sh D= ] 4

A2 IR R



0] iR I Bl & AR BR 1 RE TE

Pseudohypoparathyroidism

— REEZ:

ll FFIR B A7 Jr SR FRTR R 05 - e B TR R ) J P 23+ AN [
AT RESE + EEAERITIARE - B AR A DIRE Ry /I HAR R SR (Parathyroid
hormone s PTH) - #SHEEBEEAVIER - (ROES5HET H & - B KIGE FiE
HEAFNMIE S - [FR G AL R o2 FERR - DURERF I o 5 B e g Al o 1 IR R
HE A SV E A 2 BT AN E YRR - 52 pE IR IR sE R R Ay LA -

fEPEEIHRIRERERE (Pseudohypoparathyroidism 5 PHP) (Z &% » EEZK]
F209E 4 t0f820q1 3,317 & FHIGNASIEE[K] (Guanine nucleotide-binding protein(G
protein), alpha-stimulating activity polypeptide 1 gene ; GNASL) fRF% » EEG a's
EHESSR  GasRGEHZ a FHIL (G protein @ subunit) AJ—7 » Bifg
NEFSAEYEREREIRER - HRA8R SRS I8 Mk 2 E IR R %
(PTH) DUz FL ARSI i B SRR S B0

JEAE RGN AS 1 E KA [F] (9 2 S B o7 BRLER R R B+ T340 By =2 © PHP type
la, PHP type IbJfhy-TIEEIHARBRKAESE (Pseudo-Pseudohypoparathyroidism ;

P-PHP) -

ZBER:
A0 G R (B B (Bl 3T - I AR 19 9 TR R REIE Y B AR Ry
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{1 8 &P AR BX 1K€ BE i

Pseudohypoparathyroidism

3.4/1,000,000 * {H H B M AE 2EREE £ ROV SR €I SRR

= BERR :

fEF B2 0B et 20q13. 3f0 & FING a sEE AR (GNASL) Rytid
(Imprinting ) &I » PRI AR 237 O B A B 2 Ry ELAG $70 BORERY o TR AT g
TEEH R - R (PR ) - RERERE ERIGNAS AR &%
BiGasEH » KEFMHE LRIGNASTE K& B H AL A KRB » R A SR
GNAS1ERIE VB Pyl Ze 8 B K2k 5 A R - & B PTHA U APHP-1a 5
H RG2S BRI AOH - MG P-PHP - ILAY R A B B P THIH S E -
RIEE I O $5 8 7 B kit T A A 2 - (HZNIPHP-la— & HAHO (Albright
Hereditary Osteodystrophy ) HYFER o ifiPHP-Ib:Z &Il AN B GNAS 1 KK 751 iy
B e S T RE  EHONASIEHEWFSER D G - &
PHP-IbIYZHEH » WIDUREIRELEERL (Deletion) » RIEMAE YRR E A/
GRS R -

FBARRA

IR EEHZG o SR » RSP THA R - SR THIR AR 2
R » SRR EPAIPTHIE IR - G085 BRSILRS © H T AEIRI 7 A
(Paresthesia) ~ LA ~ BEL ~ BHESEENR  BeO1 - (AT FRREY
Bk -

(—) PHP-la:
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o8 mBEER ()

WHEEGH SR/ BN BrRE - ARk - IREREE - 2281
o FRE % E A2 (Enamel hypoplasia) ; B AHMEEHEE (i) 5E
(Brachydactyly) ~ 5455 () EE 58 (Short metacarpals) » HAl
BTTREA K T MM E 1L (Subcutaneous ossifications) ~ FRAIEERE « BAEERES
Rl 5 SR OB S Ry Albright BB BB A 2IE (Albright Hereditary
Osteodystrophy ; AHO) e

AR IEREG o s R HMEEG o s 5 1A BT 68
HB DI RE A R HTAEIR - S R AR RIS E (TsH) ~ RIEIREER
(Gonadotropins) ~ £ (Growth hormone) % » R[BERKIILIE B HIRIR S AE(T
TRAFERE -
(=) P-PHP :

EBHREUEPHP-La B F HAMRIR R B 5 | IR A AHORIBRIR KB -
B HE R IR SR S -
(=) PHP-Ib :

A E KL% H AHORIRRIR RS - MR EE BB PTHE ST - &6
(RIMESHMERR » [Fl—FK iR B E H R E R — -

B2
(—) BEERE

BRI IR L 85 R R BRELS > BRI - FRETRRIRF ARl TSH ~ HiAl
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{1 8 &P AR BX 1K€ BE fiE

Pseudohypoparathyroidism

PRI ~ MRS (Gonadotropins) ~ FfE% (Glucagon) % ©
(Z) XABRARE -
HHBARO - BB BETERNE4  5F (H) EEBEM - e IR
AL B -
(=) EREE
ATREHT T AR - IR A A GNAS LSRR

b

N BE

TR E L R R B A S5 B IR 0 Sty > SRR RGBT IR o BEL O 1 B 2
#D3 (Calcitriol) » fi % EAHHIMER M - & %8 4 g K M E5HF - TASEAR I 9T A A8
§5 0 (R TR o DLOgsE RO B EE R -

tRE:
PR B R ARSI AR - RN R B - MR P pk e P
bR T TP L5 e = B AT A AP BRI 2E (bone remodeling )

BAERF IEH AR -

2EER
*+ eMedicine : http://www.emedicine.com/med/topic1940.htm

« OMIM : http://omim.org/entry/603233
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* Linglart A et al., A Novel STX16 Deletion in Autosomal Dominant

Pseudohypoparathyroidism Type Ib Redefines the Boundaries of a cis-Acting

Imprinting Control Element of GNAS. Am J Hum Genet. 2005 May ; 76
(5) :804-14. Epub 2005 Mar 30.

* GNAS locus and pseudohypoparathyroidism. Bastepe M, ] ppner H. Horm Res.
2005 ; 63 (2) :65-74. Epub 2005 Feb 9. Review.

188 | BTOE  RBWHERK



02 BEFRHEESREENE

Homozygous Familial Hypercholesterolemia

— REEZ:

RGN R IEEREMAE (Familial Hypercholesterolemia ) s&—%% FLAYHE 4 %
i BB - RrRlRIE%ENEE Y (Low Density Lipoprotein s LDL) * 8
HHElig  HRAGTCES  HEFEREDCHERLEZIER AR4-6
fi5 o MHEEUKHZEKELDLR » APOB » LDLRAP1 ~ PCSK9 » HHLILDLR (LDL
Receptor) BLAPOB (Apolipoprotein B) Al e8I Ry, -

KA EENR S T (LDL) W ek o 4 p oz s I e oo 8 25 R B AL - e
TR T 5 L 1 s [ Pt o M o A3 3 7 T B SR 2 ML B B LDL R 25
(LDLR) » JLA223RE AT I s il b - IR sl B 2431
IR B (APOB) TMBALDLAS & o [KIJL » B LDLRELAPOBEEKIZE 4 2e 4% » &

MR ILDL IR - B (L DL -

—BER:

RET (Heterozygous ) FIEME mMEEBEIAAE < # 4% Ky 1/500~1/1,000 - [fi
A&+ (Homozygous ) FIENE M EIBRINGEZ B4 3/ K 1/1,000,000 ; HRFTEIA
LDLRAE[AI A B A3 AL Ry 1/500 » KKT60%-70%F Z N B2 o K R 1 AL ik PR At

55 ITAPOB ~ PCSKOREIRI B H 2 B8 4E 3K B 1/2,500 -
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=7) D
D/t\

=Fﬁﬁﬁ (=)

= EEEd:

FIREE BT Z LDLRE RN A2 1 998 e thfiz 19p13.1-13.3( & ; APOBSEE
DRIz A 56 2 B Y B 2 2p 24T B 3 LDLRAP 1 5K BLPCSK 9 A& (KT HI 43 HIA7 7Y 55 1 5%
Yeti s 1p36-35811p34.1-3207 F

BERERER 7 R e g G B B MR - 35 R KA B R E I A — E 2R K
gesd QIR RE TR mIERERRIAE » & HACH B RERE 17 A w8 A5 K28
B QIR[E G TRIRE EEERRIE - FAE7BHEIERERES THRENS -

\

3o

0~ AR :

S R I e M [ P MUAE o A I (& B 8 3 00mg /d1 » AHEE(E T D 4RI
B s LY B R R AR PG [ & R m M [ A M i o JR o AR
FIREEIR600me/dl - (HEFATS%EENFEH (High Density Lipoprotein ; HDL)

MIZFEH Il (Triglycerides) SEIEHI o HAH RIVHIRZEAIT -

FERER BRARIRE
DI E R o BBV LM BERR (Premature cardiovascular

disease ) WL (Angina pectoris) F o
« ] RETE 2 DA R BR U A 1l 2 et IR B I 1 1l - 2kiA
TR LT A2 DA R B ORRRAEAR -
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Homozygous Familial Hypercholesterolemia

FENEE ERARZRE
DILER® (8) | - LHLBEZE (Myocardial infarction) ~ /NHUJE
(Transient ischemic attacks ; TIAs) ~ JSIME&E4M
tfiE, (Cerebrovascular accidents / Strokes) ~ 3EiZHE)
HRFH €M 557 (Peripheral arterial occlusive disease ;
PAOD) -
- BERAMHIRWEEBE{L (Premature atherosclerosis)
LRIEH -
Sr i HLAt R L - A 698 (Tendon xanthomas) °
* B (Xanthelasma) » HRME 7RG T W& R A B (5T
W NEIREYE -
. AIEEEER (Arcus senilis corneae) - FASEERE
WEEREILE -

WAERABHIH S - FRIR A I - Bl PRI SR 2 1 1 e IR B IR e
# » ARSIl BRG] DU SE SR s AL D B B R bt - /N T
MR ~ B~ PR E O G528 - ARg S0 AR S SREIRBLEL -

28
bR TR BRI IRAEAR 2 41 - th ] RE F AR HILDLR B2 APOBTE BL [KIZE B 0 AT 2 HfE X
Dl IO BB TTHERF G DU R ERRS ¢ 1 AT EREI R R A Th H AR &
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\

ZREILA] 5 2 BAROINEE b S R E W R A R B E R 42 5 3. m I R R A
LGN E TR (Xanthoma tendinosum ) ° A{bAplE 51 - AIFHIEEHE
Pk53HT (Lipoprotein electrophoresis ) 2R &2 lE 8 H & 2 LB DU B FI B -

N eE

TRETHA DT SR 5=
(—) BREYEH -

ERPREE - GHAWIGZ RS BERE/MA30% - S/KBEHERTER -
TRER B b R PR E R -

(Z) PRINAEZEY -

HEEZLDLER160mg/diff (IEHH<110mg/dl) ZF/INLEFAHELEERE » Tyl
RO MVE R < B4 - w S ORI RRREREER (Bile acid sequestrant) HiStatins
HIGHE ©
(=) LDL Bl -

IR R & 1 R M R B T B I o F A+ IR R R S BT B R A
o S ERIMEENT KK RS ARILDLE » R v R & 3 o RO I

(mm) B 1 :
B I3 2 W B T B SR VR LDLAZ DDA » 1L 5 L4 08 P S0
-
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Homozygous Familial Hypercholesterolemia

(R) EFEERE

HATH—#H % Mipomersen sodium i AR REERH =B - LEEYI 2 —1
ER R EEY) (Antisense drug) » A[ERfEE HJTB (Apolipoprotein B) «ZmRNA
Ry HE LR A T e I 2 1 T BRY AR B 1A RO D M 5 R A
(LDL-C) ZFE R °

BHEN

s http://www.genzymeoncology.com/onc/clinical/trialdetailresults.

asp?nct=NCT00607373
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Familial Hyperchylomicronemia

— REEZ:

KM FLEESARLIIAE (Familial Hyperchylomicronemia) SZ[XINEHE H IEH1H
(Lipoprotein Lipase s LPL) BHREZH MEENIHR » PLAE/HFR MR E H e
i LIREAR RAE (Familial Lipoprotein Lipase Deficiency ) B —AI g HIAE
(Type I Hyperlipoproteinemia) ©

FLBEWKL (Chylomicron) Z5MFEGHEH (chylomicrons » VLDL » IDL »
LDL ~ HDL) Heiy—7d » A/ M PRy =B H iR (TG) X E] & fe H
HOAL - HACHEE C RO - K =B H iR KR - BRI BE R R R )
(Chylomicron remnant) ENFBEAHNER - HIRED RN IREER - MEHN
FLEERORE A28 A IReE + 8 =Bk Hh il HE AR 70 JR B A M T R I AR LR
P

"o BER:
e 2 B AR5 1/1,000,000 - FEATERREAEN] - BAEMEARILT A
ST AR R -

= BERN
e EEB A R e iR bE M - HE0WAR (LpL) R8I EE
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Rkt = 5L BB AL M fE

Familial Hyperchylomicronemia

bRy Etgsp2efiE - B (FRGT) WFEA26HRE TG IIE - 50%HI5
GBI ARG - 2o a e 2B - WRE (REEST) MEEHIEE
HIREEA S By I S 08T 35 I IRE A LPL AL R 2B A7 - AITAT 4R OL Ry
FERIRZH L HKHR -

CBRRRE

R HE AR R S B IR ) - N L AT v = e vt L 7 R R 9
SIS BERRR ~ K2 LR PR s O R AT IR EASFAER - 5340 =R H iR
FE MR AR R B HE R s AL BE BRI -

A 2

FER2WTiTE - AR AR A =BG - HBUE P £2,000mg/dL » 5
SAIRAT AR A a2 (MR AARS (LPL) ZBERIE N - HREA R E AT ST
# (Heparin) FEHEE FIREREEIGAL - HER T ISR EE S - AR m] EE R A RH AR YT A
(Adipose tissue biopsy ) il EIEME « MLPLEKZ 73122 B I 1E RS k8 » U
HOT%HYEE MR BIZMA BN - S 3 AT S BILPL AR B RIER K -

NBE:
ERRPER R IR ik — - TR BB A b =M H s < IRE AT 2,000
mg/dl » AHEHI KR TR IR E20g/day LT » Bt K TR LAY RERE & 15%

LUF - Whgeta it B E S RAF AR IR A R ] - BERESE 1R HiE T - ATRERY

FTOE ADUERR | ]95
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=N 5

ERERK (=)

FREAN  BRBRR  BERRIN ~ IENRTAIBERRSS (L AN 0E 2] 1 eE R84 -

BB E AR E - R =R H IR RREE - SO BRIk
G5 RN =R HHIERPIE AN « A ~ CIIRERE  AIRAT ~ Isotretinoin (F
FRHEE) ~ zoloft (FLEEM) M1 4B LIRAIHEHS -

tRE:
ASE B IR R EE I P o RN R A - (BRI BER
SR -

2EHR
« OMIM : http://omim.org/entry/238600

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1308/
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04 RIBEAE (KBEE)

Acromegaly

— REEZ:

I bifRAE (Acromegaly ) /& —H- W EHIRIE + B AER30-4058 241
A SRR T RS REE TR R EREEE (hGH) - SR H AR fE Y e
B OCE LR B ) EARENARHFERER (Growth Hormone Releasing
Hormone ; GHRH) » R E R EE A KIMETH

ARBEEF RN - ARERERME - §ESEHREERMNHEE
NE s BNEEIRER - BRENERE - R LU RS RS A R
B TR R AE -

—BER:

RIBE SRR » EZ B4 % %40/1,000,000 » MEEFHE AL » 711
HISEFEG] - R - SEAKIES00 L MBI AIENIRA - FELE
Fe ofil /£ ARIFTAB -

= BRRRE:

HRENERBRGEEZENTEE - 578K IRIEZGE - ST -
B I SRR MRS E R - BT IMYRTEMESL - R
ERUGHEE - BFEEGHRIE  FERW  LIVEPIRAE BARNIRE - F

5

i
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o =|=ﬁ1§ﬁ (=)

Sl RRRRED - 3 B AR PRI 8 - & R TR RS M R T3 i -

m B

R A RERIEARRE - BB EORRRER & e b i R im i
VAL - BB HEIVAERR - 2B I el o i A R R S 3%
ERKT (16F-1) - BANRHBESEAROEY ; 55 WrTHHER#EE
HIFHIE (Growth hormone suppression test) 5B » MILAESRMRAT & SEHEEH 1R
AR A ERAR AR R R MR G RHIINE S BREENE

REZBEANGZRE T2 G2RA T - #5 B ISR 2 vl 5 g
FERI AL BERIAR/N -
T A8

FEXGIE T » TR B EIGH 73 - B2 MR 8 o e A3 - [RIL
TEBNEREHCEA « Tl 5 RS - KIIERRERZORE DA ZE
BIERE - WISEREE—PINER - EREMRIGEN TR —  HLFHFLE
LB AREBEIAHBR - AT - WIVERGRHMERINR - B LR - IR
DIRE  FE RPN - SR 8E o8 (R R SR AR MR TE A - P P22
169 » CIREEY)HParlodel (Bromocriptine)  {HZ2FCRIAME - K&IRAEH
FITEF 5 E43891H Sandostatin - (Octreotide) MISomatuline (Lanreotide) * F(H
RO REEYEAR » (B2 LY TS Sandostatin (—RK=K) AAFHE - HEREXK
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BimAERAE ( KBRE )

Acromegaly

BRI Sandostatin FISomatuline » 7] DUEHE H 82 B HAFH —X » BW AN —KiE

T o Kb B AR BTl — ARG - LR B TSE -

N TER
HREEGSIHAERIME - BRWEEY  SeaR—W AP 105G il

FRS I R 2 AR SR A — iR AR RIS - 2 BB E EA3EIA] -

2HEN

* http://www.mayoclinic.com/health/acromegaly/DS00478

* http://www.healthline.com/galecontent/acromegaly-1/2
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Laron Syndrome (Laron Dwarfism)

— REEZ:

REMERERTERRERBRCAR - NEERBE DT =W
% HEXA (Receptor) HLZFEE » WHALK EWELN - A REFEIEEIE £
MAE TR AR - A RMEGREITFRE S WERSRERRK T (Insulin-like
Growth Factor-1 ; IGF-1) » RE¥AIT ~ (e AR KA AVTIRE -

Laron [RHRIBIEMERE (Laron Syndrome ) 2 —7 4 5B B BRI F LW »
TR RMFRESUE R - POREERRR Er o BB » S — B2 R4 RE X4
< FEK (Growth Hormone Receptor 5 GHR ) ERAEZEHE » BE A REFERAIIEH 2]
BELTRE 5 25 —BURI R IR Ry 4 R MR 38 B L RPE (Postreceptor defect) FTAEEEL » HHf
TR BORE K FySTATSB » STATSB Ry —iREEIERK T - HoeB @i S BRX
FURERE » (MR 2 R BAYIGF-1 » BEERIGE- 1RSI -

ZBEXR:
H R 2BRHE 25 0fE 2B B s -

= BERN
JUAEZ 8 R Ry e i BRI R ATREE SRR A GHR A A AL A SR 557 4

tBfE5p13-p1 2RI E 5 STATSBRIMIAZ 175 g 17q1 1.200 & -
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Laron Syndrome (Laron Dwarfism)

- BRARERE

Laron [RURFIE BREFIY B H ALK R LA RENVERER - Rz G2
[FlfE IS LG/ - i EE R - SMRG R - HERE AR s
AR FH R S W IEH IR/ - B AR B %R - R REA
[F] o HAMBREIRES © HERAEE « B A - BT BUHAESRD &
B - NIABEE AR  EBRE T RRER FER -

et fdn SREHEGHEMME (B2 MEERE TR - 5N
ERWFEER TS - (FEENVBEEEATER A BENIcr- 1 EgR{E > f—
i RERRZOEEAR  IMERBFEHESEONEE - £52EE R
RABIG: 75 B H AR IR -

128

BERER 2T ARG IR RS BORR2 M » AVE B HNE ~ M8 ERBIPE - $iRE—
WL AE R DBIEAEREZERAEN (Growth Hormone Binding Protein ;
GHBP) MRl ikiE - (EARET 2 IRFE M BUE 2 H - KRt i B{H W] RE
EIEHHY
NoeE:

B A e IR Lm0 — R AR R A AR B R AE KRR -1 (recombinant
human IGF-1) KA » LR E G N - KR'E nI RIS By 4 &

ETOE RIWER | 201



ﬁ?u:)‘ bb
ERERK (=)

HEmE B~ RIELARI A R  BINIAE AR - S8R
& WEAEIREAIIE A « SRR AR RERER T
fE - BB GURGE T - SRS MR - BIHE DR IR R LR 4 -

2EEM
« OMIM : http://omim.org/entry/262500
* OMIM : http://omim.org/entry/245590

* eMedicine : http://emedicine.medscape.com/article/922902-overview
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06 Kenny-Caffey K IE IR &

Kenny-Caffey Syndrome

— REEZ:

Kenny-Caffey [RIEMERF (Kenny-Caffey Syndrome ; ffEKCS) Fy—HHEZE R
O BB RN - RS BUEE B E AL AR A B HEK - BENEHE
N HERRDEGZERE - AER SR H—8 (Kes1) 2R R TBCE
(Tubulin-specific Chaperone E) ZE[KIZE8[EE » ALK Bl Sanjad-Sakati
syndrome G » HLAh - FEREEEF G PTG HE 2 8 22q1 1. 2MfER
PUINERSR: - BT (Kes2) HYBURIR K H RTHIAR G R -

- BEE
BEEFRHZE R - BRI AR A RIS R R -

= BERA
B Kenny-Caffey RAE R L BE B - BRI LRRORIEEES - B2
BRI Ry e A i BAVE S » E R — AR BUR A K TBCER A S 1 5R R a8/ 1 g 42-

q43fE -

M- BERzRE :
IR ORI A E BN £ RBRE  AUERE (Macrocephaly ) ~ {KH 4 #8
H o RIME5 (Hypocalcemia) FEFEEIMEE (Hyperphosphatemia) ifi 5[ T EHif
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(Tetany ) EREAR » 4%

R LAY R R B TR ERAN R

ERER R

%—8 (Kes1)

FE”HI (KCS2)

< MR RS R/

- BB BAEBIN B SRR 122

« AR E/MR2,500758

- THRERRER
DB RGEEN B RER

ERAhERAT3% °

DA

« SRR/
- BENERRS AP E

=

S Ig

* HIRMERES
- B
o /Mg ANIREE ~ /NEERTE ~ K

- BERBL - R CF) 1

AL E ~ BB IR ~ HR B
B /NIRER ~ BB~ EEY
SRR ETHETERAY

s

ff& (Diploic space) ©

« KUALE (Macrocephaly)
- BRI A
« /NIREK ~ SE iR BT

=

RS IS5 1L ~ il 7.2

7k (Papilledema )
RIEEARE -

s
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Kenny-Caffey K fiE & 8

Kenny-Caffey Syndrome

BRERIRE
FENER
$E—8 (KCS1) E B (KCS2)
TR - HiERG RS - BEBL

- ARG - BRI BE R

B R -

* /NF/NR
g Bl BIEECH - 8

- REWKEERE - B4

g -

Al -
Mo RR | - BIHRIESRE T N = A
e (Calcitonin) & F
o PRGN B BRI A
il R » FREHHE (Tetany) - BRI
« [RMEC L5 5 [T « R
HAt - Elfl - Elfl

& Li i) RES

« [BEEE (Cryptorchidism) >

28

IUAE 2 £ B DUSH R R RS R kg

Al T A AR S IR B

FTOE ADUERR
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ERE® (=)

RUMFHE FEGRY - Ot AR TS A E ARSI T R R -

== \A\ .
N
/N OTH -

R T I B AR RLE HE o D B R DUR SR Tl TR R o i E
FEHEMMZEMRERBEEFELY - I 1,25- FEMEAFD3 (1,25-
dihydroxyvitamin D3) A5 F IR HIE] R IR FRUET -

2EHR
* OMIM : http://omim.org/entry/244460
* OMIM : http://omim.org/entry/127000

* http://[www3.interscience.wiley.com/journal/11905891 3/abstract

* Kenny-Caffey syndrome is part of the CATCH 22 haploinsufficiency cluster.

Sabry MA, Zaki M, Abul Hassan SJ, Ramadan DG, Abdel Rasool MA, al Awadi
SA, al Saleh Q. J Med Genet. 1998 Jan; 35 (1) : 31-6.

* Bone Dysplasias, 2nd edition, p.425-427
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0 7 WAGRERE (RENRER BIR KERE ELERLRE)

WAGR Syndrome (Wilms' tumor-Aniridia-Genitourinary
anomalies-Mental retardation)

— REEZ:

WAGRAEMEHF 2/ & A B A I K IER (Wilms' tumor) ~ HLJRER 4R
(Aniridia) ~ WIRAETEZFEF (Genitourinary anomalies) BHLLEERR (Mental
retardation ) VUREAEIRAYRERERE » PLAEZ RIS 1 1R 4R B I 1 1p1 30 B 3 A ik
% (Deletion) - ERILEER FIVEERIAIPAXG ~ WT1HRETEUR - WT1ERINE
Y1k —TEEERIKI T (Transcription factor) » BIBIRAET RO BAR » &I
RIGRE I » S SR A T ES B R R B B 38 A SR B IR R A P RE M (L
T e 2 5 B A W LA SR S M T R e ) 5 PAX G REIR] B R e R A
RAR » HEERER A e G IR Bk - U H R ML IRGR B T e & R
IR o

ZBExR:
U 2 8 2 3R H i 3 SR SI O AR AT - (RAE LR ER AR AT E PRI 1375 T
WAGRJEMEREZ R 5 (RSB A BRI BRI S T - A7/1,000 5 KR LLAE -

= BERN
IE Ry Ol MR - HEEHERS REENMEE - 2RI R
CRHRS T~ DR FAETE B A R RS AR TR G e B R R A RE B
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pb
o8 mBEER ()

OReE R T o (EAER S TR A i A AT -

M BRRERE :

Lk AR IR R R ERAT T

FENER BRI

DE R ALBEEETEZTEENLEARE

TREEE FIE50%EHZE & H/NEE (Microcephaly ) BlIAERARHE -

Sl WIS ZEH ~ NEHE/N (Micrognathia ) BLAMUBRPERTE % -

AR B AL G EEIE (Aniridia) -
HABRRES A HEAEARE e R EHARE (Congenital cataracts)
FOLIR (Glaucoma) ~ HREREEHH (Nystagmus) ~ ARM@ M
(Ptosis) HiZ:BH (Blindness) °

U eI BESEfE (Cryptorchidism) ~ JRiE NA (Hypospadias) ©

SR RS | R A A R IR I IR R R (F950%) -

Hth HHRHEE (Kyphoscoliosis) ~ BERFHIGR (Inguinal
hernia) ~ BlBIHIEE » HEGRIL (Streak gonads) ~ 14
BREEAHRERS (Gonadoblastoma) ~ ZRT/NERE M (Fifth
finger clinodactyly ) LAROZE HHFREMESE -
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WAGRERY (AABEER  BUR MRRE SHBEERH)

WAGR Syndrome (Wilms' tumor-Aniridia-Genitourinary anomalies-Mental retardation)

28
BEAE P 446 458 5% 1 L R O W PR SR B AR P - (B R e e e L R R
PN S

b

/ AN

A4

8

Ta PR R E TR AR £ B 5 U S S AR TR i (LB R B R R
7 BANE RIS PRI R SR TR FIR R RE G Tk -
ERECAEWT UERIBAR - R RN ERE S et - EEg ]
AEHE— K B S B R R B R T RS A B R G EL 8K,
tRE:

BEE A R R BRI - 7585 5 0 AR IER - HAEmRAl
R PR Y YRR SR A 2 BT AN R - (B R S B R i 5 7 )
HiEHE - BEEAEORIIEEE -

2HEN

*+ eMedicine : http://emedicine.medscape.com/article/989329-overview

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=wilmstumoranirid

iagenitourinaryanomaliesandmentalretardationsyndrome
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ACTH Resistance Syndrome

— EEE:
B AR e R PUMIERREE (ACTH Resistance Syndrome) s&—HA B PIERIR

R L R PR O RE B o+ K 2 Bl 2 R (R SR A 2 - (BT RER R 18 K
PEEAACTHEE %% (ACTH receptor) ZFRGMEUR © B bR e R ITMEAE B AE
o 2 11 A S R R RIRTERE ECRBRZAE (Familial Glucocorticoid
Deficiency ; FGD) ETriple ASEf&#F (Achalasia Addisonianism Alacrima
syndrome ; Xf§{EAllgrove syndrome) ©

B ERERER (ACTH) MM MR - T REAE e R LI KE 7 ik
fif K2 3% (Glucocorticoid) » HH i FEAYET R EERE (Cortisol) + BEZ RS
HHIACTHRY BT B — BRI B HEH] « B ACTHR 25 % 4 RN » (ML
Cortisol 733 » BEIMLEEFHICortiso BUERAL » HIF E[RIBRBERIRYTER - S &l
FIACTHRY 3 » SERUMAEHACTHZ BUE T -

ZoBER:
BUAE < 384 3R H R AR REYIII AT -

= BERN
FIRVERE SRR A Triple ATE R EEBRAS Mgl IbEM
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ACTH Resistance Syndrome

FIRIEEE R B AE S — T 2 BUR R MC2R (FEREY BACTHIEZ S ) i
A 18R R B 18p1 1.2 E - FEIREEE K B2 fE A 25% BRI BB R 2 2€
B RIRIERE RS R SR A R B MRAP » PLESRIAT A S 2 1 R e i
E#21q22 1R E 5 Triple ATERERFRIBUREKIAAASRIAFAEE 1238 4Lt LAY

12q13fi & -

 BRARERE
(—) KIEMERERRRZIE

BREARR LRE - 5 R A IR Rk
BEZBEAGWI  HRIGEEIER - FELEFE (Glucocorticoid) R
ZHE ERETHE o WA OB M AR A AT 8 1 F 1578 - oot - &
FHREEEORREIE LS  RRBACTHRYIFI RGP IK o BHIIEIRER
( @ -Melanocyte-Stimulating Hormone ; o -MSH) - HIEIREEERZE/A G e
By o
(Z) Triple AREIREF :

LA A AU RE B0y © B BRRARE (Adrenal Insufficiency) ~ REMIEEA
BE (Achalasia) BUEIRAE (Alacrima) ; HAMGREHAIEE  LOEERE - BERH
(Hyperreflexia) ~ MRSEFAH R (L EHREGHIBE S ~ DA » ZHE T - Bl
R/NATE (Anisocoria) KZEMMEAK MR % BATRIHE AL -
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TR
BEMBHMACTHEE R » Hcortisol AR RENI S - MEHX
(Renin) FIBEREIER (Aldosterone) ZBARIIEY - Ei iR R H

HIE LB/ NKE (Zona Glomerulosa) ZAHAR R IEH » (HEAE 73 I0EE B 200 E LR
RARE (Zona Fasciculata) BAHFHRIE (Zona Reticularis) #H#%ANGHHERRZE4EH

%0 AN Triple ARERERETPIEIRAE < AR T HE B R ICHIEL (Schirmer Test)
K -

e

~

v
wre
ay
st
o

(—) {EM#E (Hypoglycemia) :

WEAEARFERETL B2 B I AG 1697 - S8 B B T 1 g A (R R e IR B S 7 1
AR 38 (F &S B RR 5S » HPME I A 38 A Sk T - — BRI BUE
(MRS GI » FENLPIZE IR B TG T R %HE -

(Z) BERERFETRZ (Glucocorticoid Deficiency ) :

HEBELE R LIRS RRIREN - JEMTCEE R - TR YIERE S IR
Pl BRITTREEEE LRGSR (Adrenal Crisis) » fEFFoME B SR 09[R th g 25 )

BN EARERTVERY - #ER AL MR gL AR -

(Z) RiEMEAREE (Achalasia) :
Bt R AR A RE BT R IE IR T U AR T IRAE I - iR B A

0
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ACTH Resistance Syndrome

BRI R B R 0 0 B A il 28 55 (R 22 1M B B B s O B8 - 5 e A DU B SE
ik T HIME TR B R EEY) -
(M) #ERAE (Alacrima)

TR EHCH D RO EIR - R B IR B A A SR AL

tRE:

Wik < EREGHE LIRDIREBAR IS - DA RIIIR A B & 2 1
REFHHAE B BB TS » i 7o A B 3R Bl Ep AR R o FH N 3E9)
(CIREE ZENIRCE PR

2LER

* OMIM : http://omim.org/entry/202200
* OMIM : http://omim.org/entry/607398
* OMIM : http://omim.org/entry/231550
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lo-Hydroxylase Deficiency

— mEE:

1 a PR AERRE (1 @ -Hydroxylase Deficiency ) & —TiffEE RDAH 52
R R 0 EFEENERET B ERIEL (Bone Mineralization ) B {#fE
(Rickets) » XHHRyEEIBUAE AL SZDMKFEME MR (Vitamin D Dependent Rickets
Type 1) °

BEE R 25-FEM 4 FD3-1 o -FILE (25-hydroxyvitamin D3-1-a -
hydroxylase ) L JREH A SEHME0R - JLBER L EA A B MRV E D/ VE - BE K
25-FEEHMEAE DS (25-hydroxyvitamin D3) AL Ry TEILRERY 1, 25- BRI A4 R
D3 (1,25-dihydroxyvitamin D3) - 1,25-BERHHEE RDIRERS S UG LA |

HIAEA 38D % - eI FATE — 3 ER Ay A B S FEANIM S5 I E ~ MR BB b -

ZoBER:
Bt A ARBAL R » 192,358 A it | TR B AE » 2
AR /26  FoMHE 2 B R AT 3t -

= BEIRIK
BEAE B R A e RS B BURI AR B CYP27Bl » HIEKEY)
Fo25-FREHMEAFD3-1 a -FALEE - (IS 1 28R a8 £1912q13.1-q13.30 & -
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la-Hydroxylase Deficiency

M~ ERARRE
it RATERIR R GO R

gzgﬂg@ﬁ Eﬁﬁ%%
EESE | - LREE - ERER
SE g * R - B

- RMIRFHZER » FHERHEE AR (Enamel hypoplasia )

AR - {9 (Rickets)

- BRI~ BHTHRIRAE - B/ MR (Bone trabeculae )
D BB

- B ERCR B ~ AN IR B

- Tl B « NIEE

o MR~ R A S R B

WL R « WIABRIET - SERRARRRE RS ~ 17 BT R 4 -

eI - SEENIHS R B

o [RME L85 1T S B

- TR AR

Aty o RFVERTRIRIRIR S RERE

- ARG ~ EREREIE

- MR IE
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P AR Sk #fE A A DA Ao (0 < B R B LR AT R
5 | B 4 DK IBIMEE TS FE B A RDMFEMMER

(Vitamin D Dependent Rickets
Type I1)

B RBURIR A R B RRrhiy 1 o -FAUEE | BOw IR K R #fE A4 3D B 52 A ATk
(1 a-Hydroxylase) ftZ ° e -
Mg 1, 25- KA ERDIBUEE T | MiEH1,25-FHkHE4E RDIBEIIRE
e + {H25- R RD3BEIET, - BTt
B B ~ PARRIRAE ~ RV | BRI ERAEEE (Alopecia)
R I = REAE Rt -
MEEHERDEREERE - TRRE - i - H - BREE - S
%o

(Vitamin D Dependent Rickets Type | )

i

0

g

RGBT G AR IR - #E i E e = b A ] 2 30 FR B i I 5 B 1T e AR
&~ B EEERE BT~ M1, o5-FREHE R SRDSHUEIAEE NI - (Hos-FEEHEA:
LDSHHIEHERHE -

7R
TEIGE T FEM R AT AHE R ZD s/ VR 1,25 - REHMEEEDS » I
Ah o JRE] 5 P S B A S M BB A 4 D3 (Calcitriol 5 #5057 ) {HELEEYfE 8

FEEE R IE - HEEEEEEIRIE (Hypercalciuria) » [KIELAEHIIH] FIZERS
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la-Hydroxylase Deficiency

B MERFH AR h FS g B (BEM2K) - ARAERMESIER - EILHE
1EFHEE - HRRET 2 EEMIEN & i AFEZLH » HCalcitriol B 2 AL R A EAN A
R - FrARERS BRI - MAE 1S 1 TR 2Ll 1k P — s

2HEN

* OMIM : http://omim.org/entry/264700
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Kallmann Syndrome

— REEZ:

Kallmann [GAEME R (Kallmann Syndrome ) J&— 6 e fUR 1 (2 BRBGR 20 WA
B~ TERRDIREIE T ~ MLER R R BUHGR Y ZE PR + KR B R Ry B IR R
Z B BRI RIBIA B IR+ (E A0 R 1 S SRR IRy B SR B
BAREERMAIESE LR o WEHRTC 2 FAR » Hrpig s RiKallmann [RAE
fEREE—A (KALL) ZBURR R BKALLE R Z 228 » & HEEN Anosmin- 1
EHBAREMEOR » Anosmin- 2 —HEEE - B EMES MM/ HE'E B E
B AR R R B MR MRS R R MR (Gonadotropin releasing hormone ;
GnRH) 8RR ITE i EA B R mEE BN AT - fTLURERT
HPERRIIREML FRYEAR D - A RS & FRYFEE - AR ZHE « REEIGR

(Hyposmia) ~ B ERE (Anosmia) °

IKFTRERIEUR AR - HATE KiKallmann IRAE R/ FKALL » KAL2 ~ KAL3 »
KAL4 » KAL5 » KAL6 AR » HEUH AR 2 Bl fKALL » FGFR-1 » PROKR2
PROK2 » CHD7 » FGF8 » Hrp S ARG PUREAL R fs I - BRI IS 288 R IKIAE LU AE iy
{GAILLB] > KAL1EEIR Z ZE8840155%10% » FGFR-1JEAI#I{510% » PROKR2FE K]

155% » PROK 2L [KIHI/NAB%
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Kallmann Syndrome

T BER:
BEAE & 34 3% 85 1/10,000~1/86,000 » B BHRILHIKIS : 10 BT EBFE
EE RS - WS EBEEAEE -

= EEEd:

Kallmann JOEBERESE — B (KAL1) ZEERA xR ERREERE - Zohn
KAL1TAERIA A Xp22.3 3 KAL2 ~ KALAfsRe e BT - BUwRIIAR 23 B2 AL
AR tfEsp11.2-p11.1 LIUFGFR-1 (REMEFMINE BN FHe5288-1) &K
MR S 3 5E L 184 3p21. 1 FHIPROK2AEA] 3 KAL3 T B R Byt pu i i 8 » {H
WHEEEEES > BURIIPROKR2Z RIS 2058 4L 1l Eiy20p13f1E

M BRRRE :

FENER BRRRRM
LR#EE - HEICERE JEE
L3 *80% R EAMBBEREAIE (Anosmia) FIIR B B

1k
(Hyposmia) ~ HE ~ t0F RALAAH B K95 B

(Synkinesia) °

SRR - B R RIS RS EUEEA -
S R C IREREEE AR SEEDIE - BRI DUR SR T R -
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FENEE BRARSRE

WREHRR | - BREEA 2

- HEMREE A2 (Hypogonadism) ~ BEEM/IN « SEHLZEH
(Testicular atrophy ) ~ BES2fE » JHMESESE (Eunuchoid) -

- ZHH A RENALE R B iR

A 53 b MR RS N EREIIEEME N (Hypothalamo-pituitary
hypofunction) * EAEREE Tl o3 Wb iy e 1 B i R B
% (GnHR) /UM -

Hit < SRR ~ BIELHASE (Gynecomastia) ~ FJEE (Pes
cavus) ~ fafifE (Ichthyosis) °

-2

B AR MR 2 2 A5 R R R B SR 2 B - £ B H NG+ - FREeR
(LH) BEEREHEE (FSH) AW ERIEF BURIE - r@smE (BHEr
ZHEMA<100 ng/dL 5 PRI —FEMEMEFR <50 pg/mL) - HAAHRAIRA R GnRE
FIBAEMEL (GnRH stimulation test) ~ BREZTHREMEASE » LRIkt -
HOKTERE TR RER - FLBETREAREK (Olfactory bulbs) HFHAR
WG - Bhoh o BIRSMLE I SErHSE T #4TKALL ~ FGFR-1 » PROKR2 » PROK 2%
Rz 2285347
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Kallmann K fiE & 8

Kallmann Syndrome

b

/ A

A4

4

LT BE B T2 B4 5216 - EINFR E FR E O IR AT S - KRB
S ERE - WREMRE Wi T AEBEREREZE (Human Chorionic
Gonadotropin ; HCG) ~ =E2[5HH ( Testosterone ) ZRAEFRFEE M1 » B HIFSHARE
HEXF TR -

LMEERLREAR  FEEMEERRE (KW REEAR/D) - BREK
BRTFHUARZIE (Infertility ) 8K » AT 2 BE RGPS - DUER
MRS R HRES - AU ArSHARIGEIN PR R FERE - HifT AL
RAPLLEZ A B » A0 TS IR SCH

tER:

R TEIREE A ZIRE - ALEE AR SSRGS - BENHRER
g BERHAMOFBE - AR OB - HIRR S LA IR B R
A RTAE

2EHR
* OMIM : http://omim.org/entry/308700

* OMIM : http://omim.org/entry/147950

* OMIM : http://omim.org/entry/244200
* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1334/
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0] ER A8 A 62 B O M 8%

Neurofibromatosis

— REEZ:

ASHBAERE ERE (Neurotibromatosis ) J&— B E MRS » BE W -PHEHE
BIFCRIR I ATREZ EEIU - HER TSN RS 41 - S ReRy IR g AR
JE RSN I RER B o I R Ra A » BRI Ry B+ B8 A PG T A S
MBAERIERY /10 » WRRBUR T A SR FE B -

ARSHBAERESE — B (NF1) R FyVon Recklinghausen disease * %4 i B3]
JTUA SRS R B IK b DL 8 1 3R R A B e A~ 9B (café au lait spots)
Ryl KFFfEL 5 BRAE/ZKINF T (Neurofibromin-1) B2 228 - HIELKIAEY Ky
Neurofibromin-1%5 [ » BHIHIRasHE HAVER S ELRI AR - HRBHER - &
BRI IR AR - ST O -

RSB AEREEE A (NF2) Z2E3 it 5 i fa s (ISERSEE) Bt b
HOZ B RS A i A R+ B IR P SR C B RNF2 - HEY)
FyNeurofibromin-2ZE H (Bl FyMerlin) -+ ZHIEREON—& » EHlHEHEL
I PTG A A - R A SR th e R R A -

=i T3 ¥
KERT IR AR AR T > NFIRYRE A RE B 1/3,000 » NFRRy B4R
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Neurofibromatosis

#1F51/33,000~40,000 » HATMARA EHEGEMIE R LR ZHEER -

= EEEd:

NF 1 BANF 245 Fy By (B SR M S8 NF 1R BOREE R AT A 55 1 TR e s iy
17q1 1200 & » K1E — P 2K R Ze8i BB+ NP2 2 BUw AR R 28
2ofR et i922q1 2.2 B - BRCHEIZCB B RS - AHRILIERHE ARG
R EZ BRIk -

0 BRRRE :

BERREAR R AT B A0 R A TR 15 i A i 50k - BB Al —

FIERMEL - ARG ENAR - AR R

(—) TEHMMERE—2 (NF1) !

1. @B (MIVEFJBBE 5 café au lait spots) * BESRIE At ATRER 2-31H K¢
FEEBE - (HI295%-100% LIS HEAHERE B &a 6 H L LRIIUE- 558 - 5326t
WA—EGIELYES LB e ENRRBE S EEE - F Mt
AEL RS - HBERENREE RSN - RN - B
R G A -

2. iFEHEHER (Neurofibroma) :iE28 R NZ S RIMRAEAL R - ]
TEAE R B - — k3 - TR E G AE  » 16 7 D F s 2 Al e i
i e
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o8 mBEER ()

. BCMBRBEBE (Lisch nodule s ZFERASHT )  IRMSULAR LAY B RBESE G RBHEE > 78

FRRA AR R IR R A A RER 2] 5 R i B A R -
H90%~100%Z KA EHFIHILZEDEI - LR A &5 IR -

. FERRER M ¢ 30%-50%.L B AR L BRI & R PR IREE - Bl 3

HIERE - DA RS - LR ELIFERRE - MR EIER - K
EEENIAREAS - SEREREE MMM ARIEAISe R, - E8E LRI EED) -

C HHEME : 10%-20% BEGEEHMENEE  RRESESFEILRH

B JERTERE VO > /N (5% ) AIREREFHIRL -
CBREH 50 BEVIHARLIEMEER - RAERAR SR - 309 8ENE
R YN U

- FHALOBGE ¢ RS GBS R - T B S B H CIES

T R E R OME - HE R E AR - TR
WABIF I8 -

HtE 54 RAYRERE

1.

2.

226 |

#e B REHRMERT (Plexiform neurofibroma) * ig/E—7HH R PRI IIHSHEAER -
HEGGERBIHEBINA - 5B PIsU e e - e s
R AE A R B SR T S A -

ARHEELR (2%) : BEHAHEEEENR (Sphenoidal wing dysplasia) B
BRER (Pseudoarthrosis) (ZAEAR » ZAEL) e 8 B A A A

FtHE AEFBMBRIZE (B)



e A e T IR B

Neurofibromatosis

3. BlilFBE R (Optic glioma) &2 —ENREMISER - RKI5%EEKHE
MF#EZIEHE - BAEBSEHE - RIS IR SR - R
EEHR R -

4. ¥83E (Cancer) :iE2—MEAREMIOFAE - HEEMERIEIIHRE » HH
5% SEE TR REAE AR (LI B ) SR gk i s
TR A B SRR T R BURRTE TR o R
M FEMIARR A DUBE R RS20 -

5. MLIES = mTRELRTR B I e oling S s it 5 [ - I A ST -1l sss -

(Z) S E R (NF2) !
135N - BEVE AT - BN RV R - 2 DRl i R R Ay

2. MRS ¢ K91/ F RHsENNE G ZERIY - BERFIENeREEEH
WRE (Cortical cataract) ~ 7Kih#S#%%E T (Posterior subcapsular lenticular
opacities) ~ THEMEERIAHE (Retinal hamartoma) 2 » {H AR &G T BT 5
(Lisch nodule) HY4E -

3. B B IYE B B A A -

4. SR ¢ B (Meningioma) ~ HFSBERE (Glioma) ~ HIREMHAEHIE
(Vestibular schwannoma) » EHIRAIREA IR ~ EB)KFRER -

5. HAth : fRERILAME ST ~ B -
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o 4&%%%(:)

T
B T RER AR R BB B 08 - LI 2 B - IS BERA dbe 2 A
HE Y R T -
5B WIEMERE—E (NF1) | EEEEETE (NF2)
E) T O DU R 7R IR R T 28 A LT HEIR P 1 5
BN | - WIYEEDREE : AARGIELLE o | - R A
THA/NE—ERIRE - Ha | 8 ¢ ARG R R
RIZEAR0.50% g | HHEHRRRE

N L~ (LB TR

. WRSRAERT © IR 5 ;g%f§;i;§%i
= EeLHI S A R B L

QB UL o

e A

- TEME T BB B ERRY B RS D B

e - MR

* RS - ZEER (Ependymoma )

- BIARBESE - WafE AL - o TR kA g

CEEAR CATEHERE - REE | - RBERE
FERR - RENEGHS#E | - W8 (Schwannoma)
BB - - BRIUHARE
—EHPENF LR

BR T RERR R RIS - I n]RE AR A R R R AR T - A E R B E
(2B ILIA] - ATRERLIE R S IR B RO - SREERTRER AV -
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Neurofibromatosis

A

BEAR 1 AR SEV BT Al AT ARIAEAE » (ELAS H 58 B35 8 ) P ok L i 5 [
WU TR - BIANS MR B BB IE T4 ~ FAE T~ ZURarth ~ ERIeHRS - It
B - AEE R S e - DUER I AT RE S AR MO BF 3 - I A
#%o

FIHATR L » BOREDS DU IR T HE R T » SELEJERE m] REAE N S 5 [RE P
FREFEE M MLAYIER - AMVIBRER M AT REERNREES - HRIESE - K
FIEMT AT EEE - BT B A EREOBOCRER - BH K LAvE R R
EPIE - BEEMEr e AHSnEEERE -

2HEN

« OMIM, NF1 : http://omim.org/entry/162200
« OMIM, NF2 : http://Jomim.org/entry/101000
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Retinoblastoma

—mEE:

TR (Retinoblastoma ) J&—HE% FLAHREIIERS - 2 KRG IR
AR A P R R B (RIS 2R BB AT B » RoZSIRZ — TR RN (R » 5 Fh B R A
¥ (Transcription factor) E2F# & K EHIAIMIAVEL - H i #EMEAH AR EE K]
Zests  BUE B H A RO R A I

BLIE B EAIH60% R BB MEME - M40 ELEE AR - LB Alfred
KnudsonBSHIIY 197 1EEFE I B TR (Two-Hit Hypothesis) » a8 Rl
MR BIR K ALK 2 H TR A S 3 At (KL - SN BTER B E TS -
HRoER eI g3 A NIRRT B A1 - A0k A 5 —flEl R A A e v ok
& BRI RD AR 283 it & 0 BB BRI RE S - 2B aREAE L
BRSO R 3 2E - BOEE B ACHBRHE - 5 A AR - HoR MR
55— 5 R IE 5 B R D AR (R R A A 288 » B i 8 o % BB 5 7 A0 IR JiE 22
iR KEEB0% BEE AR H ik -

RF VR RS %P R RSB (HE M R - HE R EE A
R— AR - BRI ATREE B 8 A —HRoAR KAy 228 - (M B F
53 e g R N R R - L A0 A i Rl B e JE R Lk - ROy 12
E o
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ZBER:
BRI A 5 250-50 0 #T 2 - i ZBRMEMIREET ST - AR R

1/15,000~20,000 » fE B IAE < 28 2E SRH05 bl B8 5 Je gy 2.5% -

REES RS

Retinoblastoma

= BB
SREE B A R B BB TE R - SR ERTRA RN YA 1 35 il

FHJ13q14.1-q14.200 & -

FEEERE T

Ak

e

FHEHROEERIAZE R - SN AR » TR B

F—REEEEE A RARED - SR HERo R ZERERE T - BHH
FRE T —RZBRER - BRI RR LS EERENREMARAR - 2

G H TR -
TRBEEARE2RIR
BEFEZE | BET—RKZE
ES{H) KiEmwE
L] R D
ZEEY | BRI
\% i 2% 50%
\% i 19%~2% 6%~50%
\% {1t ~1% 8%
\% Z&) BRI BB
\% g 50% 50%

BRI © GeneReviews

F£+HE AEBMBRIBE (B)
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Mo~ BRARRE

B i T HBAEINZ R LI 3R R - BAREIIR 1 - 2R SR

HAH RAEIR - 51T IR BIHREREE R AL > ERBUIINERE - HAEH
> HEEDRE - HEOFEBEIRMAER - &5 EARIEH AR - R E
SME - RIS S 2 AL RE ~ Hil - 2R R A RS EE U~ BRI AR AL -
AIgE e e ~ oS » O ~ TEr R -

I T AV IS R A A ] RE RS 1 B S LR - DRI T A S S T PR
JoE i L R DARE IR SRR A B 5 o TR A A S A e g i
IR 2RI BB RE BB RBE R - Hh DUBERS - KE ARt
B R 5 MRBMEREE - EARERERNERAA— R A KSR -

]

TR
BEREAHRRRY BT EA

(—) MESE : @RI R2E AN -

() MRERE G Wb : 25 R s B s M - HRJEC S A G IR - i
FIEURIRER R 5 A TR A -

(=) MRS v I e ok

(1Y) WG IeAl A < o R B IRER A » B ~ JEET ~ ik s T e
RS A R L2 B Rl R T -
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Retinoblastoma

(1) BEREHE : RHREKZEHEREE - BR T AR Z B RS - 78]
DAL R R GRS B A AT 2 B k38 - (H2HRER TN EENS -
HEETE R (Rl ) B Ze @ ALK + Iy VA F 52 I bt A 2K e
W WREERRERETS £ H ARG - B o] DU — {2
BIYRbFER] -

N
FEIRFR T - Tt i F B s H A S RE I~ RO
e A8 (RIRAEARER Y ~ IR RN 2 S AR mlie ~ IR A A e At

iy

(—) ShEIF
1. MRERAGERI ¢ &R AGEME - —RAERSHARAN - BRLEE L
MR B E S A IR A S A T HRER R Al ARBRH R 6 (8 2 IR A {7

ST -
2. WU  FUBMITNEHT RN (/MRO.BAS) - SERBRA
RN -

3. WA« WTARRITHNERE (/MR0.3A) - HEBORIERE R -
(Z) MSECERE © HEHIER TR R ST - R A R E R

B+HE FERMBRLE (8) | 233
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BB » EUNERIOH R AEIRSR Py » I L O e O SRBR
i -
(Z) {e@amm : GORECRHE Y « HIREHE R ARE

tRE:

REfE R ORPRASHRER A > — TR RAF - £090% Ll LAY BF AT RIS » —
e s - e S Az B RACH B H H AR B - ARSI RIEREN S E 5
FEARBVE IR - RIAEREE - R RN EHAast = -

2EHR
« OMIM : Retinoblastoma http://omim.org/entry/180200

* GeneReviews : Retinoblastoma http://www.ncbi.nlm.nih.gov/books/NBK1452/

) E+AE RERMRIGE (8)
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Beckwith Wiedemann Syndrome (BWS)

— REEZ:

Beckwith-Wiedemann fGHEMERE (Beckwith Wiedemann Syndrome ; f&fEBWS)
TR R B AR RAVER » B AR - B MR — iR AR K
B fEHERTEN T Re B AR AR RITETE » AR FTRESE AR B A S AR IS - S04
FEHES  WBEX ~ F2I0RFERIRERE - HIMEE 2 bR RE B TRV TEIR
B/ INMIRE o

A % R B RSB R AR R - RV BEEI R R BGEE S - DERE
TRIAIS - KIE80%HYEFH A 1 1R ORI B iR I W B B R - B AL
RIRIIRISAECUE (Imprinting) BRE » IEHEAEH - MG BT —
fe11sRge s - 1SR R e ERA A EHE K (Allele) BAI#HES  HE
HEAC R R BOE B AT A GRS - B B R AR — AR KA K Ry v AL

(Hypermethylation) TiFEFBIFATREE » K ZIRIR o DGR BWSHIIGE 2 K By 1 -
IEHHGRICT » EEEACHMICF A K SR B - 88 B REBIRIIGE 2 il Er # FH
1t + 02 MIE IGF 2 R E K ER R B R A &S B o

BWSEKI Ry 1 1p15. 517 B HHYRLIATERRE - BB BRI 35 4 S H T B0 -
HATZE R rI e Ik ERYIGF2 (ACHIRMI R G RIL) ~ KCNQ1OT1 ( XHH
LITT ; ACBURIIREBERIL) ~ H19 (REBARAVRMESRIL) ~ CDKNIC (X7

EtEE FERGREE B | 235
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p5TKIP2 5 REBURATREHERE]) KKCNQL (KVLQT1 ; REFISRAIREHERI) &
FEIKIABRIE A B - FER LI B (K197 BB 0 B A R P - [R] Bb5E 2E R AT
TRBEFHE R H A = ERRE -

ZoBER:
PR R R A A A 5L PRy 113,700 » BB R R EH FTARA -

= EEEd:

85%HYBWS L MG IR BB B Z ] - 10%-15%HYBWSHEH RIS » Il
Fofe e B B - IRBWSEE R E I » RE RS R -
TR AR e B HE A -

15FRE =
BWSE#H A BEFRE BET—K
rem | x| EORARR | pmsmm | oBRER
(%)
BETA KRR TERE ARE Ryl
( Hypomethylation )
AUKCNQ1OT 1 BRI E:
~85% bl o
BER11p150E | HHENK FE L
FY A2 B T E
(Paternal UPD) -

) E+AE RERMRIGE (8)
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Beckwith Wiedemann Syndrome (BW.S)

LFRE -
i | o | TAEAERR | gmmmm | oBmER
(%)
RERAREBUE—T7| <50% ° <50% ° HEER
A CDKN1CEL Ry zEHEMN—-RZ
N TR R B50%
HERERBEE
-85% it

HN—RZER
RHAT<50% °

BEHCDKNICER | HREEA IS - | N — R
e o HTF 2 W A B | SR R550% -
B50% ; HRBE
thoest - HF MR
wWEkEE T E
iRl RS
fili 3 75 ACREES i
gesd o QIFRZE
TR, -

e

~10%-15%| A

F+hE AERBRZEE (B | 237
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AR
o =|=ﬁﬁﬁ (=)

1&FTE =
i | 2| TORNERR | pmsmm | oBmsER
(%)
EHRACDRNICHE | HFREMRERE| 58E R
NS 50% ° TR =
R Fs50% 3 % &
~10%-15% | H ‘
HREE KT
— R R
<50% °

Mo~ B RE
HRI7ERR K2l b £ BRI H AR RBNE 5 lRIRERIAE SR > DUT
IR RERRRENRE - —RKREHEGFGHERE R IARERE > NS

kL
FERE RERE
« FIREH : %’)ﬁ NERBERERFE * F¥/Ki#% (Polyhydramnios)
BWSIEGEIRZH « B (Prematurity )
RE4AE (Macrosomia) DB S E « FrESLRINAE (Neonatal
H>9T%MN 4 Rl o hypoglycemia )
« BHEIE B L ry/NHIRG o WEEREERLEERE (Facial nevus
B (Macroglossia) flammeus )
A R ITE - [ME (Hemangioma)

e Z+RE AERBREE (B
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Beckwith Wiedemann Syndrome (BWS)

FERHE RERE
o IRERIEAS AR « ATRE Rl ~ M8~ B~ B | - RERAVIRIRR L
K < LR (BDR)
- WERGRESE © DLES A i B B A - IEEMEE (Diastasis recti)
K (Wilms' tumor ) F i R - 'BEEHERT (Advanced bone age)

R By 3 A HR T IR A RE R e
(Hepatoblastoma) °

« FZIEK (Hemihyperplasia) : BIHIE
Hor iy B R BN e A R o

« B LR EMMEE (Adrenal
cytomegaly) °

- BREY  TTREARIERY - BRE
RELE RS -

- FHH (BPR)

28
S HH BRI R Ba T H B ERA R

1EEIEE KEAlFE R KRR
Letnfite s RRAHRE | O EE  EA
L ppe g 1%~2%
(Karyotype/ FISH) B R

B EEEHT (Microsatellite | 11p15f7E FRYACJFEH —
analysis ) BLEHF LT H&E (Paternal UPD)
(Dual methylation analysis at
DMR1 and DMR2)

10%~20%
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1&581EE I AlAER KRR
AL 1T KCNQ1OT1 (Litl, DMR2)
(Methylation analysis) ELIR# AL R AL 50%~60%
( Hypomethylation)
H19BL K% A4 HEAL
5 (Methylation 7%
abnormalities )
HRFF5 53 CDKN 1CHE[K| 724 TR T Y
( Sequence analysis) R e daay=
5%~10% °
TF e
EEE R R
L40%

FEIHE B ER R BT R FAR 2

© SR TA AT R

BRRRERE AEAR
WS iR | - DR SR R AR A A BT R T Tl

FE

FtHE ANEFBMBRIZE (B)




Beckwith Wiedemann K fiE (& &

Beckwith Wiedemann Syndrome (BWS)

B PR IR AEAN
il  FIEOREE IR AN ~ SRR AT 3 S 0 RANF R

IR/ N R4S B E TR EE -

© ARG PR A AR o T SHAY 22 R AE A A A HY
W EAEARGE S BIR  ERIUITR - AR TR
1E 5 BETETFE A2~ 4 BRI DT

A1l © EHRAERERAE R - F5 R R DIHP I MRy 5
%o

B BRI R R BRI - LR I R AR R AR R K B
i A B 2 SRR I Diazoxi de R € PR EL - DUPRFF T (TR I Y
MU (EREMERFfE60mg/dLEL L -

FRIMEK c EFRIUARRE - SRR A BT o a R ET
fili > DUl R ERR 1L -

< HERBENREAR— > A FMREL - WET R
ERHEN - RIBE ST RAREET - DamRENni

R | - AEXBRYRTM - Wl E Dol DL 2 R SRR #R A
B ol s B S BRI - R AR R -
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B PR IR ABEAR
WG EIER | - FEIF RS (Hepatoblastoma ) AYS-HAMAI L » PR H 40
(Embryonal | 3R - Wl o lHER (AFP) WEI{HE - AMFEER
tumors ) 2 AR BB RRIAFPEEE R -
- BESHHT  — R s i H I S I A -
- FEERGENEE L REHBIRENEML - TR—MEH%
FLEHEHAFP RIFDIRESE - DIEFAE ML s AR BERE
N FERGETE SRR o DINEE B R34 -
o FEiHASREMNEEE (neuroblastoma) AYRGHI L » KIBEE XL Fe K
WVMA R VHATE mAg &R S » RIERIIA — i
fErEHE -
Hth - HNERE TR EEENEE B EE—E MR
FLEL L EERY HeB (Calcium/Creatinine ratio) * DABFEIIEE
AL, -
REEHR

* eMedicine : http://[www.emedicine.com/ped/topic218.htm

* GeneReview : http://www.ncbi.nlm.nih.gov/books/NBK1394
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Lymphangioletomyomatosis (LAM)

— REEZ:

WM AR A AE (Lymphangioleiomyomatosis ; fEfELAM) B—2EH
ISP LA AN IE R S 2R s - &Rl ~ IO ~ HERRIE ~ B'e I IR ISR ey
IR AL IE R A - e R AR - BEARS NG B AR 3
VIIER e Ry 330k o ERHUILE R AR SR - K7H10%-20%1 B &R &
[FIFF & ff 35 A S RTIEALAE (Tuberous Sclerosis Complex 5 TSC) » FtEiBE{LIE By
HrEEE - RIS ESECEHERRRL - IR - 6 - BETSE (Rl
BN UGS 5 E I EL ML S L P B A i A R AL R AR e~ RIS B R
M H R e R IR EE S -

ZBER:

BEAE < B A R A ARG IR - FESRBIE A 50081 LRYEE - Hm B8
M R H At A ZENMEE - BROREGEIFEER  BRHTF
KEAZRNERERS - Bl R AN &R -

= BERN
BUAE < B R H i A R -
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M BRRRE
HEE LB RREATT
(—) DR A
(=) IZH ~ s
(=) %M (Pneumothorax )
(1Y) FLEEMEMIERE/K (Chylous pleural effusion)
(1) Bhgroi gl (Angiomyolipomas )

128
ZRHIZELAMBRNEEY - R E AR IR B A i g AR O+ BAnsa i »
M~ SCRETRIRS - BE W R R L bk PR AR B0 - 4 4k
7 L R R SR IR - RO T YIS ER AR A o T HERR
TR -
(—) EhaEks -
(Z) Wi otk -
(=) Mvsetes -
(1Y) EfbT R EIsETE 2 (High-resolution CT scan) : A #CER . BATHEST
FIFH -
(#) MY (Lung biopsy) e
(73) E SRR A < SWEY) - (Biopsy of lymph node or other mass) e

Y S+A5 REEBRIZE B
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Lymphangioleiomyomatosis (LAM)

N BE:
(—) SRR
L. SRR - PR AL B D RERT - BIFE L6 I SR -
2. W AR Z AL iiAC B 2EY) - 411 © Bricanyl » Ventolin » Berotec% * A%
0 S P 2 Z HiEAR
3. Mk SRR ¢ FTEITIRE S AR R MR R Tl o
A, WE TR IR BFA B IR K - AT K S [RGB B IR RS
U AT RE & R 1 B F MRS BRI K -
(D) FEZAE
HLAE S Medroxyprogesterone (Provera) B[ 1HzProgesterone %% » [HAN R M
AWEH -
(2) Pl
R MBI AR - HA R AR AR Ay o R T
WS FE Al -
t - BE®:

BEFBARZMBET > —RRZEHRN 1 0FEAGRIFREBmLT

BOI R SEERE faH - 78%M0 B E B Fy8.54F -
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* Anne E. Tattersfield,M.D. Lymphangioleiomyomatosis. American journal of

respiratory and critical care medicine 2006 ; 173 * 1-3.

* Jay H. Ryu etc.The NHLBI Lymphangioleiomyomatosis Registry

Characteristics of 230 Patients at Enrollment. Am J Respir Crit Care Med

2006 5 173 + 105-111.

* Joel Moss, M.D.,etc. NHLBI Workshop Summary *: Report of workshop on

Lymphangioleiomyomatosis. Am J Respir Crit Care Med 1999 ; 159 : 679-683.

* Takateru Izumi,M.D. Pulmonary Lymphangioleiomyomatosis-Past, Present

and Future-. Internal Medicine 2000 ; 39 (9) : 683-684.

* Simon Johnson. Lymphangioleiomyomatosis ¢ clinical features, management

and basic mechanisms. Thorax 1999 ; 54 : 254-264.
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Apert Syndrome

— REEZ:

B 0% IE (Apert Syndrome ) 2T [KIEfAE T W1PA &5 [RE QBRI GFHRAY— T
FERMET » BRI Ry REAGHE () WP —2AL (Acrocephalosyndactyly type
D) o HRNEFEN N FRENEIRGER RS - bl G/ - BHg 2 A o 5
B S5 WEtE AR (B B9ER - FHlEH B X IR - &6
RIRREEOE 28 ~ WGSBS BB T RE R 4 » (B SR T JE S — AR I T T 4 Yy
-

I 2 K] Ryt AR AR R K #2352 #82 (Fibroblast Growth Factor Receptor
2 3 FGFR2) RERIZEATE - FGFR2ME FIALAENENS b vl B AR el & i
{E N FRAALSE - LHZE RN B B R AR - SRR RBE ~
TS R R B AR R S+ T B RS » FLAMhIR Ry FGFR 2 B[R 2838 1 i
B B B AEERE (Crouzon Syndrome)  Pfeiffer [RREMERE (Pfeiffer

Syndrome ) ~ Jackson-Weiss Syndrome3 o
ZBER:

BLiE o B2 B EE R AR EHIE - IRERMET @ BUiE 2 4 REH £ H
#Fy1/65,000~1/100,000 » i HAUEAE F P2 HRY4.5% 5 BUEE N2 4R



EeREE

Apert Syndrome

RS PR E22.3/1,000,000 ¢ [ BRI MRS S8 EEYHKETE
£ e

= . EEEs :
BUE 2 EEE A e i f M A BURIYFGFR2ERI ML E 1098 4Lt fig

LM10925-026 1 B » KZBUEE RRE M EZE - HARIVER LR - (HAERI
JE BRI A FGPROFYZEREMEYA « BE AT T—REFB 06K I
W SYAS0RIEN 5 HERE TR - BRAE MERENERIEEE -

CBRARRE
BEEHK LR BOROHE (B - S (i) BEA - FRIER B
P HFEHEFHEMIREAIES ;5 BBa R ER & - iR - &R/ H#
G MIFE » FR R MR B SR MR 22 P ok ) » s R R PEL 28 - PR
i DAV SRR -+ ST Sl 1 PSS I S - RS (A L B B KA 2 B i 7%
TEAIPTRE S A R - A LRERRE L B T RE Bt A R N R R B
s FLAt RTRE SR AVAE IR BATT R

N

A BRPR TR
B - BEREFHAPAA (Craniosynostosis) 5 [REAREERIGHE
- IRERZEH (Exophthalmos) ~ HREFSET (Ocular hypertelorism )
< SHEAHHE (Broad thumbs) ~ %5FHE ~ AR

strm sERe | 249
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ERE® (=)
Hj ERPRTRE
REN | FEGETE
GE2ll - RENEEE
HL At ) BE 9 155 PR 28 81

 RNEITEEAR LR IR (Various heart defects )
« LEDEEE (Ventricular septal defect )

« MEnAkEA 85 (Pulmonary atresia )
 BCEENIRESS (Patent ductus arteriosus )

- RIEREEY (Tracheoesophageal fistula)

« WAM%E (Pyloric stenosis )

« %P (Polycystic kidneys)

« AP = (Bicornate uterus)

« 7KES$EE (Hydrocephalus )

« HZLEG: (Ear infections )

o [ AR IR (Sleep apnea)

B B R BEEFGFR2MEMN B R PAMEM A (Craniosynostosis

Syndrome ) ZfEARFLICEE BT 3% ¢

SR it F FAN B F&l
i R EOE ik B EH EH EH EH
(Crouzon syndrome )
Jackson-Weiss EH %88 R =
syndrome R ERI 2
F+1E HNERER




EaREE

Apert Syndrome

SR ] i8] = FAN L F&
B I Fhpa | B WIRER S | B
( Apert syndrome )
Pfeiffer syndrome RE1F | ZENE | RE | ZENE
WHEES | BE WERSE | $BE

BRIAJE @ GeneReviews

28
WRPR LHEE ~ T - ML FRARE R B R mAANOLR - EIKE e
1~ IR A - JLAh o AR P GFR2MEE R B A 2RO -

7B

AR R BERE R PA M IRGT AR 4 & - BEF I A RSB &g - T
FEH MR AR SRR 0T B T T iR IR o DR Fh R B AR
BETT - HRET W ZIGHE - TR AR 38 H -2 5k HET B R A1)
Bk ~ RAE L#% R BB HRTRS 35 BB IIIRER S iR - FNITE IR M Py B BH A il
% 5 3Ekik LT TR Bl K OF 15 2 Bl -

tRE:
Rl S ARGE I 7 - MBI Y 1T Pk 1T A - IO R T BLRG
B~ VAR ~ BAETaR - BERREREA RIS - DUEBBIEE -

HER

L
_|_
=t
1K
B3
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2EHR
* OMIM : Apert Syndrome
http://omim.org/entry/101200
* GeneReviews : FGFR-Related Craniosynostosis Syndromes

http://www.ncbi.nlm.nih.gov/books/NBK1455/




02 TEMRKERS

Crouzon Syndrome

—REZ:

A NEE IR R ISR - BB R IR B R A B R HE
19904F-Flls » AR R R FE A A EEAZEn - Hrpoubl " ik RN R E
TH#%H#e (Fibroblast Growth Factor Receptor) SRR | 2B H + & EE AR
—4LHFGFR1 ~ FGFR2RFGFR3=(H LK B - MIEH#E » Wl ~ HEH - @R E
BELEH R B AHEEYINRG AR — 84208 e S SEiE
HRFE BN B W RE - WEMKIERE (Crouzon Syndrome) HIEUR
JRIKFE 1994 B 353 - RIRFCFR2 LRI BB E - Fatk X Hr A Ze
$E HHFGFR 3 M RF IR A7 B 2248 S8 505 ff 2 (AL RAE A S B PR IRAE A BF - (Crouzon

Syndrome with Acanthosis Nigricans ; CAN) -
T EER:
REBINMET » HEC B AR 4 5P # R 1/60,000 » F H AL EEKE F-PA
A% HHY4.8% » HATMAE GEMEEYIHETER -
= EEER:

BeiE B E A R i B B HERZEWEE BEFEMEE » &
JRIIFGFR2FIFGFR 3K (K 73 HIRL A S 1 058 e ttafig LAY 10q25-q26 R B AIEE 45f 4t

EtNE HERE | 253
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B 4p16.300E -

M BRRERE :

Sk AR IR R R ERAN T

FENEE PR IR E

SHR . Eﬁﬁ%?,ﬁﬂﬁé\ (Craniosynostosis) °
- B EREE AR - 2B R AR B BETEAR AL
ERZGINKRIRE RV (BHRIALLEE AR/ )

Ml R ER R EE AL
« IRBRSNZE ~ IRHEREES ~ HAMRH SRS R~ MR
- RS -
« TERZER:BR - BEEEN MEZE M E - LN
#t LA EIA AR R A RMEE L - i HRHN
rth S HEE ZAL -

H * IRMSIRERER RS0 € - HARKZEASERPAG - B e B EUE IR
AR
- KB A EFEEHIR I » 15%/c 0 B ] REE Al
TSZEHE - RS AR AR -
« MRIEBES - H A PR BHRE N -

Hx - HNECEESVNHIE VB R EERE - Ho0vii A EE SR
B TR -

o B - PHEEEHNRETER > SrEBEERER -




TEMEERS

Crouzon Syndrome

FENER ERPRRE

R | - HRIEEERERTES > EAZRANRE RN AT

Bh Fir LU &5 [REHER  BEPORETH ) ~ T FEsiEiR - 8 (R
10%) BEEHFERAPREEEE - AMREENEERS R

TEH o

£ Y

&

i

B - v R F BT B RAE R R R R S B
4 ARGERIENA A FRBR RS - EA RIS LR - BEAY
KB BRI AGIC » T B — I e T HR R R BRI » 5 30% R o ShiME
EHREE » REHEHESL (Calcification of stylohyoid ligament) HJESAHE
3+ KIM585% » M HEE R S bR ih 5 SRR AR 1B -

BTG RmAEN - b IR KBS TRZE - HACBBRER
FEK £ B 8224 (Point mutation) + fEFGFR2IEMA it RAYZEEAC342y »
Y340H » $351C ; [MFGFR3ZEFHILIP250RILH 7L » HIRBI G ZBER » m]k
MR EERTRZ B S -

b

N RE

EIREAE —RMETAEFEEMIEE > RECHER  wEEEE
S SR i 2 K RS SRR+ R ] R SE W P B T 8 3 TR DA SRR 5 i
IR EIEEEE - DERIREERERNEE  HIRRTHBIE - 4R



=7) D
D/t\

=Fﬁﬁﬁ (=)

G BEHNEEIRD 5 YR I MBI T Anl S E BRI E - %
SUSE AR, - BB ENERRE - DURFR IRt - BN DRI

BHENERGRHEEALRNEEREMARAR > HE2AZBNEHEE
DRI B RAFI BRI T - S9NV IE R A0 - Syt AR -

2EHR

* OMIM : Crouzon Syndrome
http://omim.org/entry/123500

* eMedicine : Crouzon Syndrome

http://femedicine.medscape.com/article/942989-overview

* Kenneth Lyons Jones,M.D. Baker. Smith's Recognizable Patterns of Human

Malformation (1997) . U.S.A: Saunders.
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Russell Silver Syndrome (RSS)

— REEZ:

FERVYIRIIE (Russell Silver Syndrome 5 fffRSS ) & — % LAY R I -
EREREME/ - EEFEESRMU2RE G HEIEY - F1E1953Kk
19541 Silver B Al & Russel B Fill 73 il ER & 7 —HEAE FENERER (Intrauterine
Growth Retardation ; [UGR) M5 » [AIRFEAGGME/N ~ l/NE=MAF - &7
B~ /NEE ISR B ER - K& 4 FBsRussell Silver Syndrome X 7§ FySilver
Russell SyndromeB{Silver Syndrome ©

SR EOR IR R AR B fERIRE ERSSESMEEE S - BEBEEEER
5+ i R R SR B — 2 o H TR R AT RIR SR R 1 R LR 11
SR e EAgH1 9B RE I E ML (Hypomethylation) (#I{520%-65%) » RIS THE
BRI EH —#8E (Maternal uniparental disomy ; matUPD7) B3 » HED
R1%IIRSSEFER R 1 725 HEAMB S - SEAREM LIRS R - LaReiuig
/NP BER RN ATRESBULLE » B4 15584 tRe 15926 3R ERIB/INRE » &K
H FEA: RAMHBHIIGE IRAERIRE - Bisfe st tilignyecql1.2f 8 « xR b
MIXq21.3 1 FEIRAER LS -

SRR

k2R 2HE > BRICHBEE400HZ I o g m » HBEELR

—y\«

E11E SBRE | 257
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1/3,000-1/100,000 * HATHAR GEMERITEVIHEER -

= EERR
ILAE BB RS Ry R AR I - FLE A R 5 nTRERTR IR
OESRHR BB 8 - /ML AR i I S E A -

0 ERARERH :

Boos R = EER R T B SR A B DL K
NERHAE - ERERFE HARNFEAN4ERER (Intrauterine Growth
Retardation ; IUGR)  HHAERMZERER (Failure to thrive) ; HLAIFYRSSEH
GO AR ES P E R MR - AR E LSS
PIEAREARE R - RSB E AR - BB Re AR B B URg a2
GANETE - Hrh DR EAE 5 B4 - BB RENIRTRE - BN E =M
AIARBATS 28 SR/ Mg RS BRIV RK » TER/NE - (HEEEEAE IR
HIEP -

HALTTRERE L BRI REUER « E 2 5 ) RN B B A A - i
WRPHE ~ BiRAR ~ BT - CHIEE ¥ 5 0 B REYR - NIARITRE - 3%
TRERRRSE - MM =R OHE - BHERE - BEREERE - KEE G
0 BRBAGKMEE (CCH10EHK~2  3EEEHE) ~ BREE - 528
FHERBRRE - AU ATHRIGRE - W RE AR RER (HHED)
JGERAD) REBERERE - HRLERRELEY - HMEE AR ORE - WRRIHT R

258 | BIRE HEER
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Russell Silver Syndrome (RSS)

W O(CEBAHEE  RIER - IRETH) ~ B (BRERE - S
9 > FIWilmsfg ) & o

B0 ¢

(—) ERPR22ER ([RBI ERERNERFFERE)

- A IS L (o e 2

- AR RIVIE K & m P E o e 2 -

- BULBIRI SRR/ - BT RERE -

- BHEIEY - HAHRKEBS (Pseudohydrocephalus)

- MRV AR AN LRI RTAR ~ /NH =BG ~ T/ -

- TR AR A -

- HAE BRI R B AE TSR ORI - IWERIEE - T REK
Bt -

(=) EHftbthl -

- HlEE S A H L E RO T2 B E BN REEMERE
PUINFIERSE: -

- B RRE  EHIR BRI B A RMEREDRSSH G » aJHXERAEE

C O TRMEERE  FEAHIORRF RS (MR Rs5%) - BRHE
WETHRA ORI ER 8 (matuPD7) (BHRKIRBT%-10%) » HARER
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GRB10 » PEG1/MEST ~ ICR 1 % [RIAg A HIl 1o Jiz > s R T 92 s B

g5 E EE R BERLEER =€

zi;i?;ﬁim FIRAGHEERA R | e |

HIZE{L 57 Bt H19E K HEAL 34T 35%

reapEM ST | SRR E <1%

J %1 43 B Bk B 2k | GRB10ZE8 T <1%

fest i MESTEEEFF153 1% N
ICR1ERFFAI 534 ARA I
IGF2 B KI5 13 4 ARAH

51 53 M H19F5 5T KA

BELHR : GeneReviews
7
HR BRI SR IRIA RS - HREE TIERGHE - IR T EREENR SR RE
R A E R B A RERERAEN s HREETH - \IBEE AR
R (IS EEREARNINERE - B R REASEE R
55 BOMLA SRR 149.5050 » LAEKI138RST -
HRMEER—IRE - FTREEREREEEAGDE - ALAEETIA
% SRE R BE R B - DRI TR IR T FRNER
I > TIRREARA BB T REH 2 |5 £ 8i (Distraction osteogenesis) BiE
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Russell Silver Syndrome (RSS)

ARG (Epiphysiodesis) HFRIE ©

BEAEefE A ~ 35k 58 4 AR NN - BOS IS H 4RI - S0
U HIR R EE - R IRER R R EAHE L — [ EEAERE - EER TR
Do FEURIFERUIGHE » BUANEI 0T - &6 Leis  fa e A4 Stk R IR -

HREGIEBERYE - T EKERIRE/N T BARIAE - SRR AR
HIREAT A ERRIE - SRS S AL Rg E RS S AL BT SR/ N A+ I SR e —
ERIEER T R MASGEITIER -

B e Y B IR I DARE R IE e - TR DAY ~ s R BRiR . (pH)
WEE ARG RERZER - #RLI L A8 BFEE (Gastroesophageal
reflux ) AUERBZBEMBIRTNRY) » B SRR AT 57 ~ ks -
R DR <A B8 R 75 it AT R ) (O & o o PR st 7 J e R B0
OmeprazoleBPatoprazole ) » HHYTEIRA B B3 - Bomk H 18 2 AL 1T Tl
A0S B8y (Fundoplication ) ZKANLACEE

BB NSRRI LS G R EERN RN - MR R R R Y EH
A AR DI » ARDENOCBE R G AR S LRRENRE - A5G T e
REG » B HEHOR BN EEREA I - R S8 LTS Sk B/ g
ER K H G R SRR B RRAEH A E L ~ FERR Rt 25 b
PHEMREER A o (K E R O BEE R A BN B BRI RUR -
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ERERK (=)

tEB&:
SRR > REAR - HERMRRWGE - B2 DR —E iR
BRI (EEAGE R LI ARSE 5 TOAHR T SR BB A A e T -

2HEHN

* eMedicine : http://www.emedicine.com/ped/topic2099.htm

* OMIM : http://omim.org/entry/180860
* GeneReviews - http://www.ncbi.nlm.nih.gov/books/NBK1324/

Submicroscopic genomic alterations in Silver-Russell syndrome and Silver-

Russell-like patients. Bruce S, Hannula-Jouppi K, Puoskari M, Fransson I, Simola

KO, Lipsanen-Nyman M, Kere J. J] Med Genet. 2009 Sep 14.
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Cornelia de Lange Syndrome (CDLS)

— REEZ:

IR IRAERRF (Cornelia de Lange Syndrome ; ff#CDLS) g2 —HsERIEE
W 0 AR AE R AR T R B PR R B BEIREE T ARE - HEE
Fo—F/H - B SRR « SHEE A N R EHER TR - BEEEERE
Pt AR BB R R A e KR B

KL BERBFEMEE - KERTTANE0R SR IS B =8 58
BEAMGLEHOLE - HBURAR FNIPBL (Nipped-B-like) ; 54l
B SRR BURAIEER R SMC1A 5 B =RIBEFE RO R HEURER B
SMC3 » BFMEMR MRS - ERMEERNEY S HHEELIEAH (Cohesins
complex ) HIEYIZ — » HHEEAEAGREESHEXEL - AIKRIFRA ORI
—itl » HEH S ARIEA 2 -

2

Hé

B —

T BEER:
FEIERY S 42 3R4471/10,000~1/50,000 » HETMAE G EHIEATHEET -

= BEIRK
Hg s SR BRI ER T A AT AR - 252880 B8 s e i op 1 3. 1A B
FINIPBLEKIFIZE 1 05 e 18 1 0q25 A B ISMC3ZLIX] » Il e Gt B B 1
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XS FXp11.22-p11.21 (i BAYSMCT ARL[RIZE 4 2248 » HI| B A X L fil
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Mo~ ERARRE

EENER BRI
BRBEE - IMAERIREEER - HANERE - RERYE - S
BN BHRENS AN E156A » LHEEER
B131484
g e - RREERMANRE > EFE—TE (BWEESH

HRRE OF S AL A 22 5 P A+ [RIERRER b 570 B AR
)~ IREEERMEH - fiRERIE - BAET -~ &
BIE ~ TSR RET « LS Y - T
N RFIBEERT ~ RAF - HE# - KA B -

CRIE T HARE T®E (Ptosis) ~ IRIKEH
(Nystagmus) ~ FEEITH (Myopia) FFAEM

- SHE#/NEL/NIRAE (Microcephaly )

BRIUA R R H - [HERIRR R BT A R AL » B 2 TR - TS
B

- FIEH - NF D -

-t (Bt) ~ /NEHERAEH (Clinodactyly) ~ F
FEER 55 RIE = EE O -

lmm 3
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Cornelia de Lange Syndrome (CDLS)

T ENER ERPRIRE
BaE AR R RS | - BRIENL - RERlMRE - BEIE - ZiEt
SER MR IR, -

iSRRI Ry | - EEEPENERERER - R ENGE S AR -
- REREFER - HIAEBHNEY
H o EEME B ASPER IR  SNERE R P ~ S BAE

(Hirsutism) ﬁ}: °

% B

TR L E AR R PRI TR RE - ERIEERT
BEHBRH « SEAES ST RBAE > HATTTSHNIPBLELSMC AJEFT RE R
ST - HARIDEARIRT | IRHRE RO SIS RS e
BEGHIVMIEDE -
o SAE

BLAE M R G RASEY) - IR R IR R R - BETTHE ~ e RO BRR
1 BB PR R I S AT T+ 3 PR B T I R 1 R ] DURS PR R R 0
B AR EAE NS BEADIEENAR - BRI ZE
B E DR UG E R EFEARERE - EEE TR EESE TR
.



w ob
ERE® (=)

BHHEN

* GeneReviews - http://www.ncbi.nlm.nih.gov/books/NBK1104/

* Genetics Home Reference :

http://ghr.nlm.nih.gov/condition=corneliadelangesyndrome

* OMIM : http://omim.org/entry/122470

* eMedicine : http://emedicine.medscape.com/article/942792-diagnosis




X R IE
Fragile X Syndrome

— REEZ:

XHfEHTHE (Fragile X Syndrome ) JZHER ARG AR » i R B RERBR IR
— o B ERAER 5% FFE BT - M AEANE — & H VLR - BURHIFMR1
RRTE199 1M EL - R IR = HMCCCHEERE RN - HEHB4ER
FEFEAL (Hypermethylation) FRZ » HFMR 1 5k [R5 E R 38 HE FMR PR T 2K
% o

EFMRWT - FMRIEREGRENHHAERERS AR WERFY EicccE
BKR548F  SGIEEMERR TR BCCCEEAES5-2000 » BIFERy T HiZes
(Premutation) ; * HABIMAER @ B MEEET—HIF > CGGHRERHE—
AN o L T 2288 (Full mutation) ;  CGCEEEARMR200EEHTRZ

BT AR R -

“oBER:

HRIBESMTERAE - HIEAE S PR A R4 Ry 1/4,000 » FE4CMEAIE1/8,000
LR RIERKT Ry 1/130~1/250 » SHHERTREIKIZRAT Ky 1/250~1/800 ; #E2 BT Ry e
BRI RAIE 1 0% R 3% 2 R 2 R BUIE 2 B -
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e AR A R x RO i B E - BoRavrMR 1L AR R X e R E
Xq27.30 % - B THIZE ) ARBUEE AEHEER - T RRA50%HRE
—HAE TRIZEE ) SRR T RTeE MBoN ; B TAIZRE ) AU KR
—E RS 10098 @HH THIZEE ) MK RHRE - Ry AEEEERN A

T TR ) A2 o TIEEFMR AR T HES T A RO -

M BRRERE :

BEED AT SR - EENASS  BOBM  LEEREES
fE#L  BUHERERRUER  BERA - SHEMRENRIEE AREANE
B LV REHNEIGEE R - 1B - aTRE& A R AT A R - B
IR RR R AR E R EH TR MAGG I RE kT
FolhiE o LR HHRR AV R RSB R 5%

AEEISHA ERPRRE
HRNEM | - Rzl - KRB FIRMEHAARE R » ZHATEH
T RRARYRBREME S ~ R HLEAY 158 -

- FTREE EHRMSHL I 2 ik it » IREH Y  IRBR T2 ~ Tl
S~ R IREREEEE -

ik « R F A RABE - B LU REE S LA R T
(RN FRETE R ~ RRTBARE » R ErsiRE -

< EFRER /LT HIYE - A0 -
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Fragile X Syndrome

AR HA BRRRRM

HEN®% EEEEESENES
o fieE R B ST e B AR S

HAbpEE | - 0% - BETRE - DU A R E A 0E DLRK F 15 1 06
jQO
- BYEERREINOEBEBRENTE L > frLiEETEIR
IR B I R R s R Y -
< KfTE20%M B E R RE G AR - S R E GBI AIE
A RSN B RS E R A ME R .
« KI80%HY Bk R EEL 3 0% Y 2 M R B A W REERR B R B
%o
- GOFERERSEE REESIAR -

FPE:

LW H - AR S TR REFMR 1 ERAICCCEB R - #CCCEBEX
BidE200LL £ - ATHE—BFI IR 7B (Southern Blot ) ZRHERR » 6 FS LA HI
RERWHAEHOEY - WhEYEEPEERE " 2%, - fRZERRE - K
FMR 1SRV 1 e B PR B 4 -

ke \L\

VANRI-
SEAE Al DUEE P IR IROR Bt Bl 2GS - 1 AR RS anAyiche -
BHEERT/ > BREZFIREIGEE > HaESCR LR - B ENIT R
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IEAE R H R KRR A RA  —BARSRA N EHNERRE T EHE - Bk
BEZFAERET MO - HHEAN e RHEE ARG -
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* eMedicine : http://emedicine.medscape.com/article/943776-overview

« OMIM : http://omim.org/entry/300624

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=fragilexsyndrome
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CHARGE Syndrome

— mEE:

CHARGER; G (CHARGE Syndrome) 5 — & & ff f MR AH 4% iR 45
(Coloboma) ~ LEERIA (Heart defects) ~ REMAFLFISE (Atresia of the
choanae) ~ FREZEEER (Retarded growth and development) ~ ZJHIMR AR
S (Genital abnormalities) ~ HJ¢FEHE (Ear anomalies) HYREMRHF » kI3 L
TEfE SR R =58 - R R SIS RRER R 2N S KERHEE
e HEER R R R BT R A -

BAERL R BRI R MR S - 007 48 5 e S e it m] 3 B S

HZE - BRiE A B E A BE RR B CHDTRR (B IRIE R DNAK & &
FI7 ; Cromodomain Helicase DNA-Binding Protein 7) #4E%¢8 » B[R] fy Yt figiy
#A7 (Translocation) ~ EAH (Rearrangement) ~ fif% (Deletion) #EE|CHDT
RMER @ EATZHELAEEH (Chromatin remodeling ) &FE H K3
%0 A G SEHR I SEMABERL Al 2 Ze s th B L » F AR B B0 i K47
HERE—FRIE

CRER:
PEAER B 4 34 $y1/8,500~1/10,000  HATHAE GEMIEN KA -
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e 28 R R de Rt fe B MR - BURKICHD TR 7 /RS s R R thite
RENSqI2 1 E - BERZRMAEBIEMEE - HOERHEMEENE - 5&
FEHCHDTRN 2 228 » HRXRRIEH - BENT BB AEABRRIE - 5
Fy19%-2% » FERBES Y AT A CHDT A RIZ8 By i 2 - T — UM RULAE AU B R Ty
50% 5 BEREAIEZ ATREA HAETRES -

M BARRE :

IR CHARGER S I E Y2 R EIAN R %

FENEE

BRPR R

[EFR R 2
( Coloboma )

© BAERKIES0%-90% » F HIUNRAEATLI » B » IR

FRINRAS I ER I

+ HRERSE R AGHEREELIPA & - #5 R S I el e 32

GELEERE TN e S 8 Wk eE SN ] A g g s il

B

SRR TR AR S K PRI S R AREE AT Dl

BN DAV - BE B HOURERRIRUR - Fr LU
Mgz AE = P B MR FERC R IR SR DU O BRI RS -

(Do it $8
( Heart
defects )

« K780 %Y L EEAE 2 iRy IV R] 8 300 B T Y BR AR - 1 L

K% R HEME L R LR - F R ey iR EA R
Conotruncal % (HFEREKMNERTE) - FEIIRMEE » &
%ﬁa‘sﬂfﬁ (AV canal defect) & o




CHARGEB ST,
CHARGE Syndrome

(Atresia of

the choanae )

HENEE ERPRRE
AL * BAERKINEE50%-60% » FEE (R S AL B MR 3 E PR %E

SRARPHER - FTRE B XSS KIS FTRAE L -

BILEG
(Retarded
growth and

development )

* REBEEHARNERRUEEFIER - H2R RO
BB B A P K R A R R R - FRERRE
Wrill/ NP

- REBEHELEEEFTERNNY - @FE 2R R8s
SERRRFTEE - AR LR E R ST e T Y3
%

PR T U R R A
Hat (Genital

abnormalities )

- B R EARSERER N NIBRE > At EENEThg
LU

- hEF AR EESE - EEE ARG R -

* B BREI R ST T R

Hes
(Ear

anomalies )

- BENERTEGREHT - & PrE B/ NIEE
R EF 2R B Al R A > AT DA i — i AR 7Y
80%-85% B E WA B AISTRABRL -

HAMBEIERE R EHA - RE-REEE A (Tracheo-esophageal

fistula or atresia)

+ BHEIREE (Facial palsy ) ~ ZrHERIRTE  BH8IKTTRE © @

/DAL A

B 28

FERETH » EEAE RS E KR A IR R ~ R A FLPHB - B 52

>

10K
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MIEREE  HREHE4HRE > BTG H I3 EI NS X E R
AI{ERRZHT - BRILZSN > ATREFREERIFS AT - Sl G SECHD T RE Ny 288 » #UH
60%-~7 0% B Al R EIZEBEL L - FIRARGR - B DM RO AL MRk
(FISH) Rl SEL OB MR FIRTE -

e Ny

N eE:

H AR A e ik o EresH EHEARIGE - e RGN RTINS
e fLPASE » SHAELOBREME S RELUNBI ARG 5 BH G o] DS i 4 JE
PERFEIME - B AR SR F AR T B S AR R

ll

t

v

Ri&
BF R B A B A C b - Rl & oF A SRR S LA
B REIHSRERE ~ BRI R B A R PSR HAE R

2EHR
« OMIM : http://omim.org/entry/214800

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=chargesyndrome

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1117/

* eMedicine : http://emedicine.medscape.com/article/942350-overview
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Aarskog-Scott Syndrome (AAS)

— REZ:

Aarskog-Scott [IRIEMERE (Aarskog-Scott Syndrome ; FFHAAS) » N4
Faciodigitogenital Syndrome&{Faciogenital Dysplasia * JA1970FELHHEH » FH
SR A S AR EHAEER T HEY - HATCAHIRE
RERBFGDL » BLEKIATIEEERY 2 H (Faciogenital Dysplasia Protein) ERFRAEHY
IEHBEAM - AR - [FendpUia % a0 S & 4 E -

ZoBER:
HATERERENEZERIE 10014 -

= BERN

JEAE < S E R R xR B IR E A - BoRireD LRI xRt B
MIXpl1.21f0E » BERTERINE  ZHHREN T —CERBENE - REIER
BRI Re50% - N ARl MEREAGHIER » (BES0%6 L HINE 5 5
HEEMRETRES - TG RAAER RS  BERBEAERIEEA -

M~ BRARRE
RBFAEH L S W BEREAR - I DU ~ PURCE M AT T R &
LB R R R EAN R 5%
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- FREEEZEEAR
LA & % « MAERFA/NES  H—FREARE ER 4 KBRS » KE

paD RS g Y St (TS A A

« FIEMELER R o T0%n R B A B HBRIE - 80% T

HEERFIEDREME » so%EiEEH - s0%EEFIER
RARHT S/ MR B EAR -

- FilkER

c BRNUE ~ PR o R RS
-6%ﬁ@%ﬁfﬁ i A ZEH

- Ot E LR R FIER T HRA 06N EHTERH
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Aarskog-Scott RiE IR 3
Aarskog-Scott Syndrome (AAS)

FENER ERPRERE

BRI E © BoIRA Sk B IR AT R B AETR R B AR
- EEEEE L > HEHLANS - MG E R LAY
5 o

A

Hth - FEBEHG G IR DR A BI IR AE 500 2 HFREE -
- S0 EREGAIFERERE

- FEHEAR

- BUBERABRTLBEE S EREN

B8 :
F B AR IRFEAR A R3] S FGD 1 ZE K28 M Ry T o

N e
WEAE N A MR AF BT R T3k » 2 B0 TR SR o L 1 5 o 8 22 7 1 i
ik e

tRE:

BB A R
2LHAR

« OMIM : http://omim.org/entry/305400

* Genetics Home Reference -

http://ghr.nlm.nih.gov/condition=aarskogscottsyndrome
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Smith-Lemli-Opitz Syndrome (SLOS)

— REEZ:

ST BB FHE A (Smith-Lemli-Opitz Syndrome ; ff§SLOS) %
19644 HDavid Smith ~ Luc LemlifzJohn OpitzB2fidkRIZ M a4 » KILLL=A;
BEATAYE: KA 4 FySmith-Lemli-Opitzfi 1B o LB 2 MBI R S i F M IR
% ERT-EENEEESERE (7-Dehydrocholesterol Reductase s DHCRT ) FE[K|fER
By » S 7- 2 GBI R I B B R T RE AR - B S BB R Btk — 18
BRE AR » i1 7- K ENERIEE (7-Dehydrocholesterol 3 7-DHC) fEi LKy i [
B2 REHERABE A IMEUA -

ZBER:
BEAER B A SRE 5 1/20,000-1/60,000 » ELAEBRINAY B 4 3R 2 A T B2 JE N -

= BERRA :
BEiiE 2 B EE L B i ia R B - BURRYDHCRT ARG N5 1 19R 4L i
FEEM11q12-q13fi & °

M~ BRARRE
WIEREER L G R EREME - ALl iR R AT - RRMes
AR, ~ )22 - BREWENAE KRB SFMHE - BEA R CRR > £
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Smith-Lemli-Opitz Syndrome (SLOS)

SR R R SR A RFTEL o BLREAE IS0 7 A R R R BUR /NI ~ AR T~ 2 fe 3
o ffE > 2% HAERRER R ORI ERRE « B R i # w2
%F o W BHERLIRBUK (Photosensitivity) HYHIZ » 534b » K 50%H A B
FANBAE S B A MALRIIRE - BR T LatheiRoh - BE AR - Kt g kA

IThERE  SFE%E TN E T SR - S R RR BRI ¢
SEAR B IR RO SR ERERRE
RKR50%BHEHE | - FoekER - £915100%
ZIER « /INBESE (Microcephaly) * #J{5>90% °
- MERJHE T
- 3 IRME T2 (Blepharoptosis) ~ KA E ~ EEG{H
#te

« HBE/N ~ 7NgE (Micrognathia)

« B =EEOHAE (Syndactyly) + KI195% ©

" FRHAEEBERBEAR - HFERENE
(Hypospadias ) K&[Z=2 (Cryptorchidism) -

10%-50%EHERE |  HAMRE » Bl (Strabismus)

ZHER « %% (Postaxial polydactyly)

o LB ER P

« MERIAHE (Sexual ambiguity )

- ERi4 KB (Prenatal growth retardation )

- BRIIREA S ~ B LR AE

- Mt B TETR

« fEEZFE RS (Abnormal pulmonary lobation )
. BYF RS (Pyloric stenosis )
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(—) ERpRaZHf -

AR RE A RIAGET IS 2l - iR EEREN R — - B
/N~ B4R BOR T RGE ZMIBEBRRE ~ R RERER BB - HRE B A
BEREARE -

(Z) &fbtas -

BAMIME7-ZENEERE (7-DHC) SN - DU ME [ RZ A Be ) B e I #E o« LU fE
Han - B IERR A AT B R E A AR AT 5 i BRENILE AR ARSI
ALRE T R BB BRI P 7- R G BRI (DHCRT) ZRERIEIEZRZ
5 o

(=) EREE :

AR 35 AR Ve 7 7- 5 B e [ A IR AL RN 0 AT - Rl B R 23 A

BERGEHII R -
(M) ERIESE :

DB H N2 AL - KR AR BT IRKER - 35 M RIREBIZe R,

A7+ W R AT K A 7 -2 N R P A -

N eE

H Al Samn A - BEFENR SRR E T ER SR - AREIRE

\

280 | BIRE HEER



- A -ERLE A IR B

Smith-Lemli-Opitz Syndrome (SLOS)

Ul MUAE R IR MR B RS - S350 AIRERTAa R 0tHE « %
1~ SR LB AT -
(—) BBEIES#E% (Cholesterol supplementation) %

HIATE B E I & b A BB Mg AR BUE B ~ M7-DHCHIS-DHCEUEE =Y B
0 KL - H AT R NS DLl 7S SMIR TR AU I TR s 3= BlA ] iR A 2 E
Sk Mg E AL, - Diem e NI E R & - SRR IR E TR A A - —ik
K BRI RN - TR B U B e 2 th R -

TR Y B SR B T G R B AR R IR ~ B EDERIRURE ~ S I
EHCR » BT RIS RAYNEE th i bR - (HR HEN(F DT A B 7 - 3
B o AR R A SR B R AN R IR R R 6 TR TR e R L B AR
BAEAE (CAH) WBEJIMEERS
(=) REpEsE

(1) WEMERRE - BHEENERRD » (2) TE3RKATEFEFHE X
BRI SERBAIEEET KRG 5 (3) fE2RkAi RS-0 H T s ¥
il R ERAERR 5 (4) 155 RT3~ 41 75 b 10 W6 ] Pt A 0L 975 v
7-DHC ~ ALT ~ ASTH B » ZBRAFFERHIRK
(=) BRIGARIBEYE

Haloperidolid —$AHV4EY & BIDHCRTIE A - S EHRIRERINE] - HEAD
F AR B G AR A BE Y » P AR 6 P A B I (P I =+ 10 R R
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[ H Y 7-DHCATE F AUEAR IR - A E B - MENEUIRS §HE
ik > FTCUSEANE B IRER L~ WEERRD S -

tEBE:
PR Ry R M L B RGN - BENTRRAE - D BEH IR -
o3 S8 TR P M e Tt T AL e 2B A7 R ]

2Lk
« OMIM : http://omim.org/entry/270400

* Genetics Home Reference :

http://ghr.nlm.nih.gov/condition=smithlemliopitzsyndrome

* eMedicine : http://emedicine.medscape.com/article/949125-overview

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1143/
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Bardet-Biedl Syndrome (BBS)

— REEZ:

S-SRI KAERHE (Bardet-Bied] Syndrome ; fi§f§BBS) & E LK
W+ 119204 BardetFIBied B LM - PLAE B E LR HIEM - S5 (BL)
(Polydactyly) ~ IAEMEZH  HEIREE A2 - BhkRP K ENEFME - RT
AR KB — B0 IWERERENEEMY (Heterogeneous) » RIEAE
Al —R Mk 8% - HERKRB AR 2R -

HEARFEHI ZoR AN TS 2 - HERTTHCE 1 48 B EUR HHRIRIBBS AR ] -
e LB RLNAY VI FsBBSEH (BBS protein) - FIAHAGHIIEAVEEE (Cilia) FIELHE

(basal body) °

o BER:

EAE 2 B A SR AR T EMIAET A R 1/100,000 » R HLAK By 1/160,000 » {HAER}
e et R ST BSA EL B R it BEAT 3R R 1/13,500 » T 23 Bl IS WT REIRL Ky
L8 (Founder Effect) » HETRMA1/17,500 @ G ZHZ4FHATH]
MAGHEIRE - BlotEs ARt - K64 i -

= BERN
HATE BB AR TA 1408 - ik LR R IE R aRREEd - |

E11E SBRE | 283



w ob
ERE® (=)

BARIMIER L - BAE B AR R T RER B A T =S RE
(Triallelic Inheritance) * BhiEfETEREMHBBSEHE AR 4 FifE 2284 » BHEEH
b5 —{EBBSAE K ZesE (5E3fE2es ) A gl RERIRIA - LRHRRIE
TR KB L E A A N

ERUERTE PNy FRERR BRI E
(Locus Name ) ( Gene Symbol ) ( Chromosomal Locus )

BBS1 BBS1 11q13

BBS2 BBS2 16921

BBS3 ARL6 3pl2-ql13

BBS4 BBS4 15q22.3-q23

BBS5 BBS5 2q31

BBS6 MKKS 20pl2

BBS7 BBS7 4q27

BBS8 TTCS8 14q32.1

BBS9 BBS9 Tpld

BBS10 BBS10 12q21.2

BBS11 TRIM32 9g31-q34.1

BBS12 BBS12 4q27

BBS13 MKS1 17923

BBS14 CEP290 12q21.3
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Bardet-Biedl Syndrome (BBS)

M- BRERHE :

BE-ReERERTERERERER  DeERERE  FRER - KN
e mE (FHRE  HELSEERESTHEEINE) SME . FEREgR
Zig (BE) ~ GBI -« OHL - WG -« SEURE « WE RS FER ; KEaBE
RB I RE A ISR - R BIRIIRMTRE S - ARG/ NERRINE - A5
e B R R

52 2 IR R A I 22 s 5 OF i A TEA IR BELAE AR M SR, - B0 » Hh
ATRERYE ) R RS - RhI - TIPS ~ WO - R A8 [

(Electroretinography ) S5 % o BENH JJEEE T MR » 5-105F 15%H
BEGRBIIARRER R - B0 E 3% EECKRE -

TEREARTE 2 LI SRS IR e B - T HA S« IR R 2 K R R
BUAEMEREEAR » SEREERNE RS B HEEE RS/ - 2
/N ERPREE - RASEREWAS  LUM T ERRE  HEHAHRA
eEFEHRERSE  BEMIBMRAEHE  BESR - TEREA2EME -
R IR R R BB BT R

2

FENER BRERIRE (EEBEMR)
AR IS 100% e AE A 22% 7 R
75%ET 44%H N fE
63%BLik 3 0% A P FR Bl e S A B
52%HRERE 8% LAY £ SR A 4%




pb
o8 mBEER ()

FENER ERRRRE (EEER)

P 58%% 18 ({i)

50%fffE ~ BFEWRE (Brachydactyly) ~ MIEH
208 =) 83% Lk
1% DR ERE
TR T REA 88%REHE Jr = AL/ N
B 95% B T

62952 38 1 B B B T

59 % 1 B g B B Rk

24%H R AR

HABERE (RERR )

Fe KM ~ BRARADEIEA ~ BHA ~ WRRHM BT -« FEIRIA ~ S HIRIESE
> g L - RS RE - 2E - OISR - [RERAE s PEA - #
EMERRIE RN BB (R RFRILE) - %R SN
I SREEIRE -

TR

ELEIRMERERERE - 5H ERASIVAEEZRE (RS
8 B3l ZLR BN L2 (8 X ERE B2 - 0 TR2Eim - A5 18%-32%
(F 85 A BBS 1 AR 28 - i RN ZREEL AL By M39OR 5 SIMIH 10%HVEEH

BBS1 0 K]z 2888 » HLAth A RS IR g AU Ry b SR Qs -
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Bardet-Biedl Syndrome (BBS)

A

H AT CUEAR 1698 By 3= i M 25406 8 4 i S S PH ki s ki 7%
LI B S e R T AR IE - 48 (BE) FTDUEH AR5 2 5F N BH VTG E » B im0y
A R Ryt M S S REME R IR E » BB MR IR 38 B 2 AR R 2 M 3%
(Testosterone) MK » W] FLIEMSMT » WIEEFHTHMAZGREINE - &
IVE ~ FEKEE - DTHESEAEGENRY - UM R ER TR HoEE
HUEK R B R BT ] - BTN rTRE & & OF IR ~ B PR BRI U S
P AR E MR AE PO 0 Wb T RE » DURESRARRR DR iR 34 -

2EHEER
* OMIM : http://omim.org/entry/209900

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1363/
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]0 LarsenRERE (FR-TRERUERE)

Larsen Syndrome

—REZ:

Larsen[KAEMERE (Larsen Syndrome) &% RATEEER » FrEURMET - 18
i B RERY o Larsen IEMEAEZRFilamin B (FLNB) ZERK B RFTEE » H
HREVRIEEN (Filamin B)  ZH#IfIEZ (Cytoskeleton) AJ—H43 » #lilf
BRENE RSN RE » &2 BRI AR RS Rt H E
(iR I =i S D E S AN SNE B

ZBHER:
BEIE 2 8542 34k 1/100,000

= BEIRT
JEEAE B e A R M SE > BURIIFLNBEE R A A s e et B 3p 14. 300 B
BRItz 5h - AR EEEAIHRE - nJEEECOL1AT » COL1A2 » COL3A1R]

COL5AQZ LA 2 B AR -

M~ RARERE :
LR B HE R R R R BB BAT T

FENER —
TREH BB BAEBEAS | - BREAERE
AN BT N




LarsenRiE{ZE} (SAR-ERXMBMAIAEIREE)

Larsen Syndrome

FENER ERPRERE

il « WHEERRTAR ~ P (Flat face)
- BRI RVVERIRERY

< HRERE IR B K St e R

- SHRIER

W

« Ef2%2 (Depressed nasal bridge )

. ﬁkﬁc (Hypodontia)

DILE R | - FEIKER (Aortic dilatation)
< LEELEREEE

IR 2R A « REZAE (Tracheal stenosis)
s REEET L E B AL (Tracheomalacia, Bronchomalacia )

=8 ESN - e : it

- FHE  EHMERIY (Cervical kyphosis) BBR AR ~ HiE
A (Spina bifida) ~ HHEME « REKHFHEE (Wedged
vertebrae ) ~ HHERTY (Lordosis) ~ MMHEARSRERE ~ HES
JRBEIE (Spondylolysis) ~ FEAMEMIES - FHEREE (Spinal cord
compression) °

- BHET - HBERE (Dislocation of the hip) ~ BHETIKER
(Joint laxity) ~ Fff ~ Fhi - BERERE  BHEELR
(Dysplastic epiphyseal centers) * Eﬁﬁﬁﬂﬁﬂﬂﬁ%ﬁi@&ﬁﬁ@%i
R -

« FHEMIEE © BRSIRAYFHE (Cylindric fingers) ~ REJEHIARIIEE
(Spatulate thumbs) ~ FE#% (Short metacarpals) ~ [FigR
& (Supernumerary carpal bones)  Z&MEEH/t (Multiple
carpal ossification centers) > EEFIMAISAFIE (Talipes

equinovalgus or equinovarus) °

it © FREEIE - fEHHE

strw smre | 289
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w ob
ERE® (=)

28
MHE <2 > R ARERIR S A I FLNBAL K i A2 FI i -

= MAEE -
N
/N OTH -

WEAE MR A TRIEA 5 - EEDUEIRTGE R E - ol i AR IR s T
iR R AR - RSP R L ar P RHE -

tEBE:
FEEER BRI - WEZSECRERDFTS > B4 RIEEENES
RIS E R TSR -

2EHN

* OMIM : Larsen syndrome, Autosomal dominant
http://omim.org/entry/1560250

* OMIM : Larsen syndrome, Recessive
http://omim.org/entry/245600

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK2534/

* http://www.healthline.com/galecontent/larsen-syndrome-1
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Pierre Robin Syndrome (PRS)

— REEZ:

ME S E (Pierre Robin Syndrome ; f&f8PRS » J1N A f ByPierre Robin
Complex/ Sequence) s&HHEE A BPierre RobinfA 192354 » DU A S B/
T~ TR 1A SREEINAEE - IR EEERE - trTpeEH M
SEGERE R B > A0« SR T RE (Stickler Syndrome) ~ R8I A ARHE
f#¥ (Treacher Collins Syndrome) ~ FAMN/CBEEA IR ZAEMERE (Velo-cardio-facial
Syndrome) ~ WRGTERG MG (Fetal Alcohol Syndrome) ~ i 5d PIERIEE 5 B

(Fetal Hydantoin Syndrome ) % °

BEEBA R R R I TR B A RATE . EHEARDT » RN REEIEIRT-108
N FERE RS R - BEEAEEN LM AN SHMRA R A K - 6
AR BN IEREALE - @28 CIPErp - THERSHRMIBIRE - A HANEL -
HEURHE AR » 8/ TS 0 T B A etk J7 1T PELRRE PO » B B
BARRY-{ESE

R PR R B E TSR RIR % » B NSRS B A R R e B (K 2 8 s f
R BRibz S - B A RIS IGIRl T IR End e - BIANRER I AR M Al 1
W NERESE RSN —RE - TEANEBERS AR T E St
B TR R -
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=N 6
o =|=ﬁ1§ﬁ (=)

o BER:
PR BEAE 2 A4 3R  H EIAE & 8 JERE V) AU MR - AE R BB AR By

1/2,000~1/30,000 °

= EEEd

LR A AR ZEEAN « S0 S8 IRAE (Stickler Syndrome) ~ %3]
I MIERRE (Treacher Collins Syndrome) ~ SHIN/CMBEREBBIEREEE (Velo-
cardio-facial Syndrome) SE[FJIFHIEL » MBI HEM: - T —RaFERIAE » KH
REB R HRRRZ KR AR - RIS AR H BRI Ry 19%-5% -

0~ BRARRE :

FIR R 5380 A SLim — % » Se e B S Y Bl AR (KA 52 (H 224
H/INFE (micrognathia) ~ NEM&HH (retrognathia) 5 FH#% ™ (glossoptosis) ;
JeFHE (cleft palate) + 2URBIVIEHAE ZKIEIR °

HIR R NHB BN - FERERR AR+ BIERFy 5 B PH 2878 L e g i
BEEARENUE « VIESEZA - AR WOz Ry - SE5E TH % fAH 5
IPURE » R R A R L~ PP PR R SR PR R - R R
HEAHIER -

546 WRERRAVNTE » B RS ERERNENEY - ButhgaEs:
R ERRERE - KT RSRARM B EE AT BRI EY - e BB R E W



KRB KA

Pierre Robin Syndrome (PRS)

& b BN ERERG:  G SRR SR IR T Rk I R B S Y
I R R TN E R - el B RMERIP T2 E L HE -

1 28

AIFIAT X b AN RS IR Ry 2 K48 AR TCOF 1 ~ COL2AT »
COL11A1 ~ COL11A% A - RIFTHERR & SLRE se I IUAE (Stickler Syndrome)
RV FHYTERERE (Treacher Collins Syndrome) SEMYATAEN: o H AL MEAE M
ERTZE I - REELlE R Ol SRR R R il S A AN S -

N R
(—) PFOR

SCAE B Al T AR ZEY) - BERESH B B AR ARG 5 B AR S AR
RIS - FEIPORAOIRGE [ o AR R AR 23 2% ERE R (Y PREFIT
U5 S W5 8 O 0 50 B L P o (L S o R A 1 28 2 25 R R~ [Ty
oS5 50 5 5 T 1 55 T L ZE 050 e B R e PRV R P IR B » 5
SR AU B AR R - FTRER AT AR TR E VIR «
(Z) =B

FHHAERFE LTI - FisharT R sk i8 2 RBEF g A i
AR —MATE -2 A AT (EBIRIRRIRASER » MEfTIRF A e 10~ 1800
KD B2 - HEECETREVIFN - SRR SRR IR R - 2 fEE



=7) D
D/t\

#@ﬂﬁﬁ(:)

—EBETT - NIAER A B E N SR - LR a2 = a5k -

HERNS  RERETR 7RI — 5 LA FEE - KR TR
o b R DRI R SRR AR e R IR R A R Rtk 2 ) R R
BRI ARG ES ~ FERILR R RS REENS - DR HER

A ECEIR DU EE R U - ATRERR S U R AR 5 B BB T B S L iy DL

BRI EFRIE -

A

ay

R

HRERG MR - R BN B R E - R L -
T LR AR B R o e RN R R B RRE - HER (REEG
B TR EHAGEEL - BEBEETHRRLY -

2EHN

* eMedicine : http://[www.emedicine.com/ped/topic2680.htm
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Treacher Collins Syndrome (T'CS)

— REZ:

AT T ARHTE R (Treacher Collins Syndrome ; EFETCS) E—HE%E KM
s s e TEE B E A REE - XA TaHBEEEE A2 » R1E1900F K H
Treacher CollinsB§Rliffran4: » HATEHIBURATE R R TCOF T » AL K B IR A
B Rl BB B R T A -

ZBExR:
BEAER % AR 5 1/50,000 - HERA B E BN ER -
= BERN
JbAE < E U R i iR TE - BUARYTCOF LARIRZ R s de i |

5q32-q33. 1ALE » KIH60%.L & 2 A R MY AL IR e S i BUs - 55— L
BHEAAFEE > BAEE BRI G — NZERFGEA © BLERA B RAER 2
BARAK  FFE A EH ZIER+ B A B2l - R A e L B A %
BHCHZES -

0 BRRE
(—) BEpIMERER -
R VRIS T IR T SRR RS EEREA R

E11E SBRE | 295



=N 6
o ¢$ﬂ§ﬁ(:)

SR WA ~ AR NEVD 5 B A N BB R A R
IEERE (BE) -
(Z) MRORERR/ -

WRE R S RE BN > DUk BB A 2 T alig i A E R BB - SRR
EH o MRS EEL RS R I A R BRI S RS - T AR Ik (Sleep
apnea) HITEIEHAE
(

) BRERAER:
BEMERBFFEFRRAHAEEERE BV EERRT
ENFEEGEERE R E N -

i

ERRHE - K

%
{5

B
(—) BRPRaZER
HARSME B RSB B2 E— S8 Oty TRBEEEE A2 - I
T R AR -
(Z) ERGE :
AR 2 4 Pt > T TCOF LR IRIR A A A ARG » ILHLI 7 w58 AR

AE SR -

H

\
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Treacher Collins Syndrome (TCS)

b

el

IR EEET BB - KR IERE e &g i 8 1 2 Rk m R
BAHIBE S Tl e A A /MR E - Rt BETEA R ER R
ERALEHE - WAEE SRR « IRFL R BIPIEE -

(—) BEHRBIE :

REREEERAREARARME RN EE AR - BRI EE
AFER TS A SERES - BN E RN EEEXEZE  AIFETHER
BTl - BE =R EE T AN R EE SR e ROE R TSN EER
B EDEEA TR 20 3- A KT -

(Z) IRAOBEREBEH -

BENR—RAZIRBHERENZE  BPREHEARERE - ARG

HRRL B O I -
(=) FEEERE T

MR W EAN FEERAL A T e - DEGERE B S FlER - Tl

HREM - Tas MEFHERS -
(M) FRRSARE

Ry R U B/ N T 5 RE AR AR VP v 1 PS8 AR OB SR U0 DARE R PR

L E



=N 6
o =|=ﬁ1§ﬁ (=)

() FERBILE :
RATEEHEE E  BETERT R BEMEZ T Bied » L2
REBRTAIGHE -

AIRIFE SRR IR IR G S5 -

WLAE RS — IR R H e - HEmE e A28 - R B /M B 2
TE TR B RS S B AR SR A Bl o AT B
PEIN TV TR

2EHR
« OMIM : http://omim.org/entry/154500
* Genetics Home Reference :

http://ghr.nlm.nih.gov/condition=treachercollinssyndrome
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Multiple Pterygium Syndrome (MPS)

— REEZ:

%2 M EARBIE R #E (Multiple Pterygium Syndrome ; fEfEMPS ; B{Escobar
Syndrome) -+ BIAZEERy " SEEEME ) - SRR AW EE FHMVRY - R
5 H S B VY IR B 6 ) (R A e — ARV BERIR M A4 + XIK[Escobar Bl 1978
AR H R FEMAE L BT DUMEAE X AT By Escobar Syndrome

FRBAE NG SR RN & B A Y BRI R S BE PR BT S+ T s s A
H RIS - REE W] R B EAVBUER (Lethal Type) - H3E 8 1F HAER]
S BRI IEEE A (A FyEscobar Variant) » JLHUERE HAE TR €S
e Be B IR B AMEL BRI RE - (B RE HFREmC AR - B E RS H
HIEHARRERR -

H il CAICHRN G A& [A] 12 22 88 8 3 1 S SE AN F R B0 AL B 2 38 1 B IR M E fie
B e i RE RS T RN ¢ - 28RBS (v Subunit Acetylcholine
Receptor 5 AChR v subunit) ZHAESEH - ERMASHLAMREIEH B -

o BER:

IR B A R E L EEABHEENER  BEEERRREREERB 6
RS R RN H ATBI AR A S AL - MR HEAE LB AR KU4E1/1,000,000 80
o

E+nE sEEE | 209



=N 6
28 ;ﬁﬁﬁ(:)

= BERN

BEAE R BOR EE ICHRNG R R 2 2 Bt et B 24 33-q 3401 B » JEBSLAL Z5E
AR ORELEE  BENSCEREAZERERORBIER - BtED
BOx gt B ORI M (A A S e, -

M BRARRE

BORR BB T E AN G LA RER - BiERP - liKEFERE @
WAL AL -

BHSHY Y FEBBERL (Escobar Variant) HERIANZ R RE - SHEHK
HE R OME LB BRIRRIARE SR F R IR 8 S T OF B 1 B
fake o Sy n] B g AHE o R HERIRR B AT &

S ENER ERARRE

BB c BERERY C EENMARERT N o MEBUNH - 5
AL B T i R B/ - FTRE B OB ~ hE
o B 7 i
- IHERE SO MRS - EEE SR E—ER
L

M 8 « IRHS/NECREE ~ b~ HREA T
< AR MR (BR) W SR FE S IR ENE %
FREC BHEXEA -




ZHMEBRRERS

Multiple Prerygium Syndrome (MPS)

FENEE FRPRRE
I o BRI ¢ BB AR Ay SRS 2 1% S e Mt o A

[ - VUIEHYBZRG i ~ KRG BB - B T A o
ﬁﬁ%?ﬁ°%ﬁ%ﬂ%i%%%ﬁﬁ%$’ﬁ%ﬁﬁ
SAETEANES) (s ) -

» ek N ERAETERE - SRS TEENZIR - A SRR
He A R ST SEAIR - S e -

« HERR AN b R S A

- HANBHE K ¢ BRI REERNEEEES - OFHE

Wi - WREEBRAE  REBRIR S E AN R LAES] - BRI -

IfEERA R SN EPRGE AR HRER  E A S5 |

B EHEE A aEh -

H i B

- AHGEERFTAR

% B
(—) \EEEE:
IR IS T - TR RSB A FI B - T A AH B 8 52 bR A A

W OGRS ~ EIETR - MREHRTE - DU RIS R B IR R R - R A
WL EEF B AR (0 - 0 i) - 3058 — 2 eI e KRy
HJHE °
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o8 mBEER ()

(Z) BRERE:

BEEHAREET RIS ERNSE » BIATE BEZm L BLA
TSR G M AREREEES (Creatine Kinase 5 CK) Bl » DU TIIAES
TR -

(=) EREE

ARRHE 7575 CHRNG LRIy 28 -

() ERTRH :

AR BB ARG SRR IR B el REIK D AR TS RS B Y EE AT o b A
U R RE  BTHREIR GRS R RREE - MR R R BTk
1 -

B

HETHARAEEA AL ERGEREEER I SRR - e Lt
b o FRERSMR TR I AR R - DIdGE e R - e R 5
AEMPIRSE B A R R APUAE R ORI SORVEIRIRRISEEY) > &
i e i L P BEZE S R B 2 A 5 ELAb AN E R ~ SR R
NSl dabe - TRV -

tRE:
BEMEANEE ENRY > BEEEEAZE

5
=

I

» RERER Zia P8 L
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Multiple Pierygium Syndrome (MPS)

M8l > BEAERRSE LINRIVIREIR —fRdk 1 —HF

2HEN

* Mutations in the embryonal subunit of the acetylcholine receptor ( CHRNG )

cause lethal and Escobar variants of multiple pterygium syndrome. Am. J.

Hum. Genet. 79: 390-395, 2006.

* Jones, KL. Smith's recognizable patterns of human malformation, 6th ed.

(pp.346-347) . Philadelphia: Elsevier Saunders, 2006.
« OMIM : http://omim.org/entry/265000
* OMIM : http://omim.org/entry/253290
* OMIM : http://omim.org/entry/100730

~
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Noonan Syndrome

— REEZ:

L RIEMERE (Noonan Syndrome ) MEfR T 19634F HE A (Dr.
Jacqueline Noonan) fR BRI 2 EHRMBRILMEGS - BHEOIMBLIONE
#AE (Turner Syndrome » HSERGME 7% ~ \NFIE ~ WEERK - REZIE - I
TR B - TN - BEE - FRIEES  AMEWRAEZ KX EHE
D —RFT B (H5 R AR A2 AR RIS SR i B DUMREAS 73 85 P e
B9 HARBOL R B SR e R QoW - X DUBIAR A R B 5
SRR REA ERIRE - BRTCAIBURAERKGPTPNLL » RAFL ~ SOST »
BRAF » MAP2K1 » NRASHIKRAS » 5& £ 5L PRI B fff ffd 48 = 42 H B 0 3RS R BR 18

A -

Z AR
IRAiE 2 34 3R B 1/1,000~1/2,500 ©

= BERN

MHE R R e B IR E > SBAERERRIVEREEE > HEF
30%-~75%M) 8 2 R AR T — 5 e B IR B 5 AARACRERUT — 5 Ry BLAE
B P —RA SRS — A 50U MRHER  IIREREEY - T—hH
FAMBERATERE (<1%)  WRFHRNE0R A R EAT R %

304 | st7E NEEER



HAER | BR[O TR R

PTPN11 | 50% 12q24.1 HAEME MK (Pulmonary
stenosis ) KB HFEERE (Atrial
septal defect) YL o

SOS1 10%-13% | 2p22-p21 WE LB FRERE . B A
BN BB HIERIE (Cognitive delay )
MR -

RAF1 3%-17% | 3p25.2 TRF 30T 8 0% 1 118 22 38 A2 M JE A% L I LAE
(Hypertrophic cardiomyopathy )

KRAS 1%~3% 12pl2.1 0 LB RS R RE T e R R B B

NRAS Rz, 1p13.2 H A H R S R S w5 Al
BEHIBRYIEAR -

BRAF <2% 7934 25 B PSR RER ©

MAP2K1 | <2% 15q21 Y25 B PSR REIR ©

M BRARERE :
5 RAERIR R R R

TENEE

ERPR IR

ER¥EH

¢ nnm

. %M %%/J\

PN R R

- EER
- IR
- A SR




w ob
ERE® (=)

FENER

ERPRERE

SRS

« BEIRSE (Webbing of the neck )

« E AR SAER SMEAIE S (Thick, low-set or abnormally-
shaped ears )

- IR T (Ptosis) ~ MR (Hypertelorism) ~ HRPAYEE
7 (Epicanthal folds) -

« /NgEITE (Micrognathia )

NIRRT

« EHFERRE (Atrial septal defect) * FIfL10%

s DEFFFIEA (Ventricular septal hypertrophy ) * #J4510% e

< DEFPFEE (Ventricular septal defects) * #I{1i5% e

© RO - L E R EIIREZE (Generally pulmonary
stenosis) * FIE50% e

WLPS 5 R

 J3FH (Pectus excavatum )

- WUAER T35

- FFEMIE (Scoliosis) » KIH10%-15% °
- B (Club foot) » #J510%~15%

ML

 EEIMEEHE (Coagulation abnormalities) * £J{520% °
o MM/IMRIRAE ( Thrombocytonpenia ) B4 e I K T-Hk 2
(XI:C > XII:C ~ XIII:C) -

B %

« ¥52 (Curly hair)

306 |
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Noonan Syndrome

FENEE ERPR SR
HAt - HRUTE
« [BZ2E (Cryptorchidism )

« B 2R SO R A R K i

« S - Kh2%-12%

- BN ESESE AR A (Occasional malignant
hyperthermia with anesthesia) °

TR -

BRILZAN » BREEIERINEEE (Penetrance) SEIREETHHIN - Kk BHIIERIR
KEAERRA - BH L EEZR R TRIRI T - AWl R E -

28

B I > HRTLARR IR R ARG T - SO FIHARR B RIA0PTPN T L »
SOS1FEMZEB TR E - A BB H IR - FHKILE R ERTRZ BTV K
7

N EE

DS i) R RTRERR BB S0 BT T TN BB IR R - TR/ SRR
LT RS 5 BRNRE RN FAE - BRENEE TREREENCERR
i HARS RN EE - £ H AR R H AT E S R AR TR SRS



w ob
ERE® (=)

AN BELFEME S A # - BEFHAERBSRERNE - EEE
SAE RrRFA -

HHBEENRE - #ATR BRI TR - EIRERRRK
MR HR © RS EAR T ZRRAIAE - BEsRaTRE R T H R A5 - JRFR N
LUEHE -
2EHR

« OMIM : http://omim.org/entry/163950

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1410/
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Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome (BPES)

— REEZ:

e RN F M I DM /NME (Blepharophimosis-Ptosis-Epicanthus Inversus
Syndrome ) ;& —#F S ARG ZAEE (BT ) B/ (Blepharophimosis) ~ ARHE T
(Ptosis) KPR # 7 [ (Epicanthus inversus) SR K7W TR R F BB -
ilf7 PRI H R 3 i 44 FyBlepharophimosis-Ptosis-Epicanthus Inversus Syndrome ( f&jf#§ Fy
BPES)

H R E A EBOR K B FOXL2 (Forkhead transcription factor 2) o JE4h » 4
HHBARIFTE R - FE5 3R e 3q 2 3@ I B/ N Bk & (Microdeletion)
H3q2f B Z A7 (Balanced translocation) EH &R » v REH ILIER
By -

BEAE AT RN ZRE 8 A O S Ry RA AL - SR —AY (BPES type 1) BR T EEMIS
BT SEHHE TRV (Premature ovarian failure ; POF) + HEZL
PERE AN L TR (BPES type 11) BEAGEANANME - EHIMBEET L
e

ZBER:
BLAER) B AR A G KRR « R > BREIER 2R - FrClE A
WAREZHEERNME - EREENEIHRS -

E+nE sEEE | 309
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= BERN
BLAE s B L RS B M BORIFOXL2ZE R FA SR s e i LY 3q 23
B BERD R R SRR -

0 BRARERHE :

R AR EEE B - BREEEINERR - §580E%
ARSI A B A - RIS AR - B M SR E R T
H o BT HEHENRE R -

M3 o — s AR o AR AR N S R B R e R IR B T -
BRI EE AR (it TIRE BB ARTEBAEERE ) &% 2s- 20 EIRE KR
WM - BEFSIRMRAYZERE (M) B » RS R - thalselhy ERIRTE
LA R 2 BT S EUR L T 2 - SRR BURIEE - @A ERNE %
B o PR e R/ N B K S A J 2 I P RE B ERE R I L ROARAR -

BRIt - ZBUEE B EIRIGAT « TAR (Broad nasal bridge) ~ EfIE
(Low-set ears) KJH/INAT (Short philtrum) SEAMEEHE ; e R EE
(Nystagmus) K/MIAE (Microphthalmos ) HIBRIREREL ; MESRENHFT AR -
HReng B E IR/ IRE, (Lacrimal puncta) $K%E ° Dawson A #2044
TR R R iR R P DARRE » BBLE R (Strabismus) 457720% ~ JEE

FLH (Significant refractive error) i 7 34% ~ BEH] & BEHIEHHAI&1521%520%

w
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Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome (BPES)

g

T2l bR KB E SN LB KRB - MRS HBAIREHRE - AREIRE
RERR (REREE) M - B RIRERIT SR ~ Rhi BLHRERIE B [ 5T 6k
T2 - MAE— A REFEZ LT ARVEERE (A1 BRAFEEEH -
G E RIVEAEEER ) o RAERNSBEE (40 R - mEEE) 1
foll - DAREALFL AT DRE -

oy B A A B - DU IR s e i B R K i 33
ZE B LN BB R AH R S e B B KO 7 0% B3 TS BR IR P 51 el
FOXL2EERIZ 228 - TR gLt e\ B R Rl b+ 97 10% i B W FI & &
R SHEIYE (Multiplex Ligation-dependent Probe Amplification ; MLPA) » #
BBV BRI «

B - 5%y R A RE R R B M E R Z B0 M (Microsatellite and SNP
analysis) » BHRFELRIMEM (Extragenic rearrangements ) FrEfyZes - {HIL
TR PIBE R ITERS B - EREIE Rl IR T L2 -

NEE:

PR T B R AR IR BPAMESREARNRFESE
TR ARG RInFETE - DU R F G RN - RN - WEERX
o R T SN KR ) FRER R B I R R TR B AR AL
FAREBU TSN LA E R AT E R 0 BRIV R TR -
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ERE® (=)

HBL R RN R — RS H - AR AR EBS AR - &
FHHRFR R - RIS - BRI BE AR A ER I E B R
KERE LHERE - TR AR RS - S E R S R E R R DUEA

%

%o
BEVH

* Interstitial deletion in 8q in a patient with blepharophimosis-ptosis-

epicanthus inversus syndrome ( BPES) and microcephaly, mild mental

retardation and growth delay: clinical report and review of the literature.

de Ru MH, Gille JJ, Nieuwint AW, Bijlsma JB, van der Blij JF, van Hagen JM. Am
J Med Genet A. 2005 Aug 15; 137 (1) :81-7. Review.

* The incidence of strabismus and refractive error in patients with

blepharophimosis, ptosis and epicanthus inversus syndrome ( BPES) .

Dawson EL, Hardy TG, Collin JR, Lee JP. Strabismus. 2003 Sep ; 11 (3) :173-7.
* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1441/

« OMIM : http://omim.org/entry/110100

* BPES Family Support- http://freespace.virgin.net/andy.bowles/
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Pfeiffer Syndrome

— REEZ:

Preiffer [RIEfERE (Pfeiffer Syndrome) JBFGFR 1} FGFR2HE A B Y
BEGE R EAREIREE (Craniosynostosis Syndrome) & — » XFERAREEGEE (HL) BF
S8 (Acrocephalosyndactyly Type V) + BERVREURBIRE T - #18 (BL)
HHAEAREE » KZBEH R EFEMEE -

A A BOR KRR T A BRI 4 R K7 #5352 #82 (Fibroblast Growth Factor
Receptor 2 5 FGFR2) JMEHFFGFR1 » KA R A B0 He K Bl R - w]RFILAE 7
B = B —RIRRERERES ) - BEBNE RS RIER » BORI AR BFGFRI

(5% ) BiFGFR2 (95%) 5 S~ =R — R Ryl (L LR B » AL AEBEA i
JTHIRIRTE - BUR A Ry FGFR

ZBExR:
RSEBIMET » JAEZ B4 K E51/100,000 - 1 H Al R A G E M EREYIN
et &k -

= BEIRIK
BEAE o A R B e B B M B - BURMIFGFRIMIFGFR2EEA » 43 B

REESTR Gt lE FAYSp11.2-p1 1.1 E - FIZH 105 3t f8 [AY10q25-q26f7 & - K

E11E SBRE | 313
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0 BRRRE :
BHEHEPRERETIAG - GEETEEEEERMSREY RE > BT

AFSEMARAR > FH-AEHGEE RN ERHENERT AR
HENRZ /I B2 ZHEHE AR RER SO RRE - B AR
R EEAAIEE (Cloverleaf skull) ~ BHIHMBALH ERIGIRSHTRE - -
FOMNEFIIRERZEH, > FE R B AR I -

BERIRVRREREA  FPENRG A LERTHTA A2 BAH  IRET
F o IREER  IREGRT Rl 2 BRRT - RGN - @HEte L5 - BEE
WS s IR HNRIRRER - B8 (b)) THRWES - SRIVEEE
T B B R 5 HARRIEINE © BRI - BARALKZE SRS - A R

» K ~ B~ RSN -

UK
2l im F B DR R R E R+ - JAMETFIHFGFR 1 BIFGFR2.Z FE K kg
BREHE - R -

N EE
FERFTHR SIS TR L - BRI - £ RFH — AR



Pfeiffer KIEIRES

Pfeiffer Syndrome

=

TTHE B I SRR - PR EECAR > DU R AR
e - FRERR R AT AR DL - AT TR RA AT -

\|

tBE:
beitter IO EBES MBS — « ST - 5 SHPIREIE - il
MR R - R A R -

25HEHR
« OMIM : http://omim.org/entry/101600
* GeneReviews : Pfeiffer Syndrome

http://www.ncbi.nlm.nih.gov/books/NBK1455/

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=pfeiffersyndrome
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Prader-Willi Syndrome (PWS)

— REEZ:
L ppsE B ICREREE (Prader-Willi Syndrome ; BSFEPWS) XAATH T /INBERER

Fl o B T EE ) - BRI 5BR R RE R E 1591 1-q1 3@ Bk HIE B it 3

WA H B A A U

(—) FEHXBEF IR L1591 1-q1 3 BEMELL (Deletion) » K4k
70%-75% °

(=) WfE% 1 55RO R B R - F Ry RHEEE —88JE (Maternal Uniparental
Disomy ; mat UPD or maternal UPD) * £J{520%-25% °

(=) BHJEEACH 155 R ey A K EC 0 (Imprinting Center 5 IC) B4
22 K)f2%-5%

() 7EEZRE 1557 L O3 4 VA, (Balanced Translocation) * #Jff
1% o B BRI $HE03E (Genome Imprinting ) HIZ% » A[2FBeckwith-
Wiedemann FORERRHE IR KIE2 /M o

CBER:
KBy BF R BB EMEE - KEREHKE - WIEZBELHR

1/10,000~1/30,000 °

B3
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Prader-Willi Syndrome (PWS)

= BER
BT BB BEEEAGE TR RLERBRRIOER LLUEHN
FRBE  KBURIERATARE - A FERE E A -

BiRRE BEFEHRRE
15 G AR IR <1%
REJFHLH —RE <1%
BRI BfC oL A e <50%
FRISAROHRIE - R R Rz <1%
- <1%

- BRARRE

Fh o H BRPRIRTE

WSl | - BRSUEERIE - R -
RS T B BRGNS BER R,
AR -

LSRN - BB S] - RS RBS 84 -

- WENUEEN S (Deep Tendon Reflex ; DTR) WA BIEE -

- AR ERE - RN AERERSS -

- BIEERE - BEAR -

- RN ARETRIEEW - BFRESEEERAS-4HA -
- RENE - MEEEE A BEFARESREZTAR
TEBARBEZEAR -

FTtE ZREEER | 3]9
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o8 mBEER ()

FioH FRPRRE
S - 6fH 1% - BREINEENHE ARG -

- 12-18f8 H - BRAG A AR B ER R R - SP LRSS

B/ NEIEHE - FEENZEBEE]) - HRNZEEE LTFEE -

s B > AR (Almond-shaped eyes) ~ FijiZE%E (Narrow

bifrontal diameter) K/ HLEEMINE A T ERAYERY ~ R ~ 101
EE (MARDAEME) ~AMESETAR -

o B~ TR B R RIN R -

HPER | - SMAEIEH  BEER (Hyperphagia) - HEENEINEK
JREE ] R’Y) WHEEEEHH SR -
- AR TTREE - SRR RIS ERERTR -
© Kb E G AL SRR RERER (108U7E60~90.2[H])
Dty B Ryl R BIEE R -
- BIRAETRA T - BENTEESEE BN - BIEF
FHREENRE - MEERE  #E A %E2F  HEFRHAS
g o AR HRRNRE - EERaE8 - B
A EREE TR -
28

(—) SBTEREFESH (High resolution chromosomal analysis )
A EHI RS 15q1 1-q 1 SEIRAIGRAK » RKITT2EN70%BLAE 2 B3 -

320 | Et+ts nessz
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Prader-Willi Syndrome (PWS)

(=) BHENMIHERE (Fluorescence in situ hybridization ; FISH)

FIAAIR 16q11-q1 3 WS AHRE By H KPR B+ ] (30 HE e (e AU B/ N R 5%
(Microdeletion) ©
(=) FE(ESH (Methylation test)

A R RHER S EEE R R AR (PIATSNRPNEER)  FEEHIA
A » AT FIFAPCREL R 5 (Southern Blot) ZEESHT - Dbkl 2B IR By Yt 5L
IR K BB —#eE (UPD) FTGRCHIPWS » RESE A I
(™) SNRPNER Z 553

BRI & B E A B/ MR R B 3 (Minimal deletion interval) -+ HIf?
PERCME (Imprinting) - IEH AR ACIRAYSNRPNE K SR - 62K H AR
SNRPNFE[KF A kI - 5 ATREEE0 -

b

/ A

s

8% :

FEERRPEH T - EHE AR —BEURE Tl mAIhRE R g
B Aot R B Rl Gk LA - A AR E R LI R 2
AETHIFRHIET - BUAHYEC R B B AR R IR 2 PUAE R R IE P L Fe (i BR
5t EYIRR R RE o B R E R TR AEE) (R93008#)
thRESH e E A A RV EERCR -

Btts Renzs | 321
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* OMIM : http://omim.org/entry/176270

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1330/

* Genetics Home Reference :

http://ghr.nlm.nih.gov/condition=praderwillisyndrome
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Angelman Syndrome (AS)

— REEZ:

RS KIERRF (Angelman Syndrome 5 fijf§AS) - 3 " HREEETHE | BUK
i - 2 — AL e R PR & O R PR RO IR S R BT R O M 9+ e
Harry Angelman$&RiifE 19655 B LR — (K Hl - HE1987H A BRI L
MEE - HE 1R mRamame - BRILERERT » 2OF—HEEHA
ISR BERRER - FHFGES © EE R R RABER » RIS 1R R RS
Bt » THE— DI R B SCAREE -

LA B - R ECHE R (Prader-Willi Syndrome ) #BS2 K55 1 55R YL (044

KB 15q11-q1 3R EF B0A - HER RN RS 2 WK - E2 HATE A1
BORIRINA

(—) B REEE 155 A8 1591 1-q 1 AL EHERK (Deletion) -+ #If570% °

(=) Wil 58 155E gL etk HACH » MRy AU BB —#8/E (Paternal Uniparental
Disomy 5 PUPD or Paternal UPD) » #J{53% ~5% °

(=) #B 7% 9% B E HEF0 AR (Imprinting gene ) FEA4:FTHE -

(P9) 53996 1 1%/ S TR IKIUBES AL IR 2 ZERB T EY -

ZBER:
PE 2 3 4 4 5 1/12,000~1/20,000 » S8 108 4 Gl B B8 LR A B 4k 2

EttE pesss | 323
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7 [RTRy BL AR S A R A & BE R 5 IR IR (ES- TR I » It
R E AT TR LVRIRRF I TR - HRIBIN SRR -

= BERN
HAEE KA RN BRI - HREHNT AR RKEE R - GBS
BATR -

BiRER BALER BEFENERE
Ak SELESS 65%-~75% <1%
A <1% #IFs50%
AR BB RE 3%~7% <1%
BRI R MR AR EHE | A% #1100%

fi (Robertsonian translocation )

KSRt LB AR (Deletion) 0.5% | HEHRRAILERK - HFR

P RAT Fy50%
FERBOHG - R AR Bk 2.5% (1%
UBE3AZE## 11% HREBUNE Lz » HFERE
FERRATR50%
HAt R 10%-15% | JEATEHIET B R

M~ BRARERE :
BT Ry RUUIEH R Bk A0 52 S 1 i S50 AR s A S B MY fo Ay K
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RERSFERSE

Angelman Syndrome (AS)

D S ER R NI T RNENR - SR E R ARG - B [ A W] EE
GRS RAEF B R R > HERIEY - GRaRHNSE

%2 - REERFENESERNTEEEENOED - MR EEOK - i B
B R3O R DU S BT s R e - BNk -

RE SR AR EAERY) - KA R RS h IS ~ WEu - | R
WS BERERE REN S —RE - HRSEIIR A B IRE LT R - KHI80%HY
BEGHARBERIIRE - &EFIGRIRRE 18-24(8 A - @ H G a5 -

SUAE S MR R R RORs BE S SR B TR A die - 2 BT AR IR R &) - i
MR IR S s IR G R EEEHA  MASE A B KRt &
B - I A 2R R R R £ E AT - HEF 2R B A BRI E
KRR/ NE - ESHEN AR EH LTI - EHERNRE BRI
[ B — i AL ELTE R IR I RIS HER R A SEE I R B RE ST ATRE R IEHE » 4K
R B R R R B AT &

it

ARy RElE ERPRRE

—E(1 g B el B o B A B RE R R AR

(100%) « BHE RERE 0 KPS R R R s
75

“‘l'

i EESE gL

%{"l‘l
&
%
5
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B

B LI ARPS

EUEE -

%llll

I
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BT AEE BRI
Bt C REUMTE ¢ RO R e TSRS
(100%) K PR L BRBUER AR « O T RE)
(#) B (Hand flapping) * METEBITE - 17 F LIS
R -
e SRR M E o e BN (72
(iit80% ) B
o T VAR B/ VA 3 R B
o NIEESHzE - A HIR S (Slow-spike waves) *
75 SRS BRI B E -
B - AR
(20-80%) - SEEAR ORI > ST TR ERES - R

SRR -

- i (Prognathia)

« BW (Wide mouth) ~ MK -

- REBDEER

- EEETHIEATT Ry

« whi

« IRIEE G R A2 (Hypopigmented skin) ~ BEHD
- MECBREE) - AEAHINRSER -

o STENIRSURR M B

« MRS T

- BEOK  BEBWEE - 1K B KRR ES AT

ESINETRS RIS 7
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Angelman Syndrome (AS)

5 B
F RSN DL N R AR BE T2 1
(—) BIRER - LHREASER -
(Z2) AR E - ARSI G RE B - PRl - T8 - oD 0o Bk (|
% -
(Z) IiRFee : MMM - Bl - JEEs -
(19) sk » RIERMEE (EEG) -
(L) BEERBITEm R -
() B3RO RE R #k -

B TREERIER A - FEHPCROT AR 1501 1-q1 WS A H RH AL
HITEE ~ DUREIR ARk (FISH) $E 15q1 1-q1 3EIIE A B ~ REFHUPDAR
HEE G 5SROI A B AR - BAEUBE3ASLAAZERE % -

N eE

BEE T R RE & EHEARIGEHE » AT H Valproic acid » ACTH ~ Carbamazepine
Topiramate FEFHIFEVAER + S RBGES) FRIRE  3EE R0 R » R FE%
PIEE ~ WEHE © B S IARRUE - BORMY £ 5 T R B S L B A U B 1B -
) B R R e e 5 TP U B AT B R T GR -

tBRR:
AN HHERES)E  E RS A 2T S - ZEmRA R

FTtE REEER | 327
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FH GRS 12 - MERE S B EF AL A o (H R B
FH - WGBS TR EE S AN OB SRy - ST T e B HE (S -
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* OMIM : http://omim.org/entry/105830

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1144/

* Genetics Home Reference *

http://ghr.nlm.nih.gov/condition=angelmansyndrome
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Williams Syndrome (WS)

— REEZ:

BB T IGIE e B (Williams Syndrome s fREWS ) 2 i 7 4 75 G B8 il
WilliamsH1Beurenf? 196 1 - fr 8 R M —ME G RGNk K (Microdeletion) %5,
I BT AR #E B Williams-Beuren Syndrome (WBS) » HCiRICHI R BAE S 7HE Y
Tl 7q1 1. 23 » ER—E B A AR K DR R M EUR - PR B A &k
RAE P BRI/ FTANE] > — AR BRAR A R EBOR » HoBf R ey i =

18 BB E R 2518 DRI - B RAVEUR KA CLIPS ~ ELN » GTF2I »
GTF2IRD1 ~ LIMK1 &NCF1 » Hrgg Jj8 H &K (Elastin 5 ELN) By - B
FHVLMERR ~ SR - FAROHETREEREREGH » SEMESE
B » CLIP2 » GTF2I » GTF2IRD1 K LIMK 1 ERIEFRA ~ 3B 5 ~ B ZEME A
BAtE - GTF2IRD 1A kKt AT REMIRG TR I AR R ECH B - (EBIE A IERE B
o BRI M R JE S 38 E 5 NCF LRI RER B i M BRAAE AR B

ZoBER:
BLAEY 3 4 3R 53 Bk Ry 1/20,000 » 1 BB ET A B 4 R & 0 K0k

1/7,500 °

= BERA
Refe e e - BENT A0 RERIUE - HEEEAL RiE
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HEE - MRS HAREE AT -

M BRRERE :

Lk 8 H R R R BB BT

FENER

BRPRIRE

Fe RO

« R IEH (Elastin) FEKATBREMEFERHHBAY - S&Fg

HIMERAENRS  DEBIRIER B Aa &b
BEBIR SR LA e

- BRI - BRI BRI O
AR BB AT RE S [ R LR
« IMEBRAERIR DL T RE G BER R T AN [R) - Fir DARESE 122/ Gt

BERLEHE -

SAfa R

- iR A RE  IREE QEEIR) ~ IRAEE K - 2R

by AR G# S WR B NTESF -

CE AR FRER - AR REE
« IRHS -~ il EARELAE -
< HOR o R E R ER BT U - L G RKER B B

# o BENRGEAPER ARG -

s L S

-
« MR S SR A R ~ I RIEE I -
- HENEER » BOERAEK -

330 | Et+ts pemsz




23 B R EG i {i% 8%

Williams Syndrome (WS)

FENEE FRPRRE
HILRH « BRI 5 ~ AR - RN - A SN - (R
RNEHG
+ IR AT REE R EI4-10 HRIF » 4 GF M= » 10%-15%
HMEEREERERE -

MR | - SSUNENG - BRI -

- FRIRIVEEAE T » 50%HBE AR R EE -

« RIS » AR TG A BRI B -

- HRHS R AR

. G

BIRSGRA | - SRR | AW EHIE DR TN - R
DB REBREERS - (NSRS TS -

L REE | AR RS R - RS E R AR
18 -

MR | - RPN BT  FIORIELE AT - S - AR

- B EETIAE -
H it » BB R0 U DRE R -

TR
JERERR T R FI R R R B2 B b - A2 5> T2 8 5 1E - R AR DG IR A

1% (Fluorescent in Situ Hybridization ;s FISH) ~ MLPA (Multiplex Ligation-

EttE emms | 331
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Dependent Probe Amplification) 3KhgHIE MG AREAVEL - ¥IG 9%y EHE TIHEIL

Wt -

e

e

N

H 3 A OFIER IR RER S » Fr DAFE LG DLE 2 DR ~ B} ~ 156
B 8 IRB B0 sa i - AR R BN B4 32D - LIRS
EIMESER SR A - WEH/D LR AE RS - SR 2 0S8 A By
169 Bui BERRDUGETTIME T HABBARNTT Ry ~ 38 R Ay IR v 122 52
B - FABEBRER G FIER -

tR’E:

BERZ [ REHRIRENREST - WoERH) TR ERSE - R e FRHE A
TAE - RIS RFSR A B B L IE Rl Lol 7 T A R 5 K
BB BN BRI e lInBIRE A

2EHR
« OMIM : http://omim.org/entry/194050

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=williamssyndrome

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1249/
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DlGeorge Syndrome (DGS)

— REEZ:

KEIRIFERERE (DiGeorge Syndrome 5 ffEDGS ) N FCATCH228(22q11.2
BRERERE (22q11.2 Deletion Syndrome) - FHAEZ R By Eioofi ol REM
22q11.2F BB A HRK (Deletion) FTEL » IR EEH &0FE LIBEE (Cardiac
defects) ~ @AV FF AR A (Abnormal facies) ~ WREE AL (Thymic
hypoplasia)  5H%¢ (Cleft palate) FIMFHE T (Hypocalcemia) SFHEAR » At LA HE

FCATCH22fE R (CATCH22 Syndrome)

CIRER
BUAE 2 B R R MU N AR - B 2REANHKE - EE4EENR
1/4,000~1/6,000 * (HEFRIVFEREZ T 5 » KRBT ZIEREEMN BE A

= EEEX:

LT R B o BB E - (HAVE 93% MY B E R RIB MR B AT E > B34h7%
HIBENEEEE R - HRRROERERIEYR - BRI R0 4
et BARETRZBEHREZMBRA - & XRHE— A g G ik -
AN — R R 2R A Fy50%

B+tE ReREE | 333
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Mo~ BRARRE

LR R H R R R R BB AT T

FENER R PR IR
T iR - BN B R BRERE A - AP~ LR - HEEE -~ I
HENEHAME - REEES -
- SSWIIBEAI « EL R SRR J B R
INIIREES N o FHEEHEELBEE (Conotruncal cardiac defect) » AFHL
ZHhfgEE ~ GBS » RS RO EE ~ BhiRER - FENR
FHETEMEIREE AR -
- 85%H B EH L EN LMY » &k LAY ZBA! 3 B R PH B
I EIRER R
A 43 b T A » FURBHETS ~ RIEHGIRBME T P& s s g -
RERM - REGYUEEHEEE S HIIREE -
- BRI R AR EENEE - HTHIRgRERS - 55 EH
IR (AR ~ Ihfgess ) - iRt gy B E Y
JifE EE (Graft versus host disease) ©
Hit < EEHAEREIEY B2 ERRRTAE -
- 33%HMIE/
- 50% B 2 Y B RE R R
- 63%FHEME
- T0%-80%H AR A2
- 100%H 2 E R
- FEEVEIR TS 10%-20%1 BEE T R MR - D BE bt
HEWE ~ KBS R -
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DiGeorge Syndrome (DGS)

F

8 3% FEL AT A S IR L v RS I HE 2 - A DA 5 T SR 2R R
Al HA 1/ 30 F B DU B B — MR RBIEAR - 2728 5T - AT St AL
223 (Fluorescent in Situ Hybridization ; FISH) FIMLPA (Multiplex Ligation-
Dependent Probe Amplification) SIS 228 ftifliooq1 1. 20 BAYHERS
90%HY R FIRELL M2 T - BB AR — T A R kb - AR TR
BRI © bR TSRtz ob - HRTTAITEE 10FR A8 10pHT il ~ S5 185%
f718q21.330 BB H Al Qe EL B HY D/ NER K TR & S il B R 2R (DA R PRAE AR

NBE:

SR INE IR FR T TR BRAN T %

EI[5] AERAR
VRN STERINEAEREF A INEAIEREF
AR THER R B AR B AR - FERE | Tt A0 B A M A 85 B T RE
Wa i - AR AR - | R E R - EREH N
WRERES - EZ MW EEIRT | & HOpsemBH &% - i
AN MR SRR B - | R G TR - BH W%
TR o HAEEE S
] °
WSTIB T | 6 0% E A0 A4 SR I & RIS - (R Z 2 E - KI7EL
BN E IR -

FTEE ZREEER
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HF BEARN
DA EiiRErny R B LA B E - SHTHAR IFERNIECREE
85% o
H At i RS 7 0 F I B Sl Ay AR L, DLoa s e Y B s R

B o

(Graft versus host disease) » SAYMNEHETREHEBEERR KA HeRE
W TR R EEEEE  HEE TR S HES R

2EHR
* OMIM : http://omim.org/entry/188400
* Genetics Home Reference :

http://ghr.nlm.nih.gov/condition=22q11 2deletionsyndrome

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1523/
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S2IE
Hutchinson Gilford Progeria Syndrome (HGPS)

— REZ:

FL#AE (Hutchinson Gilford Progeria Syndrome ; ffBHGPS) R/ 18864F
W e RHERERNE AR EONHEHEL - HATEHLMNA (Lamin
A) FERIZ e R BRI LA - LMNAE SCRAGIEAT RS 8+ TR AU
MRS E RENHES  REEEI - LMNAK K2 228 Rl — L8 E ACharcot

Marie Tooth DiseaseZE i

T BER:
LA 2 B8 28 4 R 1/4,000,000~1/8,000,000 * Fii 5 e 1A FE HEL Lo o2 B SRS £
6] > B BRI 151 ¢

= BERA
RERE R ORI E M BURILMNA ERGRE R 1921210
B HERE TR R B BoR - WIFHRACREEE T -

M~ RARERE :

BEAEHEREDIEY - Hie- 1208 H Ak & hiin R R EER R %
B BIANHE TR Rl R e B A BE R MR~ R R B il LR, ~ B2 T IR
fg KRERA - WY - B RIREE SR EE - RREEGRE - HHZ%
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Hutchinson Gilford Progeria Syndrome (HGPS)

B A RERVBER R EAEEOR BT s B s  REOL - Y
feil 2 R A - — BRI RIS AR ERES EEE - fIATSILE - BE
FRIE - REPEE - 54 BENLOEFRAZRIEY  EEF LK
Byia - BEEHgRIBANET] -

A Pk
(—) BRPRRE :
BERINBRE RIS S B ENZEIRE - BERTAERERNME
b HEIRETIREEE
1. BURNAY S AUSE - HOR R -
2. BB/ BEEARE -
3. VUM H R s B
4. N IRHGIE A
5. B4Ry (Pear-shaped thorax) - HEHH °

6. HHHEH

(Z) #8750k

1 AR ERERE  ROIVBIRREGHEN - M EFEY ALY - (HE2R
EHHRBERIEB AKX -

2. XA ¢ SEHEK 2R G SIS RERIEEeRERL - 5
INEEEHENR - R AR -
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3. FERI SRS ¢ AR FILMN AL RIG 2288 AT 2 22 1 » H Rl A 2233 B (i
BEE1ESMNET (exon) FAIGE08G -
B

Rl R S — AR 73 U IR R B R IR - BRIER MRl 2 &
BN I REAHR L EEHB R SEB R - S5 B R AR O M B S
FARIIRERALHE] - ALEITEEN S HES) - FEYENEE L FLURER
HRAERBMIERFEL - BRI O RBRN AR - v E TR
69 (Anticongestive therapy)  EFFIBEREAER G B » AIFI R RIGH -
MBI B R FNGR - JEEE YNGR B EIGH ; I B
FEEHALLOMERE S ~ LB ~ XM ~ MK F R ORI B i - DUEIRHS
THEVIHIEHR - RN BEEREAZPE  THERNEZ T —RIER 8 B
FLLEFRTIEY - RELFERNEZ T EHR - BREEMREY - KEFEES
(LB SR DA B A8 A IE R At R L -

tR’E:

BRI 8215 PIITF G R 135 > To%MBEHAE10~205%
RFRL DM E IR ML - HRZ 20N R M 105 - 2 it HATE —
TG E26 A B W -
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Hutchinson Gilford Progeria Syndrome (HGPS)

2EHR
« OMIM : http://omim.org/entry/176670
* Genetics Home Reference -

hr.nlm.nih.gov/condition=hutchinsongilfordprogeriasyndrome

* GeneReviews - http://www.ncbi.nlm.nih.gov/books/NBK1121/

* Collins, F.S. et al. Recurrent de novo point mutations in Lamin A cause

Hutchinson-Gilford Progeria Syndrome. Nature, 422 :10.1038 (2003) .

* De Sandre-Giovannoli, A., Cau, P., Navarro, C., Boccaccio, I. & Levy, N. Lamin A

Truncation in Hutchinson-Gilford Progeria. Science (2003)
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Cockayne Syndrome

— REEZ:

PSR RIE G RE (Cockayne Syndrome) BLRESE (Progeria) —HRENEHEy
ZERFEMERRE - RN RAERFERREEE R E - BENE GG
F o MUE XL TR ) B TR, o BEfEe- 12 AR HAR
IR HE ToERN  B2BRHESE - 188 RERE R/ NRIER I E5% L0
5 ERR B AR M SR PRIRIE (Cachectic dwarfism) ~ 78 K
% ~ IRIEMPE (Sunken-eyes) 5 BUIITAIAES | HERE R » B
{1 e B S AR KBRS TR A - B A I R B LR AL O B R 85 1L
HIRFAE A BB B/ N & B R ROTIE » G ST S By B L,

EEBNT - MEANEREGZEIZEY) - HEE - £IMNE - BHEEFEE
EEA AR - EHII ARy AR KR AT & B BIBRRY - EITMB R B E TE - A
RIPKIE IEH SIRE 5 BEAE RIS S S DN ARYAHBIRE R 2 LR B - BEDNARYIR I FTE
2w R IR A C i -

MR BRI FEERCCSRIERCCE » 23 il €7 it Bl A Bl B[R] FC A % B

(Cockayne Syndrome type A ; CSA) FIBEURTHLR CHEMERE (Cockayne Syndrome
type B3 CSB) » ARSI FOAE LR (5 R #I25% » BAYRT S| IK] FOAE i REAIAG
BEWT5% 5 BRILZAL - WEE S —F RAER » FIZ AN EIE (Xeroderma

>4
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Cockayne Syndrome

Pigmentosa) ZRIAHBM » TR GO O E <A SLIA FE 2 B
(Xeroderma Pigmentosa-Cockayne Syndrome ; XP-CS) » FHfalhiz iR —HE

DNAETEIHE S L BRIAIERIE » AEARERCSARICSBEERY -

T BER:
BHIE & B4 3RK T 1/100,000 » (HEAMIE A REHFTARH -

= BEER

Ha i Rt O rsE e - SR AT S AE B AYERCCB IR KIAL
Ao thle LY 5q12f1E ; B MRBIUAT A KA FEEFIVERCCOREAIHIAL NS 1055t
Rl ER10q1 1AL E - BT RATE 5% LSRR

CBRARRE

BELER ST EIET - fE2-35RAIER TR /NI - 5 KBRS &
HEFNRE  HEZBRNERETGHGER MK REFEATEGNREIN
BF - S FERWRL > EERERE - REGRENE - IREENE - HER
B~ SRS AR R LG @ ST 5 B /iR » BRBIGRA »
T H DR T 5L - BERRE G  IRAEGEE - F 22 HiE
FEREE S/ BN LR - FriSMRE A

BEGAEEER - BISIeBol: - B2k - g - Fuee)
hEgEnk  KEFMERTERE B GRE - (B & KIS SR A
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R BHEEGES R R G iR - ERND EREAR - R RAITE
HIREST o SosANIR] o BUAA ol L IR EAE foe £ R B A BRAT 5%

AU S| A X PRy EREER | BN s CERREZ

HEY TE(REE (csB) FIE] E K E 1R B
(CSA) (XP-CS)
R K i fig o LU 4
FORNSR | R %R S I L % R Sa W )

B (k|- BEHAREEERE |- XP-CSEMER - &
A GHBAER | RIBS  BHARE | Hig EHEEE - 5
Bk ERRET | SRR IREGR TR | BN -
HXERZER | A ERE  FHEFRE |- AR REREERY
SRS 8| BERERMEREEN | SRR WEME

i BEIRGE | BIE - /N~ BEREERE - KRR
fiE © * EI AR At AR S Foe
- BRI BN | BRORE - AVNRE |- AEEAGEER
HERRAMLAYTEA | (Microphthalmos) ST ~ FTEHLA
PR R - /A (Microcornea) PRIE P A B A
M HE AR (Iris e H EESEN NN
hypoplasia) ° BRAHAIES (LIS -
A2

FER2ET I - BLAEH FEDNAB MG (DNA repair assay) 2K2Hf - JohiEEfE
AR A - AR R SOE IR DU AR RES) - BLIEH
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Cockayne Syndrome

AR - BRI R e TP B R 2 5 IR AT RN EE R 2 B - fhEY
FoKHIMEE R - FEIEEWE AR RS - Btk gt - HALIEE
ERCCBRIERCCS:Z BRI 513 Mt sk Al B Y 288 88 4 » ERCCOIVRR H AR

95% » ERCC8:Z K HiRHIH By 70% o

b

Nk

H A ia B AR Ta By 3=+ W B IG I T 15 B R B TER I R B ARV 1B -
R TR E R RRIIR G - & REERE RN - WA A EEE B
B BREEAR - HEERES - ARSI R R — i G
JiZBIR] o A o BRI G MR R BT 0 - IR HEAVEL G AR
JEM— R 2 B PRS- DURCF R B S MR ~ BB s e ~ il B I ROR S 0f

tBRR:
BERZNEDERPAEC - BALEEFEERERN - BENPY
frGtElR Ry 125k I R S IRE R B Ry BOEA IR IA] -

2HEN

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=cockaynesyndrome

* GeneReviews : http://www.ncbhi.nlm.nih.gov/books/NBK1342/
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Tricho-Hepato-I'nteric Syndrome

— REEZ:

19824 Stankler® A B R — A AL CHITF R LN - EMAMESE 4%
BB R B - SMBEEAE - 5 (Flat nasal bridge) K—5
BEE R B SN0 R E - SRRARE S R BUE B - MBI

(Hemochromatosis ) M/ NERIIEIE4: (Islet cell hyperplasia) SR+ (KL
amE AR R T — RO R C BRI E AR EE R - HERRLR T
HEYIa

19974 » Verloes™ Afialt 7 55 —# KRB LRSI TR0 - EriAfHE
EEENHRENEHTERNERER - FKBS RIBRMESER - B4 RES)
Bl ERBUHIRIEE T (Hypertelorism) ~ E#I& (Upturned noses) AL H R 5
HEEERE - WHHBRAEA R RN R EITE - RIFIIRERE § ik
mIAR 6 A ARZEATR T » REE B 2 R B I - iR BE R LT3
BIEIRREE ~ IFOhRE R RO EIEE SR » Verloes® AR LLAERE Ry 5215
FEMERE (Tricho-Hepato-Enteric Syndrome) ©

LA A BOR B R 8 R - FEARBBER R R BIR ARG - DU T iR
ERIRFREALE L -
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Tricho-Hepato-Enteric Syndrome

ZoBER:
JUAE 2 B AR E - HRIRA 2R A RTE - BEZENEARE -

= EER

REEROEEEE  WRERTRE RS T —RAREERIRE
o WS-l DRRKRRILE > LGS - AL T A1 5%
B esuiuieRE MEE - s0%ATBRZIRAR—IRAVTIAE - 25%ATRIE
o

CBRARRE

EHI L ZER R RS B 2 - BRI AR o I BB RO
il ~ AR RO AEE - SRR ERE R EER - TR ae
PR S - SR HS IR IR R BB BN T

FENET ERPR R
e ¥ 38 - BEIER

« FFEhRESH

iR Tl

- FFBgr s B (Hepatic hemosiderosis )
+ BN At A
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FENER BRARIRE

b8l - KEZ

Nt

A VA

- FER

Hi% - EHEMIEEE (Woolly hair )

« SR8 8 (Trichorrhexis blastysis)

ER¥HE - HAREERERE
© SN C

B B - TEBAMSEIG AR B b o TR T B S TR B2 I Y
M (Convex surface) ZIMIMAIHIZ A (Buds)
ST EE S R RAS - KT AR R

R

[% o

A2

LR AR L HAT R EARZE TR AERE B R B AR R F IR
REEFIE - LMW T - BEIFIDRERI AR R ATRE L7 - WATRERIR
WG G B R E W - EATBEWESE - R HETNRARSER
H o {H I SR P SR v T BE (Menkes Disease) K RlE T “BEREEHL T I
(Argininosuccinic Aciduria) FFREFE—#RI2ET ; BLAMTHCITIEYI R - Dl hT
W A MBAE L BB B DI SR B AL -
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Tricho-Hepato-Enteric Syndrome

o
HATASEE A FEREFNER - R REREE o 8 B
RN - FASERIR S B DU B i A 4y

tER:

SLAERI TSR A - BB R RIIER 55S 5 M 24 S 1R - L
KB BIIRERIEAL - BOREERIET - R IE R e R OB E S - R
R K% » B —E A2 BaafessivRRhEBE - MEEZERRER A - K
BRI TR B AR DU R R ) B SR

Barabinofit 200444 H — BTG B 1 TIPS - 3 BFHHE 15K
PSR B EIE - LR T UUREINTE RS KSFHERE - EEHEAZNER
BRI — B Sttt - MER ORI ENEE - BB M A 5 AR
W HEREZENBR LA RE - HeifbEENAE - FEdE BE N AT
B

2EEM

* Fabre A et al. Intractable diarrhea with phenotypic anomalies and tricho-

hepato-enteric syndrome: Two names for the same disorder. Am J of Med

Genet Part A. 2007 ; 143A (6) 584-588.
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* Verloes A, Lombet J, Lambert Y, Tricho-Hepato-Enteric syndrome: further

delineation of a distinct syndrome with neonatal hemochromatosis

phenotype, intractable diarrhea, and hair anomalies. Am J Med Genet 1997 ;

68:391-395.

* OMIM : http://omim.org/entry/222470
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Werner Syndrome (W)

— REE:
RABIRZAE (Werner Syndrome ; ffEWS) &M% RAGEE TR - B
fEEFERFR MR B AR - HEBRSHRA R %R BESIENE &G HHE

AL MRS S HEFMER - HRTCAB0RER BWRN » FERTIEY B
WRN protein » £ —HDNAMRIZEREZ (DNA helicase) * HIDNAMJHERF » B1EH

B - e e R (7 BIDN AR -

ZBER:
PLEE BB AR 1/200,000 FHAMBERES
1/20,000~1/40,000 » HEIMAHBEIRNEIHKETER -

= BB

BB R EHE 2 SR R R R R M B - B A R A WRNER (R
R g Fyspll.2-pl2f i E - BENIXRATE —HZEB AR - M4
TACH 25 %R & T RULTE -

M~ BRARRE
BEAEFRBDILY - B 0B A G iRig A RERIIEIR 5 £205%
% aiiatIEEIRE ~ R EECEFRS  30Z 5k - BETREEH
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AR
o =|=ﬁ1§ﬁ (=)

HAkE - BRI ~ RS R AR ARG ERRESN - 8H
GHARRENEIRE R IR - LR N R O RS R Bk - B
HAEA0~50 BRI IR Ry DU ZE BRI SE L

RBF R TR NRE R RAIAR - BEARERFENRE - €T ER
SRR AT BRI S  WERR 2B AR MRS - 55 Ry AR SR
s AERGER T - e ] RE A BIRAEAL - (EL LA & AR P B E Y ]

t -
-2
(AT EIIBDURRABO . + 00 RO B ISR T
R
. EIR

- SRR SZREHRAE ¢ R W AL - WIS RO B AR
- SRR EA

© SR

 EETELOR © WRNELRIZEE - BB IE T ESHKE -

- BHEZIK F B BR

* 24/ NRF PR R IR TE 3 0

REFFE
-”—”%EV « BhlEREA L
- HEEE AT - BE TR
- BEGRIE « BERALEM
« W RS 1L
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Werner Syndrome (WS)

TR - BRWRNARIFEIT SRS o BRI TIRE - 1

f R Fy90% ©

NBE:

R BEAR TR I 3 - EERERUIE IR AT IR » KR YRR /G T R PR 9
I+ B8 RURE PRI TR A R MR SE YA Pioglitazone SRIGHH » i F 4 i S B e —
R HUMARH T RERD - AT 6 IR IR 3EY) - ek R FERE S Rl e ~ 223
e NI R AEE) - DRI EIRBE LA 5 B AR ATRE TG - BRIt
O BETRMINFIRZIEHE - DUERHEE R ia R E M E R - KRPHEEIEL
B BEETRIGEETS - HTIREEH R - ATREILIE R HAb SR L
B EERTZ AR -

BHEN

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=wernersyndrome

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1514/

* OMIM : http://omim.org/entry/277700
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Hereditary Hemorrhagic Telangiectasia (HHT)

— REEZ:

B & IRAE (Hereditary Hemorrhagic Telangiectasia ; fiji#
HHT ) & —REAT R BINAE BB - B IRR — e BB AR K~ ERAHRR A A
RISEH TGN » AT S i TR ~ PN o S B L -

H R E HIRY S8 B0 £ K 5B TGF- B /BMP ( Transforming Growth Factor-beta
| Bone Morphogenic Protein) HHEAREREELRIEICHR » HHEMHENG » ALK1
FISMAD4 = ENGHYE K EEY) FyEndoglin » Endoglini® —HETGE- B 5285 » #EkA
EndoglinfF » IfILE A fif B A Aot By A R » Ik KT 2 A i sl 114 o 1T 1
& fERAES —8Y (HHT1) 5 ALK1 (Activin-Like Kinase) thg—FERHER L
M52 as » JLZEB BRI E SRR MR S A B 28 0 I e I SR i 56— A
(HHT2) HYBUREK ; SMADARIZ BRI S BURRSS - HIeBaHBEHH

RS PR E B I B BEIRAE. (Juvenile Polyposis HHT) e

o BER:

BEAE Ry A R EAR A > R BHENERKRH B SR - Al A
MRBEEEACGRENRLUMRAIME - HAlHE H 3 AR RE R
1/5,000~1/10,000 » PLAEARZFAAE A » sl AEBR 2 R - SRR ML
TR -
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Hereditary Hemorrhagic Telangiectasia (HHT)

= BEER:
HBE R R BB M E - BURRYENGEERIA A S 9B YL (A8 9 3411
B ALKIEE R 1 23R il 1291 1-q 1400 E 5 SMADAKERIAIALASE 1857 4L

g LV 18q21. 16 B » BN TSR - B50%HIHR & e IE -

M- BARRE
SENHRE o LA PR B

BimET N
BB B PR

1075% « 50%HY R G hG 3

- 93%HY B E S HRH MR BT
Ay S0ik - 25% By B AR IR 15 AW N E

o AB%RERE AR
* 309 FREL S 1T 7 A

8%~41% A MEARI i » I ¢

- BHIMAETER (Telangiectasia)
T « BREE (Aneurysm )
o SIS EEF RIS AL (Cerebral arteriovenous malformation )

L EERE I O BRI

« 30%E M ESAYENEF ARG AL - A 70%H IR T Hilissl -
Jii i o YA I O 2R oy R IR S~ R PRI S AT IMBRIY
ZRE SR

EL - 25% R B AR E IGE I - £750%H) B TR L -
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28

MEAER B B2 - BR 1 HIwt o] R BN E RSN - BRI ML kL
RUTRAS RIS e Fl ~ R IRBR T S S A e R R IV R R 22 B
R A BRAN R

fik#& Curacao criteria Z EZEME %4
HH Lk
1. B HBME ~ KBTS
2. B I i e HBLERAL < I8 ~ CIPERERE ~ 45 - &
3. P i At - 15'H BB E R
« i S Bt ik e T
« I i
» JSER B R
- HREENEHIRE
4 G FIEWE
LT
- feER2h - =ik (&) DLk
- BEUIZH - AR (&) PLE
* ANFF2E DR RIERER

fEorF2lfiiE - ERIAFEENG » ALK 1RISMADAXES KIFY 41 434 s il i ok
WA 2B -0%-85%H HE -
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Hereditary Hemorrhagic Telangiectasia (HHT)

7B

BER RN H sy S e S A& - #910%-30%7 RPILIRILIEGHE » 7
SIMAYERE - RIZEBREEGIRDUNE - A a) R SR 2 ~ BB IR - 3558
PR E# - RERE DABIIRAS B flo v i+ BEAR S b LI Tl (Septodermo-
plasty ) SERARGS I - (B75%H9 8 AR ER (FEREBE A » HUFE
SHBERY 1R IMPC & R RGNR B IR D Tl - AR RCR G AT

PIRHY B EE 5 3 0E RS S Estrogen ~ Progesterone S 259 » 758 S LR
AL REIE S RS - (EH RS RE G ERER - SEAEN - B
CFLAEFRITE R o il s ey Sl NI W B2 B S (L5788 v 1) R L 4 52 Ao 2R R
MEBRAIMAE R ZE - SRR IER R IR A 2 IR B R M » P ER F B0 12 78 08 Rz sk
jﬁ °
RE-TE

BAERIESERRKI Ry 10% » — HE B - B 7 BEHT €% G - J
fl R Mk B TR 2 R B HE - DUHIBE LA RE TS 5 B 1 B8 e B B g -

2EHR
* Genetics Home Reference -

http://ghr.nlm.nih.gov/condition=hereditaryhemorrhagictelangiectasia
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* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1351/

« OMIM : HHT1 http://omim.org/entry/187300
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la-Hydroxylase Deficiency 214-217
A

Aarskog-Scott Syndrome (AAS) 275-277
Achondroplasia 89-91
Acromegaly 197-199
ACTH Resistance Syndrome 210-213
Angelman Syndrome (AS) 323-328
Apert Syndrome 248-252
B

Bardet-Biedl Syndrome (BBS) 283-287
Beals Syndrome 135-138
Becker Muscular Dystrophy (BMD) 56-57
Beckwith Wiedemann Syndrome (BWS) 235-242
Blepharophimosis-Ptosis-Epicanthus Inversus Syndrome (BPES) 309-312
Bruton's Agammaglobulinemia 156-158
C

Central Core Myopathy 58-60
CHARGE Syndrome 271-274
Chronic Primary Granulomatous Disease 159-161
Cleidocranial Dysplasia 99-101
Cockayne Syndrome 342-345
Collodion Baby 15-17
Complement Component 8 Deficiency 175-178
Congenital Hyper IgE Syndrome 162-165
Congenital Ichthyosiform Erythoderma (Epidermolytic Hyperkeratosis) 22-25
Conradi-Hiinermann Syndrome 117-120
Cornelia de Lange Syndrome (CDLS) 263-266
Crouzon Syndrome 253-256
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D

DiGeorge Syndrome

Duchenne Muscular Dystrophy (DMD)
Dyskeratosis Congenita (DKC)

E
Ectodermal Dysplasias (ED)
Ehlers Danlos Syndrome IV

F

Facioscapulohumeral Muscular Dystrophy
Familial Hyperchylomicronemia
Fibrodysplasia Ossificans Progressiva (FOP)
Fragile X Syndrome

H

Harlequin Ichthyosis (HI)

Hereditary Epidermolysis Bullosa (EB)
Hereditary Hemorrhagic Telangiectasia (HHT)
Hereditary Inclusion Body Myopathy (HIBM)
Homozygous Familial Hypercholesterolemia
Hutchinson Gilford Progeria Syndrome (HGPS)

I

Ichthyosis, Lamellar Recessive

Incontinentia Pigmenti (IP)

Infantile Systemic Hyalinosis

Inherited Bone Marrow Failure Syndrome-Fanconi Anemia

IPEX Syndrome

333-336
52-55
42-46

10-14
131-134

78-80
194-196
96-98
267-270

18-21
2-6
354-358
48-51
189-193
338-341

7-9
26-30
36-37
140-145
179-182
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K

Kallmann Syndrome 218-221
Kenny-Caffey Syndrome 203-206
L

Laron Syndrome (Laron Dwarfism) 200-202
Larsen Syndrome 288-290
Lymphangioleiomyomatosis(LAM) 243-246
M

Marfan Syndrome 122-126
McCune Albright Syndrome 102-105
Meleda Disease 38-41
Miyoshi Myopathy 72-73
Multiple Pterygium Syndrome (MPS) 299-303
Myotonic Dystrophy 68-71
Myotubular Myopathy 74-77
N

Nemaline Rod Myopathy 61-63
Neurofibromatosis 224-229
Noonan Syndrome 304-308
0]

Oculocutaneous Albinism (OCA) 31-35
Osteogenesis Imperfecta (OI) 82-88
Osteopetrosis 92-95
P

Pfeiffer Syndrome 313-315
Pierre Robin Syndrome (PRS) 291-294
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P
Prader-Willi Syndrome (PWS)
Pseudoachondroplasia

Pseudohypoparathyroidism

R

Retinoblastoma

Russell Silver Syndrome (RSS)

S

Schwartz Jampel Syndrome (SJS)

Severe Combined Immunodeficiency (SCID)
Smith-Lemli-Opitz Syndrome

Split Hand / Split Foot Malformation (SHFM)
Spondyloepiphyseal Dysplasia Congenita (SEDC)

T

Thalassemia Major
Thrombasthenia

Treacher Collins Syndrome (TCS)
Tricho-Hepato-Enteric Syndrome

W
Waardenburg Syndrome

WAGR Syndrome
(Wilms’ tumor-Aniridia-Genitourinary anomalies-Mental Retardation)

Werner Syndrome (WS)
Williams Syndrome (WS)
Wiskott-Aldrich Syndrome (WAS)

318-322
113-116
184-188

230-234
257-262

64-67

170-174
278-282
110-112
106-109

146-151
152-154
295-298
346-350

127-130

207-209
351-353
329-332
166-169
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