“.n.u.".".“.".".“f(89)

Generalized familial dysostosis with pseu-

doarthrosis and hypercholesterolemia

é%ﬁﬁ%ﬁﬁﬁTéA%ﬁ%ﬁﬂﬁﬂ |
l%ﬂ_@@mﬁ - (89)
Geophagla-dwarflsm-hypogonadism

syndrome ﬁ'iiﬁ PR, PEARVLAR

RIBIERE rereeernesnes N 1))

Gerodermia osteodySplastica hereditaria

A S B R BB AR v eereer s veenvennen (90)
Gilbert ’ﬁEﬁ"'”"""'""""'""""""'“'""‘ 90)
(slossopalatine ankylosis microglossia

hypodontia and anomalies of the extre-

mities HFREE, M, FHRES2
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194,

195,
196,
197,

198,

199,
200,
201,
202,
203.
204,
205,
206,

207,
208,

209,

210,
211,

212,

213,

Goldenhar_ JEBE - oovveermverinininene (91)
Goltz /’[[Egi?é_ D T N C V)
Goodpasture JIEFE ceevreererrevniiiaiiaiinie (92)
Gorlin-Chaudhry-Moss fEJE <o eovvvevnviense (93)
Gradenigo JEEE +overerreracerrrereriinnninienees (93)
Grebe AEFE ceereereriermnnnaiiinnnnninnan (94)
Greig fERE covereeiiiiiiiiiicn e (94)
Grisel fERfe e (94)
Guillain-Barre fEE-c-cerereereereeiviaiiieinnnn (95)
Hallermann-Streiff £FEEE «coecreeeerercnannan (95)
Hamman-Rich JEFE oo eerrveerverivniainin (96)
Hand-foot syndrome F——RBERE -vovreeee (96)
Hand-foot-uterus syndrome
Hand-Schuler-Christian fIEg--eereereeenies (97)
Hanhart fEFE.-coeoerereriivriinniiiiiiiinne. (98)
“Happy puppet”syndrome = “HiRAB”
Heiner JEBE «ccerereeeriniinimmeinneticccsiiancen (93)
Hemifacial microsomia syndrome

B DB oo orveeerieerirsiniiriiinanan (99)
Hemihypertrophy(Congenital) syndome -
IRET B R (FeRYE) fERE- e srerniniiniann 99

Hemolytic uremic syndrome




