


S ZE AR

Syndromes of the Head and Neck
% 4 hR

J& # Robert ].Gorlin, D.D.S., M.S., D. Sec.
M. Michael Cohen, Jr., D.M.D., Ph.D
Raoul C. M. Hennekam , M. D., Ph. D.

t ¥ 5 %

AR YRR



Copyright © 1990, 2001 by Oxford University Press, Inc.
This Translation of Syndromes of Head and Neck., Fourth Edition, originally pub-
lished in English in 2001, is published by arrangement with Oxford University Press, Inc.

KIELR A, £ 4, DEEF
Hr SRR VA N R LA AR ERT B o

EHBERBE (CIP) #iE

S FEPLEAAE/ () Gorlin R. J. ZJF%E, DHF%—2 M.
—dtHx:. ARTAHMFE, 2006. 11
ISBN 7-117-06992-9

. %= [0.OG+ @ . OLI BRI
QOFHI-LAME V. R442.8

HhE A E 1 CIP e (2005) %8 080525 &

E = 01-2002-2596

XHMMBE A
F 2R

*  OF:. O %
HARZIT: AR TDARRM b4k 010-67616688)
M dk: dEETHT RS RO IR 3 X 3 Sk
]l 4. 100078
2] ik http: /www. pmph. com
E - mail: pmph @ pmph. com
WIH L. 010-67605754 010-65264830
En Rl Atstrh BRI PR 7
2 8. OFEE
F A 889x1194 1/16 EP3k: 94.75
¥ . 3204 T
KL & 1997 4F 12 A% 1R 2006 4F 11 A4 2 B 2 YR EIR
RS ISBN 7-117-06992-9/R - 6993
E fr: 298.00 JC
MR, BRE, FTHEREREE: 010-87613394
LIRS B Jo i () Ui 5 AR B 30k 2B 400



] A » ING

LA es Ak

Syndromes of the Head and Neck
% 4 hR

J& Z Robert J. Gorlin, D.D.S., M.S., D.Sc.
M. Michael Cohen, Jr., D.M.D., Ph.D.
Raoul C. M. Hennekam , M. D., Ph. D.

4 & Frits A. Beemer, M.D., Ph.D.

Department of Medical Genetics, University of Utrecht, Utrecht, The Netherlands

M. Michael Cohen, Jr., D.M.D., Ph.D.
Faculty of Dentistry, Faculty of Medicine, Dalhousie University, Halifax, Nova Scotia, Canada

Vazken M. Der Kaloustian, M. D.
Department of Medical Genetics, Montreal Children’s Hospital, McGill University, Montreal,
Quebec, Canada

William B. Dobyns, M. D.

Department of Human Genetics, University of Chicago, Chicago. Illinois

Rosalie B. Goldberg, M. S.

Montefiore Medical Center, Albert Einstein College of Medicine, Bronx, New York

Robert J. Gorlin, D.D.S., M.S.. D. Sc.

Schools of Medicine and Dentistry, University of Minnesota, Minneapolis, Minnesota

Raoul C. M. Hennekam, M. D. . Ph. D.
Department of Pediatrics and Medical Genetics, Academic Medical Center, University of

Amsterdam, Amsterdam, The Netherlands

Heddie O. Sedano., D.D.S., Dr. O.

School of Medicine, University of California at L.os Angeles, lLos Angeles, California

Helga V. Toriello, Ph. D.

Genetic Services, Spectrum Health, Grand Rapids, Michigan
5 %

Foum ApEEE

% SR ERM O R ORIV sk B

B H H
it 3

AR R R



i

(L #IFLEAAE) (Syndromes of the Head and Neck) 45 4 FitF 2001 4E[a] 7. 5 1990 4E H ARAYES 3 b
bR 10 4. HEIEEA . [HEEE Tt AKEHEA 21 thad. 7Eid L 20 2 . Bl KFHFE L
RZ—BURNRENAMF TAER I X R T 7R R R A BarlE R T B f G
fiE s Mt 25 %28 KR ZROWIE AR REIE BRFEBOR I R RIR R b UG % 1) 26 5L KO b 48 7 e i 1
ABURRA . KRB $8IF TS RR R . R B AT 2 v R RS B i R S v A, (BAEA LR
ALREAE B RER T — P W TV 2 AEM e . 8 T8 4 IIVBHENE, R T BRI R .

A LA, HERBEWR A, A RS 2ALE IR R R . RODAEMFRNBERAZ, HBAE
R 1 BT (S RAEA EEMERN ., FHN. SRR BRER T EEBR . A PRREEEN LS
Z—. ERELHTEROLED, RABAMEWERGEERER, LIRS R, R RE R
ABE ETFMERRHE. 2000 R SAIIA . TTRZSH K. BCETORAOTESS R 4% . AU T fH
BRI RO SERUBT TR, T ELIEHR R B 4 B S MO AR E IR G . AT ABEELE A IEZ K2, R—NEEa iEYER
FEEMEGEEM AR,

BAERE T TSR Z . SR — S REMEAAE 0 A A BHEHETR 0 5. A WIS B R T RE SR 5 — 45
GE, ELIECRA R . TRERSTERASN, 4RARTURIISHILR. A4S D B oM & IR AT
RR LT —HE, WAL XS AR FEHIGRISH. XA B 4767,

BB 3 IR CRITMEREAE) J5 . HVERN ERRRE AR E —EBIRE 4 . RAMERIE T LK
Mzg, —E AU 4 BURR N AR .. SCFEE. JEXHRE ARG . TREME RS A 1
A9E97 . RABEA A O B ITRESI A — A< . PIA X mE .

RE R
AFRKFOEEFREARREK
PROEEFRAK

2006 4= 3 H 15 H



CRIFRLEAHE) — PSR 4 BT 2001 4E[HE 1 FRARH F2 AR X B F. A% 3 MUFH &
fii, 55 4 RRABHIE AT DY A 5y 8. (HSEBR b EESS 3 RUAT IR LA B . IR SR 4 RSN 7 £ ik
FRISHSCIRAEI R . IF HILP A i 5f A s s 28, —Sepopid i hn 7 360 i 5E i, %R
PEAR (6 2 ORI LA SRSl — 2. W B b A O P B B SR AR 4 S5 3 R AR, 4k A i
TE5 3 IR A JEAE b REHTAR Y B LA, RIS X5 3 R 1 23S0 T ek

23l T R IUAER) S5 Sy CGREERERAIE) 55 4 MU R4 FREEH WA 1. & i & ek 11k
KT SRSERAELRI ARG LA AR I B 11 SBIFTE . 8TR K —FEsk 15 AT STk 7y 4

TEARB R ZBR, FERRSDRBEEEEE . ORISR A B AR B0 RS AR A [ 2 oy
A FRUAERE s BRI A 1337 0 895 20 LA R ]38 K U A (T T A 15 B30 380 5 5 o 4 7 110 DG A5 0 A A1 2
f¥.

X FRRE A R Z A OE R IE .

e

5L &
LFRFUREFR
2 AR S
&R 38 97 s 2 AE
2006 4F 3 7 FLs



O T 2

1964 4EF6 1 UE Z2 i AT E . [FBF Gorlin (955 1 MRV E/E CRBRLE A AE) i, FREGL sk w3
{1 [T st 2 A T S S SR . MTIRIREES o TR MR AT B P i AR 4548 FORMEAT R, iR AEDRE . 2Tk
RRHCESE TR AT . GBI AL 184 Tt A 78I Rt %24 1 2 2 N oA i (Y
. WiF B4 McKusick 15 OMIM e 52 ILH. BEHE X — 2B &K IR, ©IESOAREMm: R
i BRIZ B RFING 1. LB RAURYEL 5K A T Gorlin il Cohen i+, iy f 12 8 1% A0 1
I3 B2 S0 I AT S ) A

B TR B BT TS PHE Raoul Hennekam [0 B 44k g ffg . 0 — 07K
2%, Hennekam 1A+ ARG PR 25, eRO2% BRI 9T AP .

Hi Goethe (1796) Fil Burdach (1800) JFEIIIIEZA . fEAN—TIWFRIEIG E@mAIEE. W, Fib e
HIREE . B R RIR AW N JERE . RAE 19 20w Kk TAEY R R0, B8R 145 A
LRI IR Z AT . EXREEMX S POAR WS R E . FIEHESCES Y “EoAA B2 L
Ko “JLFRT AR ARADIER “ELERS”. b, (HFEE) (1859) I fl & iy EAR b S iR AS A 8187 A1
S EARERE, AR ROZREA R . Wi 19 L AR B ASE (R BLCIRR . MBS, R
MME. A2 REIETE . R R k. ik, BEIRRM ) REANRIER. BiTEE A S
FT PRSI AR B ST (1R Gorlin Al Cohen 1+ . iAW 5T R Z ML sh A% L. WA, /i 5 5 Bl AL
AL E RN EE XX . ROTERABMA L 0 — 2 AR, LIEIE S, X NS0T H R
TR WA T FIRT A G 24 T . Rl Gorlin, Cohen Fil Hennekam 1+ 4% 7K i [0 12 452 200 4R & A Gk H i fE
45, FEARPIR T b R FRATHR AL T4 SCIX SR I A RO e

(SRR B AR AR 1 b TAERY B GG Hh & SURE FIRAR R . et AR R R FERBERER. S5
SEA I it 1865 (1866) 4F iy 3 L 4h SCE MY 2= & TTAY ML AH B da B8R A SE A 7 — i B die bil-
dung-sfahigen elem ente” XTI JG 3% Johannsen FFilE A “ L. Fban 2 20 76 40 #4001 N B iR e L h e &
BTPHIEERAMICE. XTTRRIH B B A ik trzt st . JHeg e r He g, By
WA B AR PR A . B2 AE 7 TR 00 o R 22 25 . Gl o HOR 1 rh . B SE R A o
LHEHR GG —Z0 . REA RN G SR ) HAr. M7 5 A 54 iS00 T i s syr ey . A%
TIRRBINRERCA TRE. Y “ZREE---" £t 7R B Zm el ait i BhE. Kb aisir 2 mimss G
MERY 7 8dE . LAUCIERE. BIREERMSFENAERKREE. MEHLNZER (&, EREFP 4l
B R R X A AT BERY . SRl B HEsh it e ph g g R, B RREFE G T AL
R ERATAS . A AT A AR TS i Z A sh P A LA D

FERL RIUAAF . A FEH A A Af i PR35 £ 27 J TR0 35 BE 2 1R 3R AT TR AL T R e i . tBeeg 7k Tk
BERLIF MBI 73 K2 R BR AR R B ™ T R O — 2 B R R RIE S R A A R, X segh gt n
REFHER. EAVRTREX A & B S U th BT 109 3 B 5 i X sk b 5 4 K & 7 e B AR S I — /N
P I FERORIRGE . 500110 R 48 ™. B Ay {4 ) 14 35 R AR [] 14 ik i) 5l % 5 s A K TR 1 76 AR TR
ARG R S AN 2 A B S AN RIS A 2 R R RBUA AR HES A & . 8 T 5 Ar 7 TR IRTE B2 B
N ZHEX G . XL IR A B — Rl st G PERR S PRI A% R B AE CGRBLEAE)

030



F R F

WS LIKERE B DT AS 45 (4 A (ELIzE e Rt 1 Sk SR v bl . 9 2 AR A BB A

BN 431205 B A K & B AT R R A3 B A S N S SE R P SR SE UG - AT 1A B LA I i 26 T )
AN 20 LK L PR R e BRI 93 2 1R A AN . AN S SO T S A T A TR A Bl 2 85 ) —— X AR Rl LA LA 21
SH W SR, AR R, ANERMEIE. B TA BN G SR 5 Y0 H 68 %38 0 A
A AR I AVF 243 F2A AR XAMUOT ARG R S22 58 i oA Mol & #2048 T 5o i (i
FOFIRIE SR . 2 T REGE AR HR RNk S 5 se il = i Foll . BB A4S Gorlin, Cohen il Hennekam f# 4.0
PTG

John M. Opitz, E %+

LA (EF#Es), AL,
FHRFERaft s, K,

M I 2 3 3%



BCOhik B S

FEZLERHR TABRKRET . 0T AT — (g # &8 2A F Ha Ll AmR . AT R i B R A
b WA AR AR XA, RIS RO R BT ALY T BRI ]

¥eF b HEF . 142 45: Mary Ahrens. Judith Allanson, Susan Berry. Beth Ann Bloom. David M.
Brown, Suzanne G. Cassidy. Vazken Der Kaloustian, Charis Eng, Vickie Matthias Hagen. Judith G. Hall,
Betsy Hirsch. Ioannis Koutlas. Bonnie LeRoy. Brian Michalowicz, Maximilian Muenke, John M. Opitz,
Mary Ella Pierpont. Andrew Read. Nathaniel Robin. Karol Rubin. Heddie O. Sedano, Karel Vrticka,
Matthew Warman fl Chester B. Whitley, F&A7iA B8 B JE 75 ik KF AV A E B TE A L. Delbert
Reed ST b — (0075 0 B B BE L, R ATA] SCHk i) 2 $R M a2 R I Al R 9 #A I . WR R 2 e B, 1E
BT iR £, Hannelore De Groot $H4F T AH[F ) TAE . fth SUZ REAR PR A FR B FRATIT G 2 A %ok, FAT1m) John
Opitz KiEWE, HAMEIE N ZBRARESFSE. T S RPMAREEZSEME. RAIPESE 1 R (Victor A.
McKusick) . %5 2 it (David W. Smith) Fi158 3 kit (F. Clarke Fraser) BJF = F-IXENHI .

CRIFPLERAE) 56 4 BURTERXFE— D E R TGRS 1 B—48 8 PIsi A RIEE AR K& 55
FEE: BOAAAVFZHNLESMEARIRI . FADERE iz, IREIN R ZIPULIATH ——d T
BA R, HEECET NMAR, BERAFEIAAE ., EXRAZL 5 EREHE, IR ENFLITAE,
AERZ AR LA . RAEIRATRIZ 5. 5Enl5 3 UG ENEEE T55 4 MU TAE. miARMFLAE, hTE
AW 78, VE R IRA ST AY . Raoul Hennekam fE KB 43 fil B — 5 W 45 Rl AFE . wifthfi 1454 H
AR B GORE . FRATTIT G B R Y RS IR 2001 4E 6 A

TATREX GG IEH AT A L AM A /26 BIF2EREAZENE. WRIL KA. ST EN5524,
Fad TR, FATHIGIN T A5 W RIREE LR GAE ., SRJG X R TRl i s . — i BRI A
HATF,

AW PN T E R EE G P N E . X FiF2me], mREemmiE. RIHE2 T EenmER
EE . (B2, V52 3EH A0 M A & SOR 3 190 5E .

XTEE AR AR GE RS £ . A4 1964 iRfA14E 580 BT, 1990 ARAZY 1000 BT . WM AL 1400 T, 1972
. WA T 72 B O ERLEEIE. TEABARIEZ A, RATCR T 350 MuX BEMRILE AL .

R HERR IR 2 4 A4 P S BT SR B LRI S0, FRATAO S ARG LASE B, WA AR AR T B HERR )
£ . Raoul Hennekam $R Mkt T ARG [FIRHEFRA TELE B g A F MR- B % 2458 .

RS IR HE A 3 B U B F 4 ek 2 LA Jeffrey House, Nancy Wolizer F1 Susan Hannan., ftbf]42
A HFECAEP S ERA I, ABEFF ST 5 19 58 15 3 R

AR GRAETEWT F ek ROHERGAE) 55 “RRRERS M, A BRI Guilan Norouzi JoPR A RS .

fERE 500 15 4E L. TR —( (RIG) 73 Carol Bauer Rose {4 B it FF #5454
PROA it A2 P 5 RO T BA FE AR . JLFR AR EILRE— BRI, 5 4RI Bok iy TAEA ([iA
Fif5 LU A K AOHRE . W2 S0k B, Carol B 4405 i i P RIS 1) J2 753 W67 S A B Rh 2 07 TG 1)
Kzt AT . FefTi4 28 Ruth E. MacLean fil Belinda Leeuwenhage. JEGSHU 175 4% 5 4y 1fi 45
fEa A .

iV ACE k) R. J. G.
e F) & S M. M. C
1T 4 7 4 ST R. C. M. H.



s — iy

AN RLEAME2:E K (Syndromologist) .« XX 2ehig i A fH A 78 . R B AF5E i Syndrome., JEF
—3EF U W58t — 4> Syndrome. Bl Costen’s Syndrome, #J{# Costen’s Syndrome A J&@ T 454 fr ik ) Syn-
dromes, FFUUTEARPBHHEFRERA. ABWEFSEALZHFE RS F. TR X (Syndromes of the
Head and Neck) 435 GGk 3R 7 A2 X A 2% BRUG 8 20 22474 A (et AT 1% 01 1o 08 58 o0 RS R SE5 1 264 7 (1)
R fl “BIVE”. B YIREEVABLEIE N, F & M FRIRIE A8 K A py i 2 b 32 B Y8 1 4 g 56 A 468 48 1) 1S
PE. WitHR . AEXIPAAZE, KIEPLEE MEAIRLER A B UEIREA MR . . TARER N
MRS EE AR o 2 i T i AE 21 et G AREE MY 30 AL X wle i, AL 4
DNA 4[58 i #58 B,  VASCE W it to g 4= ARl iRt . FRATT AT B2 315 SE AN S2 A 25 A T T K I B G !

NEA 3 000 ZFBL a5/ XM . kSRR RERIE . Bistfehm. JalkdERm
i, BARAER DU, (BABHRMEZH, E 2 VCLOE M kSR Rw A ML . EPNERE B
M (HR B — A BUS M SR SRR S IE N B EE NS % . M 4 — AL E RN P ORI A E &
A E AR

RS = CRIEREREIE) B—A K #E . BN 1964 FHREE—R. 1976 G258 . DIRX A =
ROREE R, MR, IS RS R E LRI R, AR BT B A B4/ 60K # Victor
A. McKusick. 5—hA 580 5L, 55 RN 812 51, X—ROSUEM TIFZHNE. IR T 700 RFLEEME, H
HAdE 2 000 @, 2L 1000 51, RMCR—ARUEMEEE. BAARBHNBE R CRIFLGEAME). HH 2 E L 4e
B . DR ZRCER R S A DAk SR M RFAE . 1l Sk SR 45 AMTTEN R ez i .

AR FHRGUEUL T R EER AR B CERRER. ERSEHEERERE. BEAAR
WARIBEGE . XAERE R E 2. AIREADL S MEEIK. MAZESFEAN R A8 E . HAEHD
fEAL ST BERL R OB BB ST . BUFFIRMIESS 2. A T/ B0 B TAEZ 4. DhRIERIICHS .t X i
PR, FRIBEEE E X AR .

RE B
AFEAXFoBESRRK. %%
PROBEFLLK

— SN+ A—H



Hh SRS R S

#—IEF (Syndromes of the Head and Neck) XAA5. J& 1989 4F UV FT)E . TERBULEEE B M o
MR AT . YT BRI AR5 2 Wi, A4E5E 3 SR S IE M R e . HIRC LB FERN
a5 DRIBT A BE R R ) 0 e T IR TR 5 | [ ERIER A SRR Z . T AR . 245 3 RS (Syndromes of
the Head and Neck) #{3%7F 2% ES 30— F A0 B IE L 0l 5. FRAE JeOo8s it 5 B b . PSR A 36 E i 25
AR ARZEALGTT R A CMBEEZ ).

kHERLE AR — AR MM E Y THSH 1. X FRNEEG IR MNE S5 IR B B2 55 7 T i
1 rifdhied . KiEM IR MS% R 22 Brph#| 2 4b, 2 HAG T By7 fRH i XSCE A {8 .

TEFRIE . SKHERLE S AL E EE S E A CAH RV, R — e R AR A . XL E
AR AINR ., ZWRRGST . AURE - PMEENBEITAE: X TLREIERRE . om0 Z =4
S X TEAS HERIZ T RRAYT . B2 B R ) 8 3 AR 1 R 4R .

ER BB S. FEAE “F. ik M7 RN, TR CLETRLEAME) —BRK Ziksh
KEMEEE . Bl AR LG IEAUCR A DS, 2 HE 8RN, GIFSEEIEAH
UL W . EEEBA UL . X EETCREAA B BRI TS RAMERE . S4h, BhBR3ECHh. R T
RERPESC, B30, 10T SO I SCRF B2 2 nl . (e SO CHELAS R DI k. Rk, fEA B A tefg i
TIESOEA, LR THE AP SCa . A CRETPZEAIE) P SCEAR . B R,

e s BRI K R R B A A Y . B0 MBS BT s . SRR Bt B B R
[FIAT. BB E R T  Hit S5 R AR 245 TROREBY . WA R IR A4k H E 8 TAE . g
B ECBAR . FBBEFBAZA S 8 AR . WRA R & BRSNS B, Br
B AR BB R AR FIR IS . XSk BURER G AE A I PR SO RHUF AR A — 20 JF Al H B S 7™ 4L,

g %
LFEMRFIEEFR
o AR @ 5 A A

R 3LE T b s 2 AE
— LA H T



1990 4F ¥

LRI BB KU R HAMEE TAEHECLRINE] . SR A LR A AR R PR & R i A5 R
KBREME. #%HMARESK Josef Warkany £ 1971 R 8518 “FEE AT ERBHE AR, —BEEE IEMIE
TEVFEZ BT HOT R X4 BB M SR FE KB iR RREA . A B LR G ek THRIME.” GERME
W . G . Pt A BELL—Fify S SO ORI e . 2 4URIZE S R A SCER G A Y SCHik
A A — BN 3Z B 7 ARLEIT 46 RN B A Z A ANTHINGE . ERITREEFI BB T Robert Gorlin FFH4
PR R W, X R — MR, i HE AR R TR HE A TR EAAA K. Michael
Cohen 7E55 WP IFRE T LA G MERIRAY 73— D Kth. IZMUH . ZREMEFTRIG BRI B8 T — 25109
BOREIAZN T L. Stefan Levin A KXH BMERLFEJ7 T R AL T 18 (LA FH AT . X a2
ABFAERTEL 700 MRS AT TRERMB ARSI, WATmes e Ira, ZmILH 5 7 ik . Mckusick
KR Z 2. ROV EESE 7T B G REm . MAURER IR, (HA B BRIt Z SN 55 4k # R
LREHE, WA, BUE LA SRR B 5 S A2 W RGEME iS4 B iR & 2 A IR . (HARE
PR AR BB PR 434 L S STRR B PEOT 08T . A 50 S FEU ) B A b B 32 3 s P8t 127 5% B LAt 1o f
SRR NG . RESA BAIKR R —Fhaesr . A LLXFIMNER . KA B UUIRTR 1042 0T,
A — HREPIA XA, FFI AR

F. Clarke Fraser. O. C., M. D. Ph. D.. FRS (C)
i 1% 5 £ A K
McGill A£ @t P, R45H R, mEX



1976 4 ¢

A B —MURIZEE A Sk b e N F1E . REREIE KM A2 1964 EHNR B X A a i sh . &
TH T —ARZEFMEE EfE T UM KR ZENEGAIE. REME N CLERLGEE). Bk
—FPAEL R 09 0 KRR T BB TR CAARRIE . AR B R E . Y. KHI2H. LK
e HISE K. LR AR ISR RG] T8 R . AT R B E H CRMmREZ . LEAIERH
e 2452 E 8. M. Michael Cohen. Jr. . AFEIHE = EHRmWMA TXEHY 7T T HHENSGAIEEENS
.

PG, X FARLEECT ) TR L5 G A SO I ST SR A AR 1% 1 I FROKE 25 20l . VR &% 171
AT TR SCEH E X B R a2 45 & . 0 T IR AT L A SR A A AR R VE 11T

David W. Smith. E#t4
LA FHAZ, FHF 0 a, ILE#EHT
LEMKFEFR, BHEE, L£ER



1964 4 ¥

AL FHNEY & — BB W< . & Jonathan Huchinson, Parkes Weber L4 K HAth & —3E I R 22 Z AL
RAZGE AL AR E . (AT TT CE B 2 b i 0, (H i TR RO A TS R X S AR F A
s AHEMIHR R T B 2E U — AN AR ER A . X B 4K RO S R IE sl aT LA G ARl 4 S s &
14 2 st Al 22 B o PR s A% Ul il T (A S i . DT BE . Bl 35t 1% 1 AR R
B A AR AF Mo A IR A AR ] . 330 5 e O 2 LR A B 22 T I A Pk . X MOk, A I
PG AS A FE R B R 4 R AR TR X S g iR ok . ORI MR BN E T 5 .

— MR . X 5 UL 18] ) A SO S X B A R AR 2 i DK . L 4 138 % 2F K Bateson {8 i
S URBIMA Z T 1657 4. LARFSE A A1 1) 44 ) William Harvey 89 38 B 7 2838 Ath X 9 97 55 WL
WA E 2

TEVGESRAIERE b R A SRBR TAR/R W88l i 5 85 oh . b DA ) BT T AL R T s 14 A
A L B S O R R R I B AR, BRILZ AN IR A AR AR AT IE R A BE R s B, AR TR AT
AEECEAN]. HrAh Rl & WA TR RS 00 R EAGE B IRATIT & . 80 8 LA ROy Ok aLF A TR 0%
TR Ay A ) L

GEARABAT T 1Y A 28 D3RR B O 1) SCiR AR 5+ Gorlin I Pindborg #0471 28 % 11 1 g BRI — 8 X
MY B A T — 1A i AR, TR SRR T . A X e b TR A T RS . X Z Al A S R E 4
AT A A8 R O KRR BIETR B THEMT . (e R AR A & FRp iR & 10, M. il B2 R
TR SR . XTIk AR S R UL, AR E R B A B 5. ORI Se /5 (135 T & T it
FEI . FEABITAE SRR AR5 T KA SRR ST, 3 S8 STk DR IF A A1 7 .

IRBEF B B2 5 T % 52 B RE I FR TR PR A0 I PR 7 W R I i« X Bk A5, (H18 M
& VFZR R VP 2R G0 R4 B 0 1Y G 78 % B2 A A O (B9 sk i X A% %, Gorlin #I Pind-
borg A MMA TXMBAE. flfi 1A TARRA M. X H P RIE T E 2R . B 3E T A R EOR 2 1 2
LR A9 A M ok OGO A X SRR A AT

Victor A. McKusick. M. D.
William Osler E 2 #4%

Yy EEEMRFEFRR
Yo EEAMER ZEEF
EREGE, LY



T

B ISFSAEFARRMTIE - ovvrrrererrreeeeeeenn 1
PR AB TR - e vvvovensevnsmrerennecrnsreiniuionnsin, 1
B 75 T cover evans wareows vwawes saevs comons vaves s sosve sreeen s 1
FLAR Feeeeeneen et 2
T B 28 s vomms wwssos swnan o wuvms susiwes wunen 1 svwmn s savwn & 2
S8 B o2 s e semans wsmes yoney o Syars yusses SHRSH Y SERDR S SeRAR S 2
B 3 A T s vmwws suivon 3 sme vows SHENY s oS & RIS 2
AL 5| AL 0 T B A S e 2
B AL 7 e B G s sioma s svwnns swesn s s suwin s vowen 2
Potter JFHNHE (CEIKIT/DIFEHNE)  veovveeeveneiaenes 5
A B R BB T BB S eeeeeen e eee e 8
U B3 70 o5 e eves s navs mmsn o nkonn § 5a0ni nawnn e wsinms e noom s 8
FRUTT BRI A v vvemmermmenrnme e, 8
T ——— 8
OB 0 FE K BT == oo wmmn e e s s s s wams 8
B Fh B U T voves oowoms covsa s vupen sxvonuevons samenss 9
R T L T T PP PR PP 9
B BRI Zo G everesrams vennssunss ssnans vunss s vusns svsvens 9
N LA B T weeeenensernsniiii i 9

B 0 T s wmes s s s vosoes Kss § uaams S50 s 9
D, LR DL RIS A A e 9
HTEEBLFEFULE coevvvrermrrremmeimiiii, 11
B ARG AR B T covveeeeme e 13
PR B JES wveeneeeneenei i 13
Bl B2 DL B B B AR B T cevnrerneeneennnennnn, 13
R U 14
SEHFE RN AR A e 14
B JLFCIRIBEUTREFULE -vvverneencanassvaresonressnons 15
IE B T B +oeee s vonenconmosvanss sunme s waves sowss s wwwes 15
FTE OB oo 16
VRS RIS «ewve s vvns sumes suens sunes sogmws vusms s swaes s 16
YR R (ACE) 0 IEAEIAR - 19
DR B RALNEIRIGIE «vevevernrreseremsnmnininieneenns 19
ARG wvererrerrrerren 20
IR GG v verrerereme e 21
SR o A AL S i TR 21

SR PERRREIE -oceverrerorersrrmmmnerseesinminne, 21
a%%%%ﬁﬁﬁ ....................................... 22
S B IEHARE < ovoers sovus rowee s swven varows vewess covens 23
MERFE LA (RS T ) ARAGH - 23
W5 BE Sl wows covmus owarne swmws sumwes s porsssusess v 23
BB H oeevrrrrer e 24
A BEIRIEHGRE +oeeverereoseremmscmnsaonensmonnsssenns 24
EEBAERR RIS - ooeves soonn s vuvss sswuns snssns sonse s vruoss 95
FR ARSI RIEPE RN «reveeverrrereeeemmmmnnnns 26
KR BTINELRJIG vevrerremrerermnmerrnnneeeinnnns 27
3 ETRWR AT +oe o somon cvusrs vorwns sanssansansavuanss 27
EHEFHERRHBIEG «ovovreererecrmertmmrensnsseirsassvanns 27
RUEHETE A JRPERE «cvonr commmn covwss sussns sveva sromens 28
i R FRFH e 28
RIS EJIRI oeeerrrreneme e 29
@%%Hﬁﬂéﬁ .......................................... 30
FTAB R EIRG ovververenrrmrnenenininininiieaeeaen, 31
EHFEBRIBITS oo vovosesinsnssvnntasannscssnnssrnoonsnosens 392
S IUERAPRHGTE ocvveeereernrrnnrrenmrnananieeiiannns 33
g_ﬁgm@;%mﬁﬁgéﬁ ................................. 34
TKIG IR o ovvrrerrrerr e 35
BB Z KBS IERRIGIG - ooeeeereeeeeeens 36
G HIBIIE e mnws o s s srny i Soton et ¥ 65 37
HABBREEHITR <oore s ovomrwreres soswes vnsos vsans cowns s o 37
ZE RBEFSEM: ERM/ BN
ZEETE coovrevrrrrrmreeeiiii 40
21 S ek = IRZEAAE (Down ZEGHE)  «oeeee 40
BRI weeereeeeneeiii e e 40
WM TR R A e, 40
i FEAD AT eereernermrriiiiiii i e 41
R R 11
B TG BB PR B - reren vmames somwre snsen s mpams suins 41
B B G RE BE wesnnmnsamsen sunnn v onues s v onn sovs 42
HAR ARG R EFIL oo 43
B T Bl wons ovmeos « csvis wmaers ¥ ioos waremis s dsigh e 44

IO HILAE R weveerneeeniiiiiiiiiie i, 45



I
!

E G Ly wevrernrrrere 45 13 Sy i R K e L L < eveeeremrerereeeeenens 62
FE e eeeeee e 45 18 B Y (R R BRI LR o eveerrmremrmmeeennns 64
JLL IR veeeeeen et 45 18 S A K g (de Grouchy) LEAE - 64
ftﬂt%‘?% ............................................. 45 Turner?}%éﬁ .......................................... 65
BLFE B oooeeereremnreemmnnnenemminiiiniiiiientanns 45 HIEIE LB coeeereeerermmnii 66
5 EBE B [H] wevevereermmmeereennmnnrini s 57
%{E%é}‘ﬁ ............................................. 416 A K 68
BB P B veeererre e 46 BRI LR ZA L eeeereeeneeee s 68
SEIAE A AR ceeereerereeneneie 46 = P ERRERTEPPD 68
13 B Yo A=K (Patau) ZEGE oooeevereeeees 48 R PP PP PP P PP PP TP E P 68
HE K e 49 He B AL eeeeerneer e 68
HHAR A 28 A B weveeneenneen e 49 IS FE B veere e 68
BT BB A3 5 weeevereerer et 49 B RE SRR v 69
FJLE weenrenree e 49 FER SR e 69
IO LA ZR R weveenrmne e 49 JERR T, weeeee 69
HEFH BRGE eeeeeeeeeeeei 51 /B PR P P PP PR PP TP P PP PPPPPRPD 69
PO BE B eveenemee e 51 Bl R G L PETRE S vvvrvrerenrmnennenneiieiainns 69
FA R FL ceeee e 51 UE B AD HT wveenerneeere 70
ML K F veeeeemerene 51 SIS E R B AR A e 70
BEAE won soswi s smass ssmuainionss somvs simas s eusvs nomvn seen 51 Klinefelter £ 4 S HAF G cooeeeeieieiniiiinnns 71
JE GV T weeverneneeneene 51 HE K e 71
A [ RN S 51 BAR S R G R EATH A oevevrererennnnnnne 71
BE BB wevereeeerreeree 51 HE T ZGL e 71
SIS E R AR ceveereerrrrnnnerennniineeriiiaann, 51 B = AR re crnmonvoenn cumes covuny snvon evespevase sy 79
18 S fafK ={K (Edwards) ZEGAE «woeeeeeeens 52 B e 72
i i cosamremmamcarmaons cyvees gespyoss i s 53 BB i svesomen smmonsunys swusen srmns semessannerasssy 79
FHAR 1 28 ZR 37 veeerneeeieeeii 53 BRI A L, weveemrereme e 72
PR AR AE wveeveeermeren e 54 SERMEBE T coereemreii 72
T T PP 54 HAfF I ceeeeree 72
IS I AE BB ceevevernsmnnsi 54 L8 XXYY  iswen smmai s kvwns shaens suwas nsbossbansinwas 72
R EFH BB creverveenrercniiiniiiiiiiii. 54 LB, XXX  wwes coisws cavins st sasonssibes dosss neone 72
F Al T E e 54 49, XXXXY creccessssstossrecccosstassscccsosasnsanns 72
FRFE| FEHF T v 54 FHE 46, XX vrreenemnrrnriii 73
PP 55 BB BB evereernrnrner e 75
B GI B BT s oomes semussonessi cons sivwmasinnns sovin s samnss 55 A BRI B conceene cornanbosararass vuses vasass 75
S FE R BN AR A e 55 BE AT XYY FIHALZ Y Yo @R i eeeenennnns 75
4 B e AR R S E (Wolf- BB E et 76
Hirschhorn ZEAHE)  «ereerrrrerreremmrrmennnnnnn. 55 AR R B RATHAE B ooeeeerrrnrnrnnenaeeenns 76
5 S YA R B B LA ME  (Cri-du-chat MAEEE E R EFHE N coovererenrerenrrenennnnnann. 76
ZEAE)  vvrereee 57 FERMEB TG oo 76
8 B falk =Kk (Warkany) ZEGJE --reeeeeees 59 BB B soawes suwian sowes nesons 65958 40 508 nsnbomannane 76
9 %%@Wﬁ%gﬂﬂ%%ﬁ ........................ 59 B e 76
11 S efa ks 13 1 S8 (G BE T D BT vveeereereri i 76
BT RE-Wilms 255 1F . WAGR) «eeeeeeeeenenn. 61 SLG B AR e 77



=
47, XXX, 48.XXXX. Hl 49, XXXXX ZEG L+ 77
A7 XXX veeevnerernenererieneiii i 77
A8 XXX X wveerevenrnenerarnanienenaensenenianiiiaes 77
AQ XX XXX weevreeennnorernnnmnariornesnnsnenasasssee 78
AR LE AT E eeeeeeee e 79
Mtk X JefafRZi G 1E (Martin-Bell £74
. ARG X PR A R e 82
T E eveenrenmare e 83
HAR A 22 AL cveeeeee e 83
BEBE U AE ceee 83
R - % L T T P e P e PP PP PP PPRPPPEPPRLS ]3
T Fe B weeveeneeeeee i 84
BE B 4 HT veeerree e 84
GBS AR AR e 85
$ME REESAE: DRERE o 87
| S R R BRI LR E  woeerrvemerersesmnnns 87
| B AT LI OE e 87
R R R VN R v 7 0 R | SRR PR R PP PERPRRES 88
R T T AR TP P 38
oo AR [ R coeeererosenmnernrriiiininsisiininns 88
Podo AR R ER b ceeereeererrnninni s 88
| B R K T LR E e {9
0 B AR R BRI LSO evevrevenneemnnnnnnnnns 89
R TRy N T - T T 89
2 %%éM& K%ﬁkkﬁ%ﬁ@: ........................ 90
2 YA R B LR AIE e 01
2 Bt lh 2p12-q14 BEIEIRIEE A AE ovevoeeros 92
3 E YA AKITREBRLCLE O vvvveevreereeenesennnns 92
S YO AR T A LR IE e 093
3 PO A B R LR I oo 93
3 YR AT LR IE ovveeeereeeeeees 93
4 B YR RE T L OHE ceeerereerrenrereneennns 04
| B KR BRI LA E  vevvenennnnnennnnnnnnns 95
4 S YO R B LR AE e 06
5K R T LS IE vveeeerennnnnennnnnennn 97
5 B YR KRB BRI LI A E  ceeeereeeeereresannnnnne 98
5 B YA R KRE TR LIAME coeverereeeeeemennnnnne 98
6 YO AR T B LR G E e 99
6 B YO IRERE T LI OHE coveerrererrernrrennns 99
6 BRI BRI LEAE +ooeeeeeeeenaenaneanenns 100
Pk (BQLLI-qLB)  wrevreemeenneeinn, 100
B A B 2k (BQL5-q25) ererermeseerenminnieinians 100
F K (620 TR ) wrevrerrrnrennrnieie, 100

3
6 %5{%@{4§K’?§§,§Z§Aﬁl ........................ 100
7 %%@Mjﬂ%ﬁkg{gf%m ........................ 101
7 B R R T L AE <o 101
B N S e 27 - || T PPRIPPPPPPPRRRH 102
7 A R KR T LRI - ooeeeeereeeeereeeeeeees 103
=573 R R o [ R 104
8 %é{éﬁﬁikj}’i‘gﬁ&%?ﬁ BrAIE weeeeeree e 104
§ Y RS R T LRI coveererermrrrrnnnnnenns 104
8 Y (KBTI A PUIRLE G -evveeervmeeeennns 105
8 SR KT LR AL o oeeeeerremrrrenennens 105
9 B (AT R BRI L IE - verereernnnareeenees 105
O B I (AT R PUAE AL G IE +oeevevmemmerereneens 106
9 B YA R BRI LR AE «ooeeerereeereeeersannn. 107
9 B AR KR T LI OE oo eeeeeereerereeeneenes 107
9 %%ﬁlﬂifﬁiﬁﬁﬂl .............................. 108
10 S Y (i AR GRS LR E veevvenmvennmemnenn 109
10 S YO AR B ZEGIE cevrrrrerrereeeeenn 109
10 B Y fR KR BRI LR E  vvevremmmmemmmmnnnen 110
10 SY AR B ZEAE coreeerreemreneeenn 110
11/22 S e R AN Sy 3T v vvemrmnmnnnenennnnnn 111
11 SRR R 255 ik (Potocki-
Shaffer Z‘Fﬁfﬂj) ................................. 112
11 SR KB ZERIE (Jacobsen
ZEASE) weverrneener 112
11 S YRR TG ZEGE  coeereeereenenennes 113
Pallister-Killian ZE 5 {iE (12 5 3L 0 (A B
AR, 12 SEFRORZEEIE) e 113
14 S (R KB L A HE e, 115
14 %%@14;{'(%?’55%%{& ..................... 116
14 B fafhip B SARLEDAE covvvvenverrernennnns 116
14 S YL@ KRB SE T RIE oo 116
RFZ 1L S et R R ceeeei 116
A BREREE IR e 116
15 GO (R K BRI LE A E  oeevrremeeneennns 117
15 S Y fa R K RE T LR eevevvrenrenmennnnns 117
15 SRR = MG ATE oo 118
15 B fa (KRB T ELZEAHE coeeerererreeennnns 119
16 SYefafh b RE T LIAE vvvvnreererrensnnns 119
16 5 YL{afk KBS ZEAAE  coeverrrernneennn 119
16 Stk KETEELEOAE coovvermrerrvrosenen 120
16 5 e (614 = (IR Y G ovvvvesenereens 120
Smith-Magenis £ iE [17 5S-Gy (o (A0
(11.2 BBY) BREREEAAE] coevveereeneesnnnens 121

17 SR EREE EE AL 122



