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Hereditary Epidermolysis Bullosa (I'B)
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Hereditary Epidermolysis Bullosa (EB)
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Hereditary Epidermolysis Bullosa (EB)
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BEAh o BRI E e KR EAL - AR EAS TR ERNARNAERE (Pla%
REF) -

BEARBERIIGHE » HWIER I - WA ARG - W - R - F2E - I
BEERME - B e E DA R R R B R - BT SRR AR -
W EE LM AN » ST EERE /K e fH ZE PR B R B R R S R B ~ IRBLEE AR
PEAISTET ~ 15 R0 Bh 15 uf e s B e B A - B R TER K 4 - %
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[chthyosis, Lamellar Recessive
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RSB R - BRILZSD  EATRREITOM- 1 R AR S H %8 BT IR
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Ichthyosis, Lamellar Recessive
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RERE

i

ETAN

ki
©o



03 MNAEBEENRE

FLctodermal Dysplasias (ED)
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Letodermal Dysplasias (D)
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BEREF FMIRAEIR - (FAEREE M S H B o Lo FLARECH R IR R g 4 A
SRAE AR g B FL A (R R A R 5%

ERnE NRER | FiiEENER EEE
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AR ESE (Hypohidrotic/ e
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( Hypohidrotic ED; ED3 ) E
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( Dyskeratosis congenital ; HE
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A SRR el R Sl
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TFi FEAREZ
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Ectodermal Dysplasias (I2D)

FENERHRE ERPRRE

b o 8l AR SEBE A RGN - BT ~ IRIEZEH
Hul# ~ 5

RIE R RRUSERZIRE S
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O 8 2 A BLAE T DU PR 2 35 SR R (0 T ¥ R R RS B (E AT 2 By
W WhBERD > WiRES - FTIRELUF 1 - BENRAS D B2k
B W EE6-ofl H KSR EIR A B 5 FUER © 75 4 5 DR B 10 i e i 2 5%
BEEEE - SAEASHIT - AR EFER - EREEE SRS E AR
fiE » BEAb - IR AR R B SRR M » K795 % .2 S8 AT AEED A KR [K] #3 B FL 22 S Eh

L.

i

7B

G I 1 S SRR IR T 1% RRESR A SR IR - IR BB AN ETIT -
KR~ BRI AR A st LA S 22 R 0+ DURE o8 Sl BB B e R =+ 55
Ih  REBUEENFEBREARBRZ 5 - BTG T A BB EIa R 25 R
7 ALt rl TP iR 2 IR AR 1 B3 - [l - JERERITEE; LIPoHE
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« OMIM: http://omim.org/entry/305100

* Towards a new classification of ectodermal dysplasias. Lamartine J. Clin Exp

Dermatol. 2003 Jul ;5 28(4) : 351-5. Review.
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Collodion Baby

— mRE:
B (Collodion Baby) * it B G HAAY E R A B (Lamellar

Ichthyosis) » FF 2 & IR fufitedie 6032 W L 20 s A0 B I S O R R AE AR R 70 5%
B~ BN TR = - R 2 A BRI AT R - A E I & ik
HH - EARRKPRAERE » T NERERRAVE B - AR Ie B
HIRRE KBRSl ) ~ RAEARSRRIEZ ISR ES -

JeE IR SR K % By TGM- 1 AR 2 i g 0k T A T A B R
1 4BR 38 FA714q1 1.2/ Transglutaminase 1 (TGM-1) A > EA'E g
WA R » L - B ToM- 1 E[KIZe8 » RIS E ik B PR - mEAEE
Py A B ThRE 2 2 B B0 -

ZoBER:
MAEFE R 2R - HATAESERIAY#4ER/1\R 1/300,000 » FBLCEHREER T 1 -

= BERN
BB i Ry i RO E - Etha i e R GBI A 5
L o
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1. R o BRI R AL B SRR 1 o S R - 1E
BELL T e

* ik o B E AR A T T

+ I T Rk A

* AR R GR AR

2. WENRALTETRMH - i 52 Lk A9 PG 3 e e (e » L 358 pe  RT BREsIR. =

- IREESMM (ectropium of eyelid) ~ WEEAMM (eclabium )
» W RE )52 BRI 8 2 s BB Y

« MR 2 IR
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52
BRREA ~ ToM-1ER B - S RE - KEY R RENE
Transglutaminase 1335 » 75 RyRE KB AV IR - v FiJ o6 SR A AL MIBE €0 f S
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16 | 28 mEmE



BR5S

Collodion Baby

7 AN

b — H AT aEAIRIG - HEELUEMRIGE AR RE RS - Frdi—H4E
WA ERNGERE (NICU) FEGE o Frad e mERE REAT - TR
BRI T MR 7k L RE A SRl (R A S 5 [REARH R AR » PR Rk 43 B
RERE 5 HAh » SRR T RS ~ AR -

AIERZ RS B L MRURFHRE - LU RS ERA R TEAERNTF
EHRITRIR A BIE - RBIRETEERIT] « a6 338 A 28 S A m] DUAR 28 4
& ~ HEREBIMAH S » TR A TRIEE A A ER » AR KR E » 7 LAgh
BHEGHE -
£

HRENSMHEIETE ARE  UAGRERZEE - B2 816 FERER
RN _ERARE o HE e e B RE AN LS o K o BT A ERYIRE
FEE R R AN A R

BHEN

* eMedicine: http://emedicine.medscape.com/article/1111300-overview
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Harlequin Ichthyosis (H1)

— REZ:

PEfof e (Harlequin Ichthyosis ; fffEHI) » 0§ Flchthyosis Fetalis @ B
Fe R MR b A R — B [RGB 2R e B 2934 HARYABCA 12 R [KI 228 M)
HE - BHE A BN RS R NERN AER - REEIE T
BH - ARG A B/ NERIBEE - AT AR A 8 FyHarlequin Ichthyosis (/)N-faufi

BEIERIEOR E R B R 2q3 4 ABCA 1 2 5L [RI 224 » 3 i A8 #42 Ml E SE X 1Y
ABCA12E H R H FTEL o MR OCrI o R » FE R R /Mg - HSEHRI
BT - ERAEMREE S IRERE R (lamellar granules)
ABCAT2 Ry @RI FRVE L E - AERIREEXEER S - R PrEE R
BERHEEM (exocytosis) FEibbEIFR o KIthAEAE B = HIEE M (ipid
lamellae)SH FEE SLF A B ARRIR - 1R RGN g B Kk 1 A A

BENAEMN - HEERERZ 5 R ERIABCAI2EH » B AR
o RS F ST - FTLUE R E KB HER  [EBEMERE - BEX
Bt~ ik - REOAED - GRS - E RN EE A AR
A8 LB AN 7 AR A A T R TR B AR~ WA ~ B SR B DU IR B - B SRR iR
REBL G - Bk ~ BEIRAVARTEAA - H R3S B SR AR R RO

18 | ENE RERE



pig=chl i

Harlequin Ichthyosis (HI)

ZoBER:
BRI EAE 12 55 20 S ) JEO =R R YA

= BEERA
BUAE < B B R e iR M E A - RS8R flE2q34 EATABCA 12 A
S JIECR

3

M ERARRE

PEPR BB AR K - H ARt g 2B K AR B R
1B - BIRHIBR R ARHE RAERNIIS o IRIGSNIAIVE S S0 R BUR SR A HLAAEAR
REEBEARSEE - T 25 T8 - WEE s m A% - mE kR
R e R Bk ~ BAEE AN ~ BRI AR - BB~ BER A RAY
AEER GIREEHTR - WEREENERIIRERR - BRI REN/NEIEE

* BB IR AN S

PR EARBE AT T
FENER FRARRE
B — AR REE 2 B0 ER A R AE R - 1L
PRI ARG R BRI 73 57 -
HEE %5 B IR B E SN - PRS2 R B S M AT RETE
H HERNBERAR - BRE/NREERAK -

s mERE | 19



=N 6
o =|=ﬁ1§ﬁ (=)

FEEE ERPRRE

Wl R R i g B A B A T 25 (W s B B SR - B SR PR

By BRAZ  HAREEEAZECRERVEIL -

EH) VUi e B AL - SRR AT R TE R T
i~ WIBLIE B IR - AV IRATER S © T8 » WL - 5
BAK -

et AEACREETIR e B8 - HRENEY - Frd SR

FEREERE 2 - HARRERNEL -

I WP SRR - g PRI IR R

LSAE bR IRGYFREE - RGBS B DK -

RS R A | R R e S o A R AR Y B M B 2 B

B AR ERHS AR - T AEEHA Y A S AR -

A

=4\

FER2 W7 TH TR PR R SR B~ RS IRREH ~ B Fr A2l -

—‘%ﬁ%%'%V%ﬁ%%’%@%W%°

) RO DU RS R A ko B A E M P A R R A R
g -

(Z) BN « el oiiitls (2934) ABCAI2E A2
(19) FERTZHE : RS AR EASEE R ALY - Al h A1 0~ 1 238 LUKE

20 |

M2 1 6~ 1 8RR LUK ELBETTIG SR EE R0 ATT 5 59dh - R elET vl LA
BT B R ER AR -

ENE RERZ



iig=chol i

Harlequin Ichthyosis (HI)

R

ERESRIVERTGH - PN EFHEEIAREILEE - RREENEIEZIR - WhE
HBRERNEY - M/ FEERHE FIRIRRE e REF RN -
o> BFH G R RR T RET R o AR R IR NI ERIR T - HfR A SRy
e~ TEERIE RAREEN - RILFAEREA T - FERF G HRE I 10 ~ OBk R
ARK - HERERE S o BIRESHEE AT LB - DIER B ek 0 B AR Y
VAl -

IRERSMIEIIETE » AT ¥ ML AR DURFEIRES + SR A e - R EE—
RIER KR » B UG A B R K A RO i DU B WO - BB A B AR
BAER ARG KGR (Salicylic Acid) FERABER (Keratolytics) ° Ik
Sh - REFREEF AN - DUBRHTE R - R EH E R 2 - Bl
REAEHOAERE - IR E TR -

~

tRE:

BEAE By 7 R SR Se i ELBER s - (ETIIR RAF IR - BRI s R
Efert - BN RE RS HRIRAHYIRHEET - B a2 14580 B st -
M2 P B AE o BEAE AT 42 S AR B SRR -

BHEN

* eMedicine: http://emedicine.medscape.com/article/1111503-overview
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0 6 KERZRMBRBEARE (RREBERLERT)

Congenital Ichthyosiform Erythoderma
(Epidermolytic Hyperkeratosis)

— REEZ:

TR YT 5 Ko Bl % R RO oy 0 B2 R XM By Epidermolytic
Hyperkeratosis » JILHE50% Ry 83 228 A [RERY o KR AL 5L R M S AL K
FyKeratin-1J¢Keratin-10EKIERFEATT [ » AEE (Keratin) 2 Ryl — 20
HEEMBIEE A AED » Keratin- BT “AIMAER - R 1257 501
b Keratin-10 BRI S — B AE N - AIRE17TIRE A - A AAED
GAFEP R PRIH (Intermediate Filament) - [b—H 3 vl 34 A B A A 1412
ENE - M E MR Superbasilar LB R » (B35 LAY 3 A BRIE - SRRt g 3
R/ ~ BE MR E A B LAER -

= HER:
KRB RTRET - PR 343505 1/200,000~300,000 °

= BEEd

MR B A Rt R i R - EEs 0%l LAY EE 2 ER 2
BATERN - BRI ¢ 1 BEERE R e HBUER - BoRm
Keratin- 1 [KIA7 ASE 1 258 et e LAY 12q1 367 & 5 Keratin-10ZEKHIAI A EE 1 798G
ffs Ei17q21-q2200 8 -
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KEREXMABMBRIIRE (RREBUERLBEE)

Congenital Ichthyosiform Erythoderma (Epidermolytic Hyperkeratosis)

 BRARERE
RIS RV F B AL BOE B A AR B R IEH N AR ER
GBS - 1 AR 618 H A B SRt & A kit ~ KIS s AE RIv RO TE
ik AEEERRRREN g8 -
KB TENNE A EREREAEL - ADRRR T Rl
(—) NPS (No Palm | Sole Hyperkeratosis) &
KKeratin-10 5 KHREFTSIE - MENWENTFEAGHIHREBEAEL
fEIR » AR R R R B T DL Fs 38

oE ERPRRE
NPS-1 BAENTFENWNELY - FHEAGEHENRE  LEERHR
(Hystrix) » HFTHNEEGZEE - LM HBNREL - HEE
ikl HERRENIXK -

NPS-2 FINPS-1HH{ » 22 BELENPS-2 BE N RIEE - MIEH GRS -

NPS-3 FINPS-1AH{L - (HIENPS-3EH W FEMME R E B 2 R

(hyperlinear) - fFri/) - HEREN SR LeFEENH OH
o S5 BEGERERHENIEE  ARERGES K
B ARE -
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pb
o8 mBEER ()

(=) PS (Palm |/ Sole Hyperkeratosis) *
KIKeratin- 1 BE[RIERIC g [RE » R AV AN 3= 5 0 0 e B A B iEAR -
AR ER IR R B o Ry 32

HE EREE R
PS-1 BENFENNE L LR E A B LR - FEESES
G KRR EREARR (ERNEE - GieNg) - R
o LK - S R -
PS-2 BHENFENNEA LB RERRE A B LR - FHERE  E
Rz R B AR 5 A LR eR LR R B e A i B B R
HEERLEE - BB - ATREE A R EE AR -
PS-3 BENTENWEREAARERHERZEEL (Cerebriform) » T
mEEER - AiEE0sR - HrEREEaXPE W - 5
e b R R EARE -

B2
H R B M R AE IR SRS B+ 5 e O R PR m] R B 5 2 A
RN ZBRIEE I e A T -

[ \A\
I\ OTR

R R PRI - (A RSN S &0 5 -5 E R (beta carotene)
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KEREXMABMBRIIRE (RREBUERLBEE)

Congenital Ichthyosiform Erythoderma (Epidermolytic Hyperkeratosis)

EHIEMEERARL (retinoids) ~ AV RAK (retinoids) ~ 10%HYH
(10% glycerin) ~ #LB& (lactic acid) & (alpha-hydroxy acid) ~ #E4:3DHJ
TEYI#H = (calcipotriol) ~ #UEE (antibacterial soap) ~ MIRFE (urea) &
A BHRIER -

BHEUMEANKRTE  (HEFEERANNE  BEREEGZIIIE
L8 FEVHEEEFONER - WIEBEEGUGE -

2EHK
« Epidermolytic hyperkeratosis(bullous congenital ichthyosiform

erythroderma). Genetic linkage to chromosome 12q in the region of the type

II keratin gene cluster. Pulkkinen L, Christiano AM, Knowlton RG, Uitto J. J

Clin Invest. 1993 Jan ; 91(1): 357-361.

« OMIM: http://omim.org/entry/113800

* A keratin 10 gene mutation(Arg156Cys)in a Japanese patient with bullous

congenital ichthyosiform erythroderma. Saeki H, Hattori N, Mitsui H, Adachi M,

Imakado S, Ishibashi Y, Tamaki K. J Dermatol. 2002 Mar ; 29(3):168-71.
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BRXAE
Incontinentia Pigmenti (IP)

— REZ:

R KFRIE (Incontinentia Pigmenti ; ffHIP) » MLERNPGIC19284EH
BlochB&fifi jz Sulzberger B ik [l d 44 » [KlIt X 44 FyBloch-Sulzberger Syndrome * [,
P T — M R B R R AT A R B - IR T B ARIIEHRES - IR
0~ F e B REEHEARRENZE  FEEHL MRS FIEIR -
B R A X G B8 X q287 BINEMO (NF-kappaB Essential Modulator) %
DRI A BRPE P - bR IR AR L ohRe iR ET A derv i Z 3% - Haihise
HEMENEMORE RS R A kP » RN En il M AR A T BB L+ RITHI i 1 B e
ft 2 ETHIAEAR

NEMOZE K& H#iEI23kb » WE10fHMET (Exon) - FrEERMEDEE
P41 oM i A RE AL - SIAMEEE T R e K i - BEEENEMOJEIKI22kb)iE +
—{E{BE K (Pseudogene, ANEMO) - AL ENEMOZEKHIIMNET (Exon) 3-10:Z
Feol » HFE51 )5 BEANEMO B RIAH S -

NEMOZJ: [K 28 &y i i A PE I o) o BRI FHEEM BT E R R E
W RIETRA L ILA o IR IMITE » SRR R R 2888 Ry ST (Exon) 4-10
KBk (Deletion) 225 » HRFTFBIKI60%-80%HE BN M iEZeE -

26 | == mame



Incontinentia Pigmenti (IP)

o BER:

L o A R R 1/40,000 » BN EMERITET - £ 61.5% 2 BF Ryt
BT (Exon) 4-108 4 FRARVERY » K4 38. 5% & Ry HA A AURO 2% - T/
FrBefdiA ~ RSB B Ze g

= EEE
FoXmiglEm  BURREE —Hx et  AHEHREER > X%

GIEFN AR - MAMEEAS I EEEL - A FRE AR
* FEEEE I - ZEEE A 0eEEIRA R - HRBEL R RPEC
NERI A BER R AR » 33 Ry BEREAC 5T » 33% FyMBIR 22 5 » T 33% Ry 5 -

 BRARRE

B Sy BN T TRV AR » B RTINS 38 RO R I 43 DU RS0 g — {501
REEAHAER - (HRSUK TR FETT - 25950 KB G IR k4 =
AR » LA RS FyBlaschko's line + SRR 1 K 382 5 1 R g A RO - 72 R
VU b s L R RN TSR I S > LRI R R VU
£ RERESEE

2EB ERPRRE
B RIS A 28 A Bl FI RS » B2 SR L e Rkt
(Kt 380) A R b7k B — B A M DR - o R R IERERS I -
G R BT o I i B 2 00 I R K
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pb
o8 mBEER ()

A ERPR SR
G HIP SRS S RS 5 - A — IR R AR - S
(FORH) FofaRZE#E - BB BV/INRIE - JLED K 2 B B R 00
e
H=m A6 H ~ 1% R I R A B B R I U R R R
(% I(F M) | Blaschko's line » [ZFF B E BN BRYFE - (HEFEY

% MRIEFGZIEER - FELWEHETB05EE » KEHY
TEREZREERRT -

GHIL] Y WCHANEIRFTR A ARG I — A = R R R
(JEIE ) G TER

T ENEE FRARRE

Fed BE—BIERT - AR S B D 8 A MU E -

B BEM D MR HE fe S MR8 - B BERRZY - BER
— R

HEX % 0% EHE AL R IEHEHIB] - ER 7RI - FIRE & AR

IFAIME B RIE S - AIEEAILE AR (R - &d
BRI - (B P BAGRIOH - — TR - RN R R
IR EITIRR R HE Ry B 3T -

SRR | BEERESIE A S R e o (E — SRS RE R (A T R - A
A PR - BB ER) -
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Incontinentia Pigmenti (IP)

AR LREET  BHREABRERY  BESABRABEE TS
% EERILOIER el -

126
(—) R -

Y15 2 W KR B H R IR R B AGETT - S BRI RE IR DU 1 ~ B
%~ 1N R RIS FAEAR -
() BMUIARE :

BERTREARHE AR =00 - T BRSNS i ey 2R SRR 5 T AE 58—
5 > BZRE YR Rl ] 2R K A S DHERL I EREE -
() b

IR i B0 BE IR 7 X G L HE O B TKINEMO » AT I 2 F AR WD Bl T R K]
ST » KB LA B R R m] BB AR IR R e -
(19) P i a2 i -

X BT RERER TR AR - HETRE a5 16~ 1 Bk T
TEERRI B 10~ 1 23S THRBIRHUER » B RGBT THR SRR R 04

Ao
J5Z T RFE AR e g RS+ AELY S — R 50 = R B AE R - IR
2 P48 R A TR SRR e 5 BB SR AR AT O S VA R R TR - ELES S ]
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=N 5
p/t\

30

#@ﬂﬁﬁ(:)

PIATARAEAR ©

RN R R R B ATHIR R - W PG - 0 RIRIE
FlEE R ER A AR T A RIS RN S BB M= B - DBl
Rl = AR B R

PRI e U B E T - N L TREESERIE R TR -
KRB BN R TFE G EEF RN R WEE - R ERSE S e e
H MR BB © 500 - AR 201 R HE 2 R 20 [ R B BGE R
NG WERRTHE MR AARR AR - B A SRR - Ry B — (Ul f -

Dllb
ox
p={11{8
ar

2HEHR

* eMedicine: http://www.emedicine.com/neuro/topic169.htm

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

« Landy SJ, Donnai D: Incontinentia pigmenti(Bloch-Sulzberger syndrome).

J Med Genet 1993 Jan ; 30(1): 53-9

* Pseudogene-derived IKBKG gene mutations in incontinentia pigmenti. Lee

NC, Huang CH, Hwu WL, Chien YH, Chang YY, Chen CH, Ko TM. Clin Genet.

2009 Oct ; 76(4):417-9. Epub 2009 Jul 28. No abstract available.
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REREBE
Oculocutaneous Albinism (OCA)

— REEZ:

HRHE B2 F1EAE (Oculocutaneous Albinism ; fREOCA ) & FRE TR TR (&
i (Melanocytes) HELEHIRAVETZE (Melanin) » AEATE SR F EEER
K2R ~ BYERIRIG » HIRER IEFE I SR R R (Tyrosinase) HTEEAE
YRR ERE R R ORI TR M B S MR e b
AL S BRI » B B EOR AR ARG - SR E L R ER
T BULE -

WK HRTC IR R B AR T 2 R % 8 - BRI K B AL E 26 — A
(OCA1) N BymifEmE AL » 73 HIZOCATARIOCA 1B » OCA 1 AME: /A B e e %
%o MRS RS AR 5 oCA 1Bl 4 B e e =5 (HELTR B AN
KRB - TMHRHG 528 EHEES =8 (0CA2) ZROCA2H K ZE# R 5 5 =
B (ocA3) RIEATYRP1IARZ 2GR ; VYA (0CA4) ERAMATPEK 2 %€

,‘gﬁa
ZBER:

#1F1/20,000 » {EEBGEENR G - HBEREGRFES - MEERLENAL
EAVE B EIR A &R R A S EF AT A e Rt fekE M E E R A AR -

ZIHI
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=N 6
o ;ﬁﬁﬁ(:)

FRFEE PR —EEE 00 HRNCRREA GG ELMERN - EREE
ERAFEECRENINE - KL - SNFENERRA -

= BEER
S5 BUAE 3 A58 (e X B e L K] 4 RSB 5%

L3 xi] EERET EEA/FhigEZEnER HEAMGE
OCA1A | By REEE B | TYR [ Tyrosinase 1RO E
OCA1B 11ql4-q21/i &
OCA2 B tiarE B/ | OCA2 [ P protein bRt s

15q11.2-ql2fi &
OCA3 O fEEME M | TYRPL [ Tyrosinase- BE o g% gL {0 B Y
Related Protein-1 9p23fiE
0CA4 e taiEEMEE | MATP (SLC45A2) / EoEEY iR
SLC45A2 protein 5pl3.3fi'E

M BRARERE

SEMRE - TRENRBVILEHRZ 6% > fLUEREEERAY - EF
A e BHEE A RE R R 1 IRREAL T iDL KR iR AR
st HARKEERNH AR IR - IREIRRZ 0358 - 08 R R A

RIFCHEHANT
(—) OCAlA:
BERN D EHEN SR —A AT 7 RS RRALE » H¥f
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IREEREBILE

Oculocutaneous Albinism (OCA)

EIVR AR - BIRIREHEAE S BEEBORAE - BENRIAE - Bl
BRI RER - FERIELE -
(Z) OCAIlB:

B RS LA R AMBOCA 1 ASEEIIEE » B RERER (OF
BE - EmnEENEarEgdLEen &R0 Bel > Birt%
EREGABEE ML - AR IREENEOSREORE L - LABENE T
G RERE - HAEIREOCA T ARRHY - JERE R F5 Y BRI B L R0 » MR IE
BRRBE RS -

(=) ocaz:

HERRRIEHEE EH ASREPlocA L BF ZAER - RRE RN —H » B&H
R BORRUFRVBGFERI - HO B ER R E e R Rk S
B IREREE AR ) A AR G B Aol - B RER AT & 2B
Wet » KBRS SIS G A AR B, H AT Rk € - AR (RIS K2 1k
fE (Brown OCA) JyBROCA2MHFRIERC BEA - HiG—fEM R A BRE TR
I B TEEMIAE 1B (Prader-Willi Syndrome ) AlAngelman [AEERE - HEOHGHR
HAES A HocAEA -

(l4) ocas:

BEARYECH, R TR - BBV EORALEE ~ ALETHY NG ~ BFERIDEES » AL

AT s A YIRS - IREREEE » SOUMB RS -
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=N 6
o =|=ﬁ1§ﬁ (=)

(h) oca4:

OCA4TE HAR LM E D R - HERIREBOEPlocA2 » BEAEN T A H5H
—4F SN R A IRDUR IR - R SRS P RE R Lt E
@ HEOGEEELHRMME  H2&Em B AN ARG RIES
HEHIRREEMARNS  GERIEZE IR BREE -

B-5E:

BEBIAME - BLFENARERE - FEDUIRILE - A2 EH i B R
in o HHBRAHEEER R E N - DREXREENRIRAE - Rk
A/ VR ST - E R IRPH Rt E
RIR Rt SRR 1T SR PR - B A B2 R IRIS AR 2 B - H A
REE B RS 57 - ERE POt R R RIS R R BE T - Al
HOERE ~ 2Rt REKH - WK IRF A EOSCRRPIRST - e
EMEEABIE - B 7 ER RSB EE S - HEVR S R R TR
AR A RGE T E At B R H -

El

H

ALt
SEERFE3 BRI Al AN R R 8 1 AL s A sl RO AR AR A1
PRl ~ B B B 258 7 al DUR B S B RIS AR - AREREEBE H A ik
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IREEREBILE

Oculocutaneous Albinism (OCA)

in - BATJATRERAR - Wl=oR A B O ERIBEAIGE) - 2Rk & D&
S E RERG 1B LSRR BRI -

2EAR

* OMIM : OCA1A http://omim.org/entry/203100
* OMIM : OCA1B http://omim.org/entry/606952
* OMIM : OCA2 http://omim.org/entry/203200
* OMIM : OCA3 http://omim.org/entry/203290
* OMIM : OCA4 http://omim.org/entry/60657 4

* GeneReviews -

OCA1 http://www.ncbi.nlm.nih.gov/books/NBK1166/

* Genetics Home Reference :

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

* Chapter 652-Hypopigmented Lesions, Kliegman : Nelson Textbook of Pediatrics,

18th ed.
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09 BRUEZHHERBRE K

Infantile Systemic Hyalinosis

— mER:
BEAE Ry — & MR - Hp R R H AR IR e A 1 B I YA IR A B B

SHHELAT ORI B f A B BEZE i E (Bony prominences) © EEL 7 & A Bk
EYERRE - 2B AR R R -

ZBExR:
AR IEAETE R 22 L - Ha A R R A MR MET - 2RRERIFIA20 MR Y

e -

= BERERR

B AR R - TR AR RGN 40 a8 4021 (1 &
F#CMG2 (Capillary Morphogenesis Protein 2) 3K » HREEW b—2 B H
(Transmembrane protein) ELEHHE HUREE AR (Capillary morphogenesis) ©
AT o e e [R] T o i o) — Mg » B A SR U BEAE R (Juvenile Hyaline
Fibromatosis) + HESREASE 53 AU 2 B P B REAR AR AR DL » (ELAEIRHECHS Y,

M - EERZRE :
TR LG HEHE RS (Pearly papules) » fREL—/NEGAYIMEE (Little
bumps ) B/ NAE (Fleshy nodules) * FHREA (Gingival hypertrophy ) B {7 &

& (Thickened skin) Mg MIFEREEZ — BB (osteopenia) HARH EHIH
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BRUZSGHREREN

Infantile Systemic Hyalinosis

ELB LR — -
BRI YIE (Glassy) DIBAERT LM - OFE LG ~ DN~ O B
oiE ~ WRESAE ~ IR ~ FOIRAR B L AR 5 S EE R 5 52 B Rk A B 2 A ] P R

(Intractable diarrhea) [EJE -

TR

FEZEJiH - HAEILRRRER T - FERE MY TR R R ERE
FARRG B RIS (Hyaline material)  /MEALRRY] B o e B2 I B 24
(Villous atrophy ) FYBRS » A FEHCMG2EE R AT 2k HIET - HILIEE RSB
FETEE -

7B

WG R Wi o 9+ 1T HE A % 257 P K 2% S R B R s 7 e 1 b v SR B Y -
TSR RN R g H - FERIE KB R E BT IE vl 17 Y)
BRGRIAHE - B A BRI TR TR AR BT SR 2ol B R

ARAETTIR

2EHER
* OMIM : http://omim.org/entry/236490
* Genetics Home Reference -

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

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1525/
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Meleda E7&
Meleda Disease

— REZ:

MeledaE5J 2 — 6 R TV 55 K2 38 4 A S BB % » Ik 21826
FREHTHI R Meleda s FFTEH - RILBELELE R4 - HETCAAR8q24. 301 &
ERISLUPRL (Secreted LY6/Plaur Domain-Containing Protein 1) FE[A] - #38 Fy Bil
MR EER (Signaling ) AT (Adhesion) R 5 MiELAER DUBE S (o BEFS M i
AR T 2% DRI o St B 15 5 o ot Wt Y i O A L — R P R R - B
7 5 RIS BLSE IS A AT £ HUHBE > Neumann (1898) EIAR#EMeledalss EAYF{H
KIRZEH » 1R H & P HHRRR 7

A R AR 2R B A ARF I - R 3 4 e TR B R A AL
AR H AR A A e ( R SE R AEAL) - BSAME ST DR ERLIE K
JZRG _EBRAREESE SEREAR - TSR ANE B AR ERAME -

ZBExR:

BLAREAE B 73 A BN Meledalss 2 FAERBAEFI Ry 1/10,000 - BAMIRA
el Bl e ] B pe RS P BB R E MR | - BV BIRE - HATERE 23K
P B A SRR HEAE -
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Meleda B

Meleda Disease

= mwas

M Ryl iR E AR BRI — Rk A R R e - B
TR 25 % BRI -

Charfeddine® A (2006) DA—iTBLBISHIANAREIE R TEE S WG ALEH
R AR SERE I BLE » BB H AP A BE AR IR - SULR SR % f B
STl (Multipoint haplotype analysis) ETTHMRAVEEIRI T - HEbR 1T RES KR
sttt EAVRIBE (Linkage) - M ERRIRAEARATZIRM SN - MRER
M A RRIR FEGE M FAYSEME (Heterogeneous) ©

 BRARRE

BE TR K8 LR RS ;5 B0 L AR B A L ) 38 8 2045 3% Rt
Makg ~ fERE -~ KO ERNE - AR R ERRE - TR TRE A R i
MRS « HH FLIRR R R B AL

FENERSRE ERPRIRE
B © FEINEHTREEER AL« 8E (N IEH BRH

J&) R (LR EAEL) 5 B akK
FHMME - ERAITENR TS
© BRBOR (BRBZ S )EAE )

* %548 (Brachydactyly)
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=N 6
o 4&%%%(:)

FERNBEEESRE BRERRE

BE (%) - Gilfa R B SRR Es i Fe
« ST H SRS » i v I BT e LR
Rz
o SERAME Y 15 A B AT BT

i EREE R

D DR L

R 2E:

FERBIRRRE LA R ERD R R T HE B EN
B LT ~ IR O R BRI - SRR+ FE R B R R S s b
AR AN BHEE

HRERE D T AV B B B BRI 2 B - K BRI ER - IESMESR:
2 Er b - AR R SE + BRI S K fa R
KLRZRE (iRER R B AL MEHE 5 Epidermolytic Hyperkeratosis) f—W I °

(Morphologic studies)

e S

/N o

Huf @ AREEN TR FERHHFNES LE BB ETER - ©
ZF R E L ATERIREEE RS (Aluminum acetate) * BAMNES/KGEAL
$8 (Aluminum chloride hexahydrate) A= » DUREREEAR o BbAMEE AT IR

s,

ENE RERZ
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Meleda B

Meleda Disease

TerbinafineFFHIA SR » DUGHE KR IR AL e 2 1T R 2K A9 RE T 5 FRRiE
BETT H A RARADIRDL - BREERCERITR BB RERIS » IR 55 8 KR B
(Dermatophytes ) IS S - RIBLER 7469 EIGH » BE PR EEEREEE
18 WhrFF ARSI - DIBEIRE I E -

2EHR
* OMIM : http://omim.org/entry/248300

« WrongDiagnosis : http://[www.wrongdiagnosis.com/m/meleda_disease/intro.htm




]] FREBILAZIE

Dyskeratosis Congenita (DKC)

— REEZ:

e R AL ZAE (Dyskeratosis Congenita 5 fSfEDKC) XM Zinsser-
Engman- ColefEfHf + &M% RAYMEIT M B SRR RERE R » (S (EPOR T2 H =
R 1IN e8RS 248 (Bh) HERAR 3.0 EA M - 7
IR Al B G O RS (Telomerase ) TUREAR K ~ BFEERRZ BB &1
DIRERHE FHE » FHIR TR AR BE BERRE ~ RS ~ BURRYMEL Of BEhE B
PR AR -

FRE ] BT R AR B i R T B B R Y B R DNA - HETE #BIDKC 1A
TERC » TERT  TINF 255 /Ui (K B2 A A B » 1M P A R 2 1 2 W) B i
MR DIREA R - x QiR R E AR AEDKCL (RIfAXq28fiE ) ; et
e B A 2 FETERC (f1f3q26f % ) ~ TERT (iff5p15.33fLE) K

TINF2 (fiift14q12fiE) + HAPTERTERINGH iR ORI Er 26 -

ZBHER:
#71/1,000,000 » HETEZHAEZE #2008 - WG HREGENZR - HEj
2HHEEFLLDKCET » BAKEHAENERIEIS - BIEELEERLERG3 1 1.

= BERA
SEREAEASERAXROEREEE  BRrOREE BT EEESHE
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Dyskeratosis Congenita (DKC)

EEE > HER AR IR R AR o Z8IDKCR X et HE 1 E
B HDKCIEE RIS [ s DB BB E# - (HTERCETINF2 2 H FE K5 |
ﬁo

M~ BRRRE :

DKCRFBHAE 04 - GBRIA BRI - % DU (R YL B A4
(BE) FEHSERE - RGBT - BHAES~ 15BN I - EEH
AR MERE D R FR R 1055 - SR AEIERS - 15 (B) FERLHNE
I B B DKC = (B E BB IR © DKCHY A M SR 3 D BB Rk -
—TEESRWSET » 20f ik R AR - 015 « B SRR RN
(BL) B~ Bt sEBE - SOBSHIGHRE SR SRR R AR IR -

DKCIERIERIER R R BLE S RELAY « I T B BE I B S AR 0 R B Bk Al
Sh o R FTREE B HL A R ¢

FENERSRE ERPRIRE
B EERKEAIEE TRYE - w] RHECTERGIR SR

EEIK ORI OISR R OO - FF0sEE e R
WEIREY R0 B 5 RE Z M MBI B B R A L
1t o ERRFIAHRR S I S L OB f R B e 1
PR (GVHD) WIRIE - EE AL HEE S - ik Ll
Jair ~ AN o HCARREAR - RAREEE ~ IRIERIBEERY
BEE s WA KEE 5 BT s E0KEALRE - F
FEAIAIBEFE AU 2K -
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FENERSRE ERPRRE
fig (#k) HoowEEEHE (B) MERARANER  BHFHEL

k- 48 (B WHIRCRERMRHERRR - WRHEE
i~ BRI - BB BRI Nk

Hilk #180% & H & R RE I BEAE » 38 S S A AE IR ~
T BRI ETAER » REMR 3 BEAE n] 8 & 8 A TE R 55 - S8
PR A R L AT RE R D - HERER - A
BE -~ BGERIC ~ I RE - A B, IIME
FRER R o BB A ORI - A RS A
PRI ~ HRERIREE - ARG -

i I 0% EHEH MR HE - FLkE gt
Ry lAIRBIREAR » B AL 1 0B/ AR IS - B HE%
AEE B EER R - KA T0%E R Ry B Bk RENT S

e RO S
iR 75 e FIH 20 % 8 H GA IS HHE - M (LA

ERMRY - BEER GRS E LM H Y
(40 : busulfan) - W BAEEHERSAEIAR - PREELFI -

RN R BERBRAVEE R R AR Rl 2 8k L
B0 DI B R5E > HIB > BESE TES
ia 2L T H AR R D o KR IR BRI
frRtugreE - HttEnERUAARERRER - §
Wi O R A S S MM B = 38 B AE 3 0k /e B
BUEEIER -
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Dyskeratosis Congenita (DKC)

PENERNEE ERER R

il B O R TR

IS 0N EA R - B - R R
i -

FH R BETREGH FAREE RS - BERE - RIS
SRR -

I % FLAE RN - TFIRREARIRFREAL -

kTR R BEARIEA - R F AR -

1 2

1E SR 1 IR € 3R 08 W 1Y B2 U)o ] 33— SR e SRR O -
1 AN - RIGEN - REBUNLE FERAE K 2L B v B (R -
LB 22 (AR DA B R A LR b S B U i il -
AN

KSRV G £ B N2 o BBk 0 1 B REAY PG SR M7 1k 15 DFAE - RTHIEY
SRR 1 BN R BN — SE (S AR A S AR R AT - Bk OBk - RIAL
LU BER A s MR AR R AN
tRE:

SERMEAEAZRER —ZEEMNTN - KRN E - PEFEEFRR30
B o AR HISERI LR GE ~ MMM B R o GRCaa BT KIET0%HY5E
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RN EERRES S PHERE - tFIECHFIEER T 165k © 1658 % DIRAH
HES - AR E s E RS EEE AR EIEH LET > hEAR
FERERIBLED R « PRI R BMLIRA  FERE A H AL E R R 3R - PR
AR M M AR TR I R e R B M (A A T 22

LEVH

* eMedicine : http://emedicine.medscape.com/article/1110516-overview
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Hereditary Inclusion Body Myopathy (HIBM)

— REZ:

EE MR EENLPREE (Hereditary Inclusion Body Myopathy * fEREHIBM » BY
TR BRI R 2 ) B E DL PR e — T8 - IR R AT 1
WA - BERAEEEREIRROEEEARNTR - BESETIE
IF M S A SR Y B IL P T R AR - B A B R R R B3R T RO AR
FE TN R B A R B S AL

ZoBER:
MR 22 R - AE25 0L R RRLER T GR AT A 5 i 14%2 e RYERIML
R B R RN AR S D LRI AR 2E -

= BERA

B RN —RUE A ke AR e e R A - M2 Ry iBM2
HCR P AL A A /A 58 0 R e G _ERIGNEAEIR] » AL A B 5 2K ARSI
B B P E AN « AR AR BT E — B AR - JI7-20h 25 % Rt
SRIHE > 50 % MIBSRECR T A BRI AR IR » SRR - HAAE
1 L AR R L e R B R
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Hereditary Inclusion Body Myopathy (HIBM)

 BRIRRE

B R — R M R RS (1BM2) BB RS D F R R
W BRI A THIREIR - P BRI Ry 20-305% » FEFIWRAVEER BT
TR Rl bm LA - BRI R B R A — » (ERZ BRI I PUBE N
(quadriceps ) TEHA#E

Hogk ] REA m UG RAE IR B8 B A — - fEREAR T

HEY ERERRE
IBM1 * Bit§ - R EMEEE - RSt RE L desmin (DES)
Desmin-related FEK| 724 -
Myopathy - BRTEERZIER A
- ERRFHE R B AL B L - IRPYSERLI R e g ST -
NonakaGJILY - BERHEHARARRH - RERIER (GNE) HERIKFEIR
Joi FBM2AEL » H AR ELIBM2 2 [F] —FE I -

BB GF | - fEROEEIDEE - BoRER (VveP) [N R EEE -
R MpagetPii | o ERIETEIZW R

B RASE i - BEGENAET]) - Paget KB IERE - AIBEMIELE
(IBMPFD) JiE °

IBM3 - R B RV EE > BURER (MYH2) fIRA G175
fafs -

BB SLE  (E LR -
TGRS TR - B e aR IR
5~ RS A R A
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28

BREREBENMBENESE (creatine kinase) % Iy IEH S L
Tt RS EEARR A IR R IR o WU R & A BUR B NI (primary
myopathy ) HYEEE o 1BM2 8 45 25 L PAY AR e o e hid e e i v S B Ml DU B
MASZRAL -

L REET L RN A - JIFT A B DR IR e - iR

ERIR R — » (P B v L2 BB T RN Y A B A 3k
#8 (rimmed vacuoles) HYNRERSEME, » 201y E TR RA n] B LB B 5 IR

#¢ (autophagic) - FEULHEEZE -
I L7 5 3R 5 DK A 2 B R0 M B e 2 25 Y A B i
RER  FLLLFFEETRONEERIPIEE - EILHNANZE -

(—) B&hReE -

R IR H BT ORI 7k o (el B SR IR DB S8
EGBIF AT ME - 5350 o B R ALK 7] RS B RN B VB S AR A
U BRILZSN - AR LIMDREIREER » H AT LT FERURAG T IBM2JE A
W (sialic acid) - AJLARGERRFRINLT - SRELAMIEN - /A NG T
HY AL SR AR -
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Hereditary Inclusion Body Myopathy (HIBM)

(=) &8 -

AEE IR B OBERL - B BRI RERPIRMCER - 5
HNYIEEIEIREE AT » KA ~ Bt TARE PR AR -
() HE:

AR o HE RGBT B - R T EEH R AR - JhAt
FHEEEREHOIVENER « WIThRERZ - DL A HER ™ SR - F
WA FRER A -

tBR:
AFREEERREAR - S REE - BHEGERFNFIMEC ;
R HIErA R AATER -

2HEN

* eMedicine : http://www.emedicine.com/neuro/topic76.htm

* Hereditary inclusion body myopathy: clues on pathogenesis and possible

therapy. Muscle Nerve. 2009 Sep ; 40 (3) :340-9.

* http://en.wikipedia.org/wiki/Hereditary inclusion body myopathy
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Duchenne Muscular Dystrophy (DMD)

— REEZ:

KEBRXIAZHAE (Duchenne Muscular Dystrophy 5 EEDMD ) 2 Rl
WX G psas A B ek 7 —EDMDERIATEL - DMDERIAT FAX Yt E Xp21
Jz » & 5E —E H S AYJLA E H Dystrophin » Dystrophin 3= Z 7 i £ 5 ML AR
Mg & o BRI TR B B IR - BERE L —ER - SRS
B )) BIESS  RER A MR IR - RABENHIIET -

BEDAGREE TR RN R IR L - ARETRIA - FRETS
BE BRI » H R DIRERYIGR » 7 4 I 5 OF R AE B0k S 08 i M B0
T

ZBER:
BEIETE B3 4R R b 1/3,500~5,000 » 20 AT RIZH B 1/1,000 » BN H
R AR A VIR B 4 B3t -

= BERK

BEAE Ry x Ge e ME R BRI R R A o xR i REB L A1 - A
WAREREYAE IR - 1 B R —Rex et - i DUE R (20 T — BRI EL IR - 6F
G - WMEWREN T —RERBE - B-IE50 % IBRER ; F—RHER

il

N
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Duchenne Muscular Dystrophy (DMD)

o BIE A 50 % BB R BTFAE » 50 % IVEESREERE o e th ] e R E 2% 14
HrZe8 (Fresh mutation) BMEMRAVEERRRYE (Gonadal mosaicism) FTEY

 BRARERE

PIRBRKIAES-THII - GG TR TR D 18 ~ AT ~ REH Bk
PE st b5k T AT SR AR Iy SR PR o TR 8 L A i S A R A LA = 7 LU
K W Rig S UARIEES] - FRERREIRF A 2 B ARG - 17 S T A Ay
WA - RRIAERIR g tg i BRES "€ ) b3 > DI I 2SS W "
E{E, (Gower manoeuvre) ° [BIF » T8 RMIERAINLATRE - 58572 8 FE& A i 5
I3 5h - BmhiE LA th Ak R -

FEE R - EE AR = S G BT E - 212~ 13550 - &
FHEFRGFERAEA - FRERIANAEEEEEET) - LRGN FEREE
Wk AL - KIILE AN RS R - S BH LI EhRES [ —E &
B BE ORI At RLRT S HERIE - EBOIUA - BEARE TR AL
AR LRERFRIR -

126

(—) Mg a : A SRR (CPK ~ GOT » LDH% ) K/ HrDMDEE
.

(Z) MR DAY A -

(Z) LEREROTEBE : KD BEEG SO0 BEE R R - 551
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o8 mBEER (=)

ERUIDSEDIVSE R AN

(P9) 730056 + #2090 B & B TR -

(T) S5 DMDEE PRI B 88 814 e I m] DURE G R e PR RBLE - 5
Bl I SR SR EE RO I DL R 2 M R B i -

=

i

N
(—) BRPAVEE -

EEFSaArIEVSED-E-3 BWINAE S ribE 27/ ] i R
AU B Y43 R B AR 1L - (BRI BE Al e BT ZRIfE/ - RILE#F %
B RV FeD - FIAIUEE (Creatine monohydrate) HHTEAL » BHENAEA
SRR IS S E R A SR - SO E oM B E R ILA T &R
JEBRNGER (fat free mass s FFM) 5 BRILZSN » e — TR R ER3EY) Ataluren

(PTC124) ;g2 —BEHOxadiazole B REAMI I IREEY) » BRI ZEEE (nonsense
mutation ) [ RRITEH A BB » KRy Ataluren A G A B 77 32 0 A2 rp 22 S 26
ZERI 58 i H H R AR - DISGE 5 B Dy strophinEE H » Ataluren E52HL
FRIRERBRI S P B - BEMEGREACE =SB - BLRNGHE JTiH » R RIS H DMD A
R 58088 (rAAV-Mini-Dystrophin Gene Vector) » ELETEE ABE LA
M DUEGE HIEH BDystrophin 1 » BLHAH H RTHE ARG IRGSR A6 — S B -

(Z) BRRREEE:

#F 2 R HE AR IR ] PO 3 A IR HE R B R B I 15 0 B P0G T 5 S AR
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Duchenne Muscular Dystrophy (DMD)

HRIED - BB AT EAEEE - A a IR R -
(=) D :

FEThompson ¥ A $t#f 35 &L AE B K IERIF SR BUR - SR REACREEE
W SR ACRE SR E A S e (PEADER - A S ERIEE)
FIPHYSCR R - stk i - KRR RER AR ST R A EENP
B DA AT ARG ~ Tl - R REFERI SR R -

%ll

tRE:

FERER TR BT R RV R A BCE A EE) 7k - Rtk LA 77 ~ 7%
EFA RSB IR B - AR B e B R B R - RS A
LRl PRI S A T B e B I - B IR BE B A 2 B SR B S R AP & R T A K
i

2EHM
* GeneReviews :

http://www.ncbi.nlm.nih.gov/books/NBK1119/

* Creatine monohydrate enhances strength and body composition in Duchenne

muscular dystrophy. Tarnopolsky MA, Mahoney DJ, Vajsar J, Rodriguez C, Doherty

TJ, Roy BD, Biggar D. Neurology. 2004 May 25 ; 62 (10) :1771-7.
* http://www.clinicaltrial.gov/ct2/show/NCT00264888?term=utrophin&rank=2
* http://www.clinicaltrial.gov/ct2/show/NCT00428935?term=DMD&rank=3
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Becker Muscular Dystrophy (BMD)

— REEZ:

HPEIRILAZEHERE (Becker Muscular Dystrophy ; BMD ) BHZRER [CIJLAZEHEE
#R 2 KL FDystrophinfYERFEFTE R » B i r] 85&EDystrophinfE F » {HARZ
HIEHRITIHE o H o 1P ZEHEE e B o 2 IR L PO S5 A A R O B Rk B » (L
AHRFIRFREIAL - SRR RIZEEENDystrophin® FZ58 2R IE » T HAER)
DystrophinZh F FUZERMHE » [RIELIHAE 5 7ERR IR 1A SRETRESDY -

ZBHER:
FESETE B A3 4 R4 B 1/3,500~1/5,000 » 41,000,000 A I E 17-27 A
BIE - BERRER B2 1FASE » VHIBRER 115 -

= BERA

BEAE Ry x Qe tE R R R E B R R HEA 2R R RER L A1 - A
HEREIRAVT K - 1SR — B tte - ArDUE 8 ] B — RIS I -
RN - AWRREBEN T —E RSB - F—RE0 %IRRT R
L4 Qg —RA50 % RIS BRI » 50 % HOMREERE o HRE th T RE RIS 1

FriyZes? (Fresh mutation) BERRAYEERME (Gonadal mosaicism) FFEY -
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Becker Muscular Dystrophy (BMD)

 BRARERE

R LA IR o 0 B B RSB AR - A ~ B BEFEFAER - TE
RPN EE S - — SRR B R E - AT TREREITEIRMINE - H2REN
SRR KB I ~ BE AR SE B ~ Tt TR PRIEE B0 S LAY B ) S 3 2
Bl o SBEAVERIRIER R R RN A Z I B E B0 SRR 10BRIRF PR IR - 16
BRI B ST N B LA S o 0 0% L WG 20 5% °

TR
W G 25 B A ZHEIE -

I.

N RE
IR EE T > KRARIFEEY) - HeiR R ERE R E S OHETE
B - HAaE G R iE 2% R KNAZEREE TN -
+ - EE:
VN2 eSS EN R W B LR ARG A &= oY -3 v oy,

23~63J5k °

2EHR
* GeneReviews -

http://www.ncbi.nlm.nih.gov/books/NBK1119/
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Central Core Myopathy

— REZ:

ILrh R 2278 (Central Core Myopathy ) Fo—J RUENLATR RGN - HigHE
FrEUR WL HEAE T B BUA WU R RS DR B BRRE I R A PR B
W o A BEERAI HBSEIR - A BETRER MEAEREY - H AT AIiE
ERRYR 1R 22 BT B0% »+ HEKEY FRyanodineX 251 (Ryanodine Receptor
1) AR — BRI P R TR A S5 T » FE UL R T S5 TR T LA
Wit - e BE B RS REE T X AR B 1 -

o BER:
EERE FE WL RERY 3 AR SRR AR -
= BERA
WAEARZ R BB TR S - WA S AR (Penetrance) » & DIRs Qe HaRH

MEENRAZE - BEARIEE O EZENERE - SURIIRYR ARG 1957

ttifig19q13. 1 & -

M BRRRE
B S SR BN Rk R RS ST BB S
AR - RIS T TR R TP+ T ) (Facial
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Central Core Myopathy

weakness) * BEENEREHNARIET (Hypotonia) HURHE - WHHFEEHHE
S AR WP -

B G R B R REIR (Malignant hyperthermia) - 452585 — KR
GHREENAR » S~ ARG EMERIRAER - 8 R M 5 e E B R A 4
ISR B F i1 -

BB ~ Z2ME (Pes cavus) ~ BHERME (Kyphoscoliosis) R 3@ 1]
B RIERRRE AR g R R RNRZRS R - FEBE RS &K
HNKaE R R Seimtr s 4 sef e -

RET R

BEINLAY] I B B R R AR B ML - 5 FINADH-TRYLEI - [JUHEAL 1S
Yl R e — E AR E R JERR IS4 BRIz S - TADHE
RAEARARHFIE » AR AANMIEIEEES (Creatine Kinase ; CK) ~ JElZ S i
B~ NEEF R EREE - o728 IR ARYR LRSI 72k
WA SRR, - AR HRE R 47%-67% -
ST ¥

B i i AR TR T S - (AR BRI R ARG - LR R T
R AIEEYEAR AR o MOEE A EE R - BHEIE - BRI EREA
P AR R S TR EAEEEARIGR - ATE R 5 E R
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ERE® (=)

£ BEREMEREERE - RO IR R R R A
2EEHR
* OMIM : http:

omim.org/entry/117000

* GeneReviews : http://www.nchi.nlm.nih.gov/books/NBK1391/

* Genetics Home Reference : http://ghr.nlm.nih.gov/condition=centralcoredisease
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Nemaline Rod Myopathy

— RER:

Nemaline#f kLA % (Nemaline Rod Myopathy) 2 —H RAYIEMESTE
S RN - BT AR MHERB0% A& KA TPM3 (Tropomyosin-3) ~ NEB
(Nebulin) ~ ACTA1 (Alpha-actin-1) > TPM2 (Beta-tropomyosin) > TNNT1
(Troponin T1) MICFL2 (Cofilin-2) » HHIDINEBZESE i Fy; i, » 3@ LRI B

WLETHIILER (Sarcomeric thin filaments) HIRHREE R

ZRER:
IR A7 23 TR B 3 R K TR T i 3 A SR By 1/50,000 » T BLREAE — R PR TR
FZH (Amish) ARIFEARFS - KK 1/500 » B M FELLAE R B A AR -

= BERA
BRI - SREBOR I RE A FTA % - LoRAHBR S0 2 K B HE
AR

AE | BRER | ERGE EEEN FRIFEY
NEM1 TPM3 1g22 | PR SR | ERRBERER L
TEE RIERIE 5 2 B

B AT REE I3

ENE NARE | 6]



pb
o8 mBEER ()

7B | BRER | EEMGE EEER RIFH
NEM2 NEB 2q22 fe iR E e | B R PR
NEM3 | ACTAl 1g42 | R EEEEN SR | BIEEEARE Rk
T B RMEA ; il
B EARIUR S
Pl
NEM4 TPM2 opl3 | fEAEiREMEE | HUALERMEA
NEM5 | TNNTI 19q13 | fEREiSREMEE | meA
( Amish NM )
NEM6 KA 15q15- | KAl
q25
NEM7 CFL2 ldqle | feemigfRrE e | e R R

M BRRRE :

IEAEH RAERRZIRANARIIE T ~ DA ~ DU BRSNS
LA S Atk Bt i 6 AE RS ~ SR (Neck flexors) ERREBESTIMREA: o DM L
Kt KB FH NN A ERIEB R SR DR IE 2 R AR
S AERERERIER (Severe congenital form » XAEHTE A > Kfi16%)

FAR (Amish NM) ~ HFRPEREER (Intermediate congenital form »

20%) ~ HLAY

SN

62 | ENE NaRe

R

Fe R MR (Typical congenital form °* SEARERESEN » KI{h46% ) ~ HE




Nemaline#& ik Al A 9% &

Nemaline Rod Myopathy

#AZE% A (Childhood-onset form » If513% ) FIELAZHKA (Adult-onset form » ¥J
fhia%)  ERMAIER ELHBERZER - RARERZEER » 4 FIPRR T
IR RYEZ B IERIETEENERE (Arthrogryposis multiplex congenita) & Ry FE 22 H
RN BEG R R - RSB R R R B A 1T ERRE

A 2

ZE T DA R R B R - SO AT R AR LAY B R E #Gomori
trichrome e fEATHEIRAEHE (Rod-shaped structure * X BNemaline bodies) » HAl
AR AR S A IR - B R R S o BRI S Bt
TEFHRR B AR AN G BN 2 E - HE R L HACTA LRI HIREIRR90% -
oA EE R A R AR

b

/ A

s

87 :
RIS - ERIEHEMDIRER L - I 2R AR DU 8 38 SRR 2
2 Digm A mE -

2EEH
* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1288/
¢ OMIM : NEM3 http://omim.org/entry/161800
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Schwartz Jampel Syndrome (SJS)

— REZ:

Schwartz Jampel IRAEMERE (Schwartz Jampel Syndrome 5 f&fESIS) ZHMr.
Oscar SchwartzA{IMr. Robert S. JampelfJ#FMan4 » 196 2 HIEPIHEFE X
LN - s PR SRS 2 IR R R ANHRBR ) ~ iR %
o ~ BRI ENEE/D ~ IR ETE S RETHED RN TRERE (Aldolase) F
BEFHERAA - BIENIAEBEAAER - JCHAE AR b i Ry B 5 1 B H A1)
AR ELPIRAHSER, - AR (R -

o BER:

HARBEREIER 2 R - B Rl AR A GRS A Raa T -
= BEERA

R RORRIEEE > BREXRET ST —RtEE RN L nE
[RF  HoAg— A/ NEA IR 25 %I BER BN - FFoCERt i IR R e 1

Al - 55 LRSS -

M BRARRE
JUAE R RAVERR R B
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Schwartz Jampel KiEREF

Schwartz Jampel Syndrome (SJS)

FENER ERERERE

[ J e IR % L R H AR IR B R - RO%/ R
A S H AR RGEHER - RIGERE CORmERE) ~ 3
KON PR TEEILAREER - IR -

FABBNEIE | EERGIR - Kbl R Y R
Lz Pl RO/ ~ BT - FE -
T REERE | FESE AR KR SO FREROEE (E) 7

BEAGXIR (RHERE) ~ BER  BEEs I 2E
-
B REBEHENEY » VECENBREZZE -

I Schwartz Jampel IRAE (R FEE 7 Rylif s TEARAL - S0 LR R R OB BEAD R

=
B BEFRER ERPR IR BRI E
Schwartz-Jampel | BEEURERE | « SI6HH « £ REBLIEEF | HSPG2 K]
Type IA MRERL - RS | EEEIDUT - DUNEERBEEE | A7 50 157 3
HPMARZE | B flanetT s 4 5E | B 1p34-
BREZ®R A | FEEEHERR - p36. 1M E °

WHRBEWE |- TH-KAY  FHHZ
BHEK - % A REREE WG
LRI {2 RS
I B 3 B Er
HE20%M B EEREe %

HpE -

EnE MR | 65



pb
o8 mBEER ()

BRI BiREa ERARTRE ERMVE
Schwartz-Jampel | AR SEARERTARREL - (HIR R By | [A] &
Type IB B o P DG RS B
Hj o
Schwartz-Jampel | HZERF AR - BIEFE - 2t R SRR
Type 1I TP ~ DU e e npid | 3 R K

MISARER - AUBOR R - | RILIF R AL AR
HREEPERIA A | HsatRkfE
WERGE A R RN F S | 5p13. LAY
BHESEE - B

R R
(—) ERRFRH -

(=) DB R A -
(=) NAYI gt -

NBE:
EiPS NG R G RE AL Fr &g I
(—) ZEVIHIGHE « LRSH AR E TR - n] DU B ANET G I 4870 R - M
W tR ERIVER » 2 Foik WEHRAR b JLPA (e Rl -
(Z) FIe:EHt « AfhmgRt - &R REBEIER2nK -
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Schwartz Jampel KiEREF

Schwartz Jampel Syndrome (SJS)

(=) E BB DR - BIATE MR E 2R - w8 i 3 e P A 1S X
= BEREENNE -

(P9) MAEBERRER - BER IS8R - BEEHREIEE - B AR A
FavBUE  HIRREEREE - RS AR EPINGEG - EREEERE
RIS TE - EMIREHER R - FRPOA T A5 LA e (B AR - DUIE
[ B ) P8 P T S A 4

tRE:
A BB TR - RS A TAE A -

BHEN

* Mary Kugler, R.N. Schwartz-Jampel Syndrome. http://rarediseases.about.com/od/

rarediseasess/a/080704.htm?terms=down+syndrome

* eMedicine : http://emedicine.medscape.com/article/1172013-overview

« OMIM : http://omim.org/entry/255800
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— REEZ:

AlASEEE — BRI E AR E L ERRREREEE (Myotonic Dystrophy
Protein Kinase) BUffiffIf%EEA5 A5 (Zinc Finger Protein 9) BKIZEBHEH N
MUECAth B e RS B BV - R AL AR B i BRI 2 e A]
o R —TUNLASRERE (DM1) R "N ERE (DM2) - s —HBIAYER
R — BUHEHY

PR R M R wrEE L PR Y BB T+ AR /R ~ T SRR - A
INEFE AR~ LREE - RIESERERES » 35 (8P i RER AL RS -
B R EHAE20~305%H - HABMENLAGR EE A RFEN Al REa B ] » BUE
IR R RBRIETZ » B R R — S (3 HERRAE AR IR T REA— A% -

ZoRER:

IRV R R HF1/20,000 » HARLEHERIF51/100,000 » VKSR
1/10,000 ° FFEEURA 98% FyEE —RUNLNGR EAE » 0 F 2% R o — AU AR EIE -
171 27— AL A 5 P A 5 78 3t 288 A SR 1T 5 0.46/100,000

= BEIRH
RN EERBUR R R B i 19q13.2-13. SAYDMPK LA » HEZEME
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Myotonic Dystrophy

HEVIRNRE AT E A AR RS RS - Bow IR K2 A R 30 3 4 = HRR
HCTCHMRFIEERRATE - 5 RN EREBUR IR K R AL 892 1HIZNF9
FEN A VIR IR CCT G A5 B R 8 - HOME e 3 Ml A s 5 K 1
AT 28 2 48 5 - R AU Ry e R R M M - AR — T R R
TR R 50 9% HUBERIE LR -

CBRARRE

BEGENARZIRNES - EEETRM L8 FR - f1a0—E A TRE
EHERIFHER T ARG - SIMEHLGEURET - S8 - Wk 2R
Ity ) MIAE GRS RTINS - kR THLARIEIRZ S Ea B S
fe EHADAVERE - LR TS

FENBRERRE ERPRRE

Rl A R FEBEREREAL  THhEFNHE  REREL
I B B

A TRHH ~ BHEERRAN ©

HTH H A&

D DEAEE » M E -

WU % 4 HURDIREA L » TS HE -

LVl E FEPRIA ~ HUIRBRBEREAR 2 - TEIRBERERE -

RFERM IR » REIREBRD -

HILRH A inEEE - R - B - BB G
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Bhoh - E RN AE ERE ZIERECTCEE S E R BHRERAEH » T E
(FF : IEEMCTG EEA/NE 5+37)
RIREY BRERRM | CTG EfEA/ | BRER: | SETFHHER
e R il 38~49 i EH
(Premutation)
i i 754 H A& 50~150 20~708% | 60BRELIEH
LS INA L =R
—fi A 21 ¥1100% 10-305% | 48~55%%
ALARE 1000~1500
H AR
ot |
DL AR
HE
Fe KK BEUKES | K91000 £ H4: 455K
I 8 R 52000 %~105%
B TR
T P8

B AL R SN ERIRAEAR BT T2 - (H2

B =N LA

BIAOALEE R ~ ML BRI (Creatine Kinase ; CK) JRfE ~ ZEKI T WA
YR IRIEEE -
5SaN - B ERTZEE G - ARSI — RS 0 aTREdH10-12

ENE NARZ
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Myotonic Dystrophy

SETEHR R RIUG oA e b e 220 1 6- 1 8BS IR 2 Uil SR 3 A -
FE 2R 2R 32 5 B E BURIG FUE Bl D RIE K@ 2 - TR S RN
5 ELRE A —fETEAR ©

NBE:

BEPIR DUEIR TR R £ o B RIHAEIRA A ATREZH FHET 2 A [F R B A
[FR2ih - BRI E /i1 > — Bt FPhenytoinBCarbamazepinelffft 5 [ B i1k
A5 it L E BB R AR 5 LR - B R RL R E
& ARG RSO AR DY - IRIE T > BFE —RIRPHE L
WLBERF I SR BR T4 o DRSS B AR 2 A — e R e - P DAANVEETT
0 P B A g o1 B DO R B R SO PR~ FRIR R B RE A ATTAE A I e
{7 > ST RIEBEAIIaHE - T HENARMARE - DU EFRIRSE (TSH)
RLESTHI » AR IR R B T B i E MR A - R R L

ZHER

* Myotonic dystrophies. Huang CC, Kuo HC. Chang Gung Med J. 2005 Aug ; 28 (8)

:517-26. Review.

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

* GeneReviews : MDI http://www.ncbi.nlm.nih.gov/books/NBK1165/
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Miyoshi Myopathy

— mRE:
= IRHLARE (Miyoshi Myopathy) 2 RIWLHIIAR LAY EEHEE N
Dysferlinf B EEGER LA EE ST » BURIIE R EBDYSF » JLIEK 2 28 th &

S-SRV L ERE (Limb-Girdle Muscular Dystrophy LGMD) -

ZBER:
R HARRE - BRI 4 R4 1/440,000 -

= BEEX:

I R R e e AR BRI - BURRIDY SFERRIAT A5 2 5 4Lt Y
2q13.3-13. 107 & » BFHIACRF A —(EER AR AR R KT - A A A
FEIE - BET R A 5% BRR e LI -

M BRRRE :

BRREE o BENERERE 152085 /E > VBB ERB19E ¥
SRR Ry R0 B LAV B T TR /BRI IFRAEZ L B LU S 6 S
DAFIMISRUENT. » (8] ORI AR BRUEAT. - W ) R B R R A R & 2 B s 8 -
BUEHNCHE ~ SERR B VL Rk R - 1A A LA 2= LR TR -
FHEE/NILATEE HIhRE - FREFREA P E - RRERILANE & &
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Miyoshi Myopathy

73 o IREHET - BB RKTR N 16 SF T TR, - A SRAI2 35 R B iy
MBI HATEY - BRIb AN - BFECHE - I~ BE5E ~ BENE ~ TRIORE © R A
WIHRER T A2 AN AR AR - RILE B2 B BNER -

% B
FERZHT /i - B MRHINUSR SIS (Creatine Kinase ; CK) fREIERHERATAIRE
IEH SRR - EEERERRBEERRERHEN L0 LLE  MAYIFT
A DUESIBERY 2 rp SR SR B R R B R - MDA a2 % %
PR (Polymyositis) 43T il » AIRRHIE S HDYSFRRLZ MR - 5Tk
BRI ELT  ATRE LR EE T2 BT -
N eE:
St H A A i ol o A TRRIRI AR PR - (TR P E
RERE  BEL AR KA QBT rTHE MR T - R Es s
BN RAR I AR 254 -

2EER
* OMIM : http://omim.org/entry/254130
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Myotubular Myopathy

— REEZ:

W/ IVE % (Myotubular Myopathy ) e R PENIAKERER —1 - HEEE T
LR WU RRAE B VE R 38 AR B - HBIVNE DA R - R LAT#E %
& P T 4 B A B R ST L P S+ R RIS SR ALY B mT S B L P st o
8 A ST A 20 ) 5 94 L, A L 11 7 L PR A ] [ - T2 5 72 UL P B vy
U AT ANV %8 SR FyCentronuclear Myopathy

HLIVE S BRI PRAE TR B BRI BN ] » o B =R - (1) xBiRRRie
A (R R XLMTM) - B B AIAE AT A SR B SR » 3 BN Ry
WREBRIARS  (2) SRR EEE  $RFROTERERT ; (3)
AL R B M Y B IR A R B R IR - 28 T R R =Ry
DR BRI R RS - EBURIERIALARL -

= EEER

BEER R AR AN R Y i A AN [FlE R - X P i e B R I A A Buw A
KA X Gt > HRTEABAR Xq28 M TM 1 FE[RI B 2L BT EL > WA S B
WL R EREGRASEEE - LV RE IR o AR5k
fe gt E M s L mie I E Y - L niRREY - HBURERRRE
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Myotubular Myopathy

#1214 FIOBINT IR ; B0 BMERNE R + FIR Y60 1 0013 200 DN V2 KRB 2
AR - EPEL ORI A S BARGE -

= BRRHE:

(—) XRemtBRitaEa

G BY SR AR B B AR B AN I T 20 By =AY 2 R A~ o Y R ST
° B LA RH VR e (B A - (B B IR Al R AT =
iy o SEERIFRIRIRSN - BREILEE - (BB RER b O aeiR g - FLA OF B
BRI M REE (PIATRAALMEREE A5 M A M) ~ AR
(ANE3=E) ~ WHERS R A Esl e & - 000 FEE A T B RE il DL ke B

5

I

1

i

==

A

G

JEREASE - BEREASNE TR B R AR AL FE LA ST ~ HRA T e b5
RHIRE S BE-RER LY > SRANFHESEATES M HIEEH
R o KRB - XPEBLE AN VER LA R R LR LA - R
EAREREMYRIALIRE -

(Z) BReRBtaEa

SERYA SR AR B - AE IR ey - B SR (LR - S B
IR R R - et mE R M A T B S AL AT - AR - T
EEV A SRk St P BRI TEINAL 78~ BRIk 2 ]
KB ZHES] > WERSREAR - W ER R it (L -

iny
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m - 28 :

FIFNUAYIF 8RB AT - a2 E B H R SR E PR - BENIAYI RS
A B R SR LA T - TR LA RERE P R - 550 - AT S
AT ] BN ARAE D - HAE R LA R REAE (ADesmin K Fetal
myosin¥F ) o [JLPAYI il n] 2 i b - BIEHSERI AR Y - BT
B DRI A2 -

(—) FRIRARGE :

BRI R 3 A B A 2 IO I - SR LRI AT 02 - SVET Y BA Ml
IRATBE AR Ay EAEEIT RN BRERMLABRRAFREE K
EHERREENRE - £RYIZR - DAL EENGE SRR - ol 6 A
LI - DIRGINE EE SN R B RE
(Z) EBRRFIaE

F P R PR T - R 5 b e e e 12 R B R £ T IR ISR = 5390 » A&
BEOAZ LR MR RRTE - DI R IhRe - I S in s i 155 1
TEE - A EERTES B LLFMGRE -

(=) FHHEH -
MBS - BT SR BT RS - HIE
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Myotubular Myopathy

FEXRHE - B EHNBEXSERE - WRERESTRRE - MRRE - R
B RIHERE - DRGSR OFRER -

A L

KR 0 ERIEIIRE - Xt R R I A A A NVE R R A
o AR R > R E R DRI R - EAERLO IR & - B
e R - REMSLEER B S - SREENRERS -

7/

it

2EER
* OMIM : X-Linked Myotubular Myopathy
http://omim.org/entry/310400
* Wallgren-Pettersson C, Clarke A, Samson F, Fardeau M, Dubowitz V, Moser

H,Grimm T, Barohn RJ, Barth PG. The myotubular myopathies: differential

diagnosis of the X linked recessive, autosomal dominant, and autosomal

recessive forms and present state of DNA studies: ] Med Genet.1995 Sep:32

(9) :673-9
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Faczoscapulo/zumera[ Muscular Dystrophy

— mEE:

fE1884F FfHLandouzy M Dejerine B H E S5 % B 1 [ /B IR B UL 2% 28 i
(Facioscapulohumeral Muscular Dystrophy * FSHD ) HYSERR » BLEC AL Y ZEMERERY
AIF o g BT EHME R BN AR RERALA ~ B ~ HENLRE
BEWALZIA - TR AR EE - ERRIERREE -

HBEREAERANEREOBREY (40) P—BMRDIZ4EEERN
fias (IEREERES) 42 kb REERKES] - 34 kbEEFY]) - HEFIINHE
MBS SRR TR H 2 R & SRFSHD region gene 1 (FRG

1) Ei RN BN AN - HLAE T ] RE B L AR ZhREH B -

ZBExR:

HAlHE& R 1/ 20,000 ~ 1/400,000 » R K

= EBRHN

BURE R iR BE I B - (A D BORE#RIZeE: - BN EP— A I
T AR — A0 » B 5 0% B e R L - S8 201 B R AR I R
18

go
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Facioscapulohumeral Muscular Dystrophy

0 BRRHE :

TR Ry 10~2058 2 HEBRERINAE - E 2R E0R B A
fHIES) ~ REWD » HEEEWRO - SRR 2 — EA¢ HOS AN - 15008
HIN - BEWAEENEE -

RFEEE B gELBP MBS - GRAESRCEMESE - Ik
i BLAE ~ O R R S it Eh - LRI R R A B BT AZ
FIZHL - LSS N R R R H CAVEESE -

i 28
FEELBEBINA G TRESE -BEER > ETERETNE

(Abduction ) BfERF » Mk B B BE S » LKL PR ) i 6 S o T A
7 BMEENE - HUWKREEEM (Scapular winging) < BHEGMHFITHL (At
SEES R RIS RTINS TRILEA « R - AR R A
MEFRBADRIIRT MK - 508 MEF"
BRERE

TR I KRR AE R A FTR2 B R - (HEERR AR - (IR
Ay A
(—) MAPLARES (JIUREEE - Creatine Kinase 5 CK) : B LTHeifmS -
(Z) DUEHE : —RplREnEg: -
(Z) DUAREY R+ LA ISRt R L -

)IIIIIII
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zg bb
ERERK (=)

(19) SR 5B 2 ATREE DA Z ARG R P SIRE RIS S
<34kb R BH HIRDL « B R R o] IR EERTRZ B - AR RIR LS - AR R 2
L6~ 18 HFMR R - K el e S w AR R -

e

l AN

wre

87 :
wHILRA R R R LB LR T CHE B EEA— 5 F 131
F o RHE—EAGHRVBZIEIR - raERrE 5 A0 - HaibUEREE R E -
M EAMAE A BRI & - 40
(—) BT BERGEED - Ak FR AR - BREERRFEE -
(Z) SMRIF iR E B IS - DISCEw e L3 BB Ih6e -
(=) HERERZSEYGHE - MR E AR -
(P9) 126 R S 2RI EBh TR ARG E -

2HEN

* Expression profiling of FSHD muscle supports a defect in specific stages of

myogenic differentiation. Winokur ST, Chen YW, Masny PS, Martin JH, Ehmsen

JT, Tapscott SJ, van der Maarel SM, Hayashi Y, Flanigan KM. Hum Mol Genet.
2003 Nov 155 12 (22) :2895-907. Epub 2003 Sep 30.

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1443/
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0] MENEE

Osteogenesis Imperfecta (O1)

— EEE:

B NEAE (Osteogenesis Imperfecta ; ffHOI) » &% R AYE B
B R BH BRI 2 85 - BEESNE LT - KKHI 0%
% HBURF K RIPEE— B HHE (collagen type 1) HHEAAYEEICOL1A LA
COL1A2ZEA:ZeA 5 [#E «

BRI R U R BV E R EE - =R ZIEK (polypeptides) T
R K EmiE a1 (HERBCOLIAL) RI—ff a2 (HERRECOLIAZ) %
MERKSE - =R NERKRE B & A H I - HIREE TR R IR E TR a gt -
M 2 BRI = IR RS R © F5COL1ATRICOL1 A2 A R 224 » AIREErie
B HA 1% (premature stop codon) [ EBFEEBHEAER (Hla0ZE—Hor
B#) 5 BRZEE R Ry R A E 2 g A 2R B (glycine substitutions) °
FE P Iy I i B o A AR S i D DU — (W H e B B - e
BB AR R A A Y - KBRS ENARAR (40 %=
= I9EJor) -

o BB A RIE R R P9 A (2T R R R - R R IR R
IRFIEEA RSB - HATR B A R R AL - FEE IS AT E 2
COL1AIMICOLIAFEK] FHARIZe8 « 5 —MB R A 2 H - ZURIER
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Osteogenesis Imperfecta (O1)

Eﬁﬁ{)ﬁﬂiﬂ] , ﬁﬁ%‘bﬂfﬁ%%ﬁ/\‘\CRTAP (cartilage—associated protein) FKyZE
& CRTAPELBFEHMERRERT (post-translation) AR 5 55 /\ B AIIEALEPREA[A]
HIZEHR -

T BER:
SE R B 20 P B RR L AE ARSI - #EET 14 1/20,000~1/30,000

= mEme
ARBEEOREAZIERAROEEEA > - = W AR ERE
fRrEE e B oA R aREEEE > AU - EREEEIEE
s R RO ERRISEY - AR ORESEENEY > B TR
MIRERR Fy50% » IR AVBERFy50% 5 35 bR tEd AR > FIRREN T — RN
F125% » F9h50% Fs AN BAERATTHERE - 25%H IR IEH A  HTREIEHR
SRR ILIN - IR I HOR ERTRZ B -

M- BRARERHE :

BENETREREY  NWES oM ERE (genotype) BB
(phenotype ) EAHHRIME » HAbE A BRI « (RIIL - 7EF— KB -
A HE IR — B SNER BELRR PR R 3R - TR R AR ERIBRIRTEAR « DU By & ROl
2o



pb
o8 mBEER ()

oo ‘Ev“-ﬁ =
ZE RS it e
BB EE |- S5 EEERER RN COLIALEREE | foRtie

- BRI BRI | B E e
c BEFARERBEAZE 125~ FH | (premature stop
FARBRA 2R 108 - codon)
< GBI ATREE R B
it
- PURAE R BEHERREE R
Hfeha i -
- Pl ReE
B | R | - AR AR - %4 R | COLIALFI [t SN
BIBoE | BEhEZEE - COLIA2KERK | | #kEE
- BEEHER - HEEEEK - FRHEERANE | &5 2
- FEEUCERE - HbrRERIE | CREESER | ki
H e (glycine Qetifahs
« BB ERZEE R IMTIREA RE Ry | substitutions) Mg
BRI K]
B | EHER | - SME/ (90-120 cm) COL1A1 Bl
et | - =g COL1A2E A BE M
7 - EEHIEHEN S IR H R
R A (VA= -9
c BENIAER A% B (glycine
(dentinogenesis imperfecta ; DI) substitutions)
- REGHELRY - HEERSE
il
« VUG B A A B T s
YIgE » WKl fE B A i
84 | Et+E BERE
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Osteogenesis Imperfecta (O1)

BE HENER EE

T Ll R st
IR | REERY | - BERRIRBIRENAE MBS | COL1ALRI [ N
g | =RZR COLIAER | | #ilkEM
1 o BEREE B AL JF Ry H IR
- EEREEEh E R Y IR A E
< B IREAEESE T RER A (glycine
- REFARERHEA 2BV » substitutions)
I AEBBAZBIVLHY
- SN
- R ARk
BRAE | FER | - BHRTRIE4%- 5% B B IR KA fEmEg
g | - hEENE BT SRMEEME
i - EREE R ER SR
« TR E B i
OB ATEEE] B R RAYTE L
- BB S
- B2 BERER - 2RI
VU TR A -
- BHEREETABEA 2
(5317
AR | REE | - ENEMEN FKAI [ QL
HER | - B (SR
e | - BRHEETEEEEN)HE
2 - B 2B R S
- BHERERETABR B2
(5317




pb
o8 mBEER (=)

BE HREANER aE

P2 | eE Al R Bzt
LY | RERN | - BEEMED CRTAPH[RZe# | ByLthd
et | - SWERETAW bt e
2 o b B /N
- WHERREFAEREA R
517
BAM | EEN | - BMIEFEZN LEPREFE[A] HEg e
fes | - BEIERER g (E{EFEeC
i - [RIE T M s e 2E B R B T
i)
-8

BB AN ERZ B BRI DARIRER B R ¥ - B TR EAHES - KA KIts
AW ATREB R BITHIRR AR H 2 — - HAERrZE AT
(—) AL : vT3E R YR P AR AE REAR I - A 2 58 — U BB I At
(procollagen) HYEBEHEZGHRY -
() BB : HEEMECOLIAL » COL1A2FICRTAPHERIFIZER « #1H90% M B E

A BRI COL 1 ATRICOL1 A2 KLy ZE 5t -
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Osteogenesis Imperfecta (O1)

b

/ AN

w4

o :

B IR R BT E A KRR 0 TEMNIAR R IL BT - oK B e
AN EE ST IR e R ER )] - B KBS/ N ORI REE -
HATEEVIHERR S RS e - s mALY) » 09558 ~ iE MRt AE RD3in E#5
HELIEEE

BERIELSY (Bisphosphonate) + FISHI B I H R B A 2E B 2R
RO ABR10FERIRR - 8 — Y n HIHIE 5 MR (A - E R R
RIAE » FrDUB B ARSI AR YR - ERERS T B BIEGRE (mechanical strength)
HIEE T o A B A0 B8 ok R B AL & W 59 20y 11 MR B A R v B W - R R ke

(Pamidronatefnh ¥ Aredia ) R HIVERFIRIESTHVEEY) » MiiEE2E (Aledronate ih
HiFosamax ) Fy[1HR%E - HATH 55— %Y Zolendronate (Alcasta 738 ) T L+ Ik
LY Pamidronateth 2 DARFIRE #Y 5 AG 48 - EUHT Iy Rl B B8 = — SR M 4T —
R+ TR A SRR KB - WA s E -

HoAt R 7038 e P TR 5 20ORH B B R M MR 1 BB (RIS - (HRITE I PR
T ARREREAL - MBI R IERE & -

tBE:
JUAE SRR 7 A B - RIS E WY ITBAE - SR SR



=
FRE® (=)

Bt & 2B 2 TR - R 6 B 8 B B A p i 4 L PR R E

BHEHN

« Bisphosphonate therapy for osteogenesis imperfecta (Review) . JohnWiley &

Sons, Ltd. The Cochrane Library,2009, Issue 1

* Osteogenesis imperfecta. Glorieux FH. Best Pract Res Clin Rheumatol. 2008

Mar ; 22 (1) :85-100. Review.

* Osteogenesis imperfecta : update on presentation and management. Cheung

MS, Glorieux FH. Rev Endocr Metab Disord. 2008 Jun; 9 (2) :153-60. Epub

2008 Apr 11. Review.
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Achondroplasia

I
3t
4
i

W B A e R R AR S 45t le bR A RIK TS 30k %2
#% (Fibroblast Growth Factor Receptor-3 ; FGFR-3) Z:KF4:IhfEZe% (Gain-of-
function mutation) - MEHEFWERBEFAR  2HIME/N (BEPHIE R
131851 Vg5 « 124853 ) ~ SHEBOK BARTIZe ) - BRREIRN - Bt
Biif ~ IR PRS- FERRBIRR I = SRR o N o L EoBYR
FHL  REYEEWERETRET -

—BER:
F51/25,000~1/40,000 » fEM:RFIELTEE -2 &5 -

= BERN

s BB BB + K% BOURIK B GER-3 SRS » ph HLAEIAIEE
—{REHET— - B TRRBRETRIE - TR 0n
e -

M~ BRARRE
B SR/ N EA RIS - RS it - SHARE O - HALR B
R - B BREl - TR RIEIAN DS - HOFBRE WA kI T ER



pb
o8 mBEER ()

KEEHE > WA NI 2SR A B S AT

BRI ERPRERE
P B i « IEBIARIER © SR
BEERIEH - PR (LR REREIIE)
+ Pl AR A
- FatE
fig i * S
» BAEREAL
- T
7 i FRREAR
« LA
FHE - BRI
» OB
P i - R
R *

— 2 bR TERIRZE S o EATEE e AR 4R e tafe LA EFGFR-3
RIRRyzest  HRETERIZEBNER - el #E B ERTZEIKE > ieE
il A2 B A FsG1138A -
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Achondroplasia

b

/ A

A4

87 :

H AT AR B ILAER ik - (ERESH BRI B R AT 2R M9 A AT 1 R T
B > EREEEE ARG IR TR BRI RE AN E] - RORERTAT Stk M 1T - IR - ARENE
TENEHENSRR 5 B RIR N Y » DGR /K BSHE I i U R R 5 -

"RRE AR ) MR AT AR SR - (B ERERE A 10-15 00 HIFE
PeREA - dEERHRY - SR N R SR RS R R E R A E
e > fhrai e far OB - R IR AT RERT RO OFBEAE - R ANAGE YL
HSERF - R B R B B B A o B L R ) -

tRE:

RS RIMVE - BRAR - AN EER 2R - B8 IR 2 E %
% FiDEEE ~ B LI DA IER R R -

BHEN

* Genotyping of the G1138A mutation of the FGFR3 gene in patients with

achondroplasia using high-resolution melting analysis. Hung CC, Lee CN,

Chang CH, Jong YJ, Chen CP, Hsieh WS, Su YN, Lin WL. Clin Biochem. 2008
Feb s 41 (3) :162-6. Epub 2007 Sep 6.
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Osteopetrosis

— REE:
BEAGLIE (Osteopetrosis) &ML K FE FHR IR - B R A 8

TCIRG1 » CLCN7 » OSTM1 ~ CA 1I » PLEKHM 1 % £E K28 4E S ARE » BENE B ARy
IREZ B2 - 5135 B i A NIRRT A et o SERUE BEPAZE ~ B UESNE

S A B B R T SRS E B B RE R H F I -

ZBExR:
BEAE < SR SRV B2 R BE RTINS > RaRRIEENEELZ
RN F1/250,000 - B ORGRRTEE FETY B4 RKTF1/20,000 -

= BERN
WEAERIA R 7 B A A FASE ER A - RTRERRR BB DUT R
B B BOR A A B L R

BumE & ERME FrégZEnER

TCIRG1 11q13.4-q13.5 | T cell immune regulator 1

OSTM1 6q21 Osteopetrosis associated transmembrane protein 1
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BEGILE (KEEESE

Osteopetrosis

BmEE ERE FregEnES

CA 11 8q22 Carbonic anhydrase 11

CLCN7 16pl13 Chloride channel-7

PLEKHM1 | 17q21.3 Pleckstrin homology domain- containing protein,
family M, member 1

0 BRRE :
EHE AR ERHEER - DIHARTEAES - BES R AR

AR A RGBT ~ SO VRS ~ &I fhfRgcE T -

EHBN B HERNRERE - g MRS B E M AGE MR R - S
BRI R AR 5 SR DR B MR I S RE I S K 5 e 7
SUTR B B ZE PR e T 2 R R R JC DA i i s B RS AN IR -
R B ER IR Ghem R R 0B EE -

EHERNGEERIK D BINRE > BEVFRATEER - KEE
BRI  BRE B - MENEHEIENEE  BREENNINEREHS
IE - AoEdr o MR - LT G DA RN - R UAEEEE S
LRI BITIRLE -



pb
OB mBEER (=)

3R RUAE LAy BUBE B AN T

A ek T | R
(Autosomal Recessive Osteopetrosis ; ARO) (Intermediate R
VL o BVERBIMER | Osteopetrosis 3 | (X H§Albers-
]’ﬂlﬂ. el | (Renal Tubular | IRO); H¥%€HE | Schonberg
(Classic) (Neuropathic) Acidosis 5 RTA) S Disease)
2w CLCNT CLCN7
R TCIRG1 0STM1 CAII PLEKHM1 CLCNT
HHH BEEEN - REREAFNREESRT L - BRnEEEY - B
=2l BHER - FHIHEE (Tooth eruption defects) FIFH o
ZIMERFEA
9031 e
SEAL B H/J\E@&mlﬁ N
i | emetilery| SSAOS | BEE  [EAE | Sty
A f SO $5(L. ~ BGTRE |~ [BEBIIE | RERER - i
RER | PR | BSERN | o seimmnn | e P
M o ot | i - EHEEGHN Rl - S EIE
2,7, 8 i | FEAR W2 EL -
HSEBAE K e
B~ AR $Y
B3] HEM HEM o _— B E AR
o (Perinatal) (Perinatal) MM S BN
WG
B HE Y Hi REIhE  |(EhEEEN
EL]|
HRAEF | HRAE ;e
X4 £l E Bl ﬁ %A VAN =Y
Bt | e | e | TR | BBRTR | SO
91 | £+s BERE




BEGILE (KEEEE

Osteopetrosis

R ¥

BEOUELZE —RERHE T BEMEROtRE - HEEZHIXE
Pl g B AN R BB E 52 o TS B R R I ik R B i -
SHYT R BB ORI EA R B8 mT DA Bh e 22 B - BRI B mIF R ERTR2 BRI 25K
% -

=t

s -
/N JOTH -

VAL BN S SO RERIHI TG &I ~ (LR (K85 - &) &
AR RE B R - SRR B R YA RS RN G

HEOUEEARBIN « SIMEFF S st s il P4 SR DA BE A m] SR
AN e -

BRI R ME—MiniE T2  E R R A R AR R R il - )
LR AEDIRAETT - (BB B IEA S T IR - R IR B AR f < IR T T -

2EHR
* Osteopetrosis. Stark Z, Savarirayan R. Orphanet J Rare Dis. 2009 Feb 20 ; 4:5.

Review.
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Fibrodysplasia Ossificans Progressiva (FOP)

— REEZ:

HETHEBEMNIZ (Fibrodysplasia Ossificans Progressiva ; fjf§FOP » S(f# Ky
ETHEAABALE) 2—MEIEE 2 RAEERRE - &FAR GRS eI T
16924F » ZHHER » SUR LB S A9RGB A EET A - HETCHE LT
AR SR B ACVR 1 FE[A]

T BEER:
IfEZ B4 RIEHFER » #51/1,000,000~1/2,000,000 °
= BEIRIK
HEARIAE < B EE LR O EE  HERFAZHEREMEZE - 3R

FACVR BRI AR 2 et i BV 2q2307 & -

M BRRE :
SLER R R R L BB RIVEY -  ETHNIAE(L - BHENEREH
HWHARSHE > GERENTHEME - REECRERE - B8 - Sf8PE
Lo ELURF PR 2 ML A5 s B — b BRET - i UOME B R R - ME M
S SCAtU ML BRI IR A — B2 R o H ISR B P A il s A &g
FBE AR R R B —BRE  Fr DRI A A — e R AR - e SR

o
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Fibrodysplasia Ossificans Progressiva (F'OP)

DURISARNT - HP MO AR E NSRS - R - ZRE A R
TR BB HRANIRD -

BLHE ST IEOIUAB G T ERRYE  EURTRER BTG -
RGN R - BT LT LB AR REETIRT
fit - SRR RV 6 SURNUAZ BT S 531881 (Ectopic
ossification) + FTLIF A BSNB A AR  ERARTA - REBHKIE
TR PR AVE R L - AR e LAY S L
BB - IRTRISE R MRS o 72 T S LR - R - B SG
FERTILPAE » Amshes ~ MUAYDF + 4 - AUpsiess - IR - 5% -

e ORISR TR SLRN  TEEFHIED - 20
% BRI e R EARET R B SRR - RS
S5 LRI - T LRI - ik - IRy SRR T
WS | RIARR  A SRR BN R R BTN R
A

TS

RIS ELA £ BRAT TS A MR OB E R 2l - RREER S e R
HRAE R B (SERYESMEIRE  Tsolated Congenital Hallux Valgus) JMEHEE
Ol RIBATEEZIH 4 SOMBE PR - RETR2E SRR LB -
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EREM® (=)

M -
VAN =)
Hai G e EEY) » A U8R S E fE M Etidronate (Ethane

-1-Hyfroxy-1-diphosphonate ) #& & s BEEE L FLASMEIIE R - NETE

BfFoERE B - B EREEATHINERRTAR - IR E SN EEE
2EHR
* OMIM : h

ttp://omim.org/entry/135100

* Genetic Home Reference :

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

E+E BRERE



05 HEBEEBUERR

Cleidocranial Dysplasia

HEFHTEERYE (Cleidocranial Dysplasia) X A FyCleidocranial Dysostosis
B Marie-Sainton Syndrome » HEUJREEKEEHE BATRE el FRIRUNX 2K
 BUE RN YR E RAERFE R o AR R R — E kA 1
(Transcription factor) » RJFR#Z%E—RYIBlyE BN 2 AR AR K] - 25 AR %
et EEEEHENEL - BRINESEE - TRER4ES GEERL - REE
AR ALIER -

T RER:
£91/1,000,000 + BIPY FIRIMI A I B A RA i3 -

= BEERA
Ryl el E M BaodnREEs > a2 EE R ER N
BURHIRUNX 2B RIAT A2 6 5 e e ERY6p2 1 -

M~ ERARERE :

HLANRE D Ry BEK ~ Mg/ ~ B T EDUR A - S8 TREEH — Ik -
TR AT R oE R R - AT RER BIRR PR AT - B 22 R IR R T P AT B A
Ko BENEERABR MRS - AR EE RS -



AN
=] ;ﬁﬁﬁ (=)

B R ERB N EREAPA GBI RS - BIRPTEA - J 2 aEIRAE 2 -
B RE - DBURBIEERAR RS - HAUEEIREMT - RARE - A5
&g ~ BAS (Supernumerary teeth) ~ BEAANIE (Malocclusion) SFEAR » {H
BRI -

DL ESEARTE 2% A R I BR B 2 A 22 B - AR5 B LA R ~ BERERR BTN
FREST B AM - BRI (Genua valga) ~ HHME (Scoliosis) ~ FFE
(Pes planus) ~ fEER/NEGRASE o QG BB RIBOE S - A5 DK K
AR o HEEREEEEER (Sinusitis) ~ EIFBGEKS: (Upper respiratory
complications) ~ REMEHE K (Recurrent otitis media) EZEE 75 (Hearing

)dHrﬂ

loss) °

TR

BRERZ B L B DGR R B, 1 - wfElkE » &4 - BE - FErxoted
EEINEE - 2 FR2ENE G - DRUNXERMFIIAH R » $15H60%-70%
(R TR LS ER ] -

N BE

(—) JERE IR 8E o B OR A TR S T A Bl (5 SRR 65 » TR R B B A R T ok
IR R - AR E A E TR AR EY) -

(Z) FEERREY  AFHRKAEEHBERT  FEEFRAERL -
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HEBRBRERE

Cleidocranial Dysplasia

(=) BAZERER B AR - R Rt gt - JEEERRRL 2R
A -

(19) FZEARIEIMRIIAR - R ETAL R BB 2 R AT AR T B BRI » ARE 28
MEREARZS EUE (Obstructive sleep apnea) ~ BEE ~ hEA » Bl Tl

( Submucous cleft palate) =

2EER
* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1513/

« OMIM : HHT1 http://omim.org/entry/119600




0 6 McCune Albright X/ERE (BEMBRETE)

McCune Albright Syndrome

— REZ:

McCune Albright [RAEMERE (REAMEVE T RBIE) - R R Albright FOE iR 7
(Albright Syndrome) * B2 TE 19374 FHMcCune 2 Albright BT 1 AHRRE AR Y
i

BEHER20q13. 20 % EAIGNASTIEA (Guanine Nucleotide-Binding
Protein, Alpha-Stimulating Activity Polypeptide 1) B/EfA T HRIVIEMuZE
% (Postzygotic somatic mutation) » BfFGs o EHMIIRERT » MIKIEH
TERRE#E KR A AR ERNHEBE  MERSBEBEEBEEAR
(Polyostotic Fibrous Dysplasia) ~ KZRFUIUEFAEERI R ERI(FE (Cafe au lait
skin pigmentation) KM ARIEAIIRESTHE (Endocrine hyperfunction) SFEAR »
REFREIRA B L - I 2 s B o B R B T E

BuE IR R B EEAFREE - 2 HRCNASTE K28 % A4 fr It
TR R o ks i r s B ORI - i A E RR Ao BE AR - TiZe
SHENRREAR > BESREBHRARBBRELE AR - KR " REH
R SERIY (Tissue-specific mosaicism) § ©

HRBH N EERRERERY - CRIEPENHABRFELERS -
BHENERRE O GR M BRE - SRR - &2 3

N
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McCune Albright RERE (MM BEREE)

McCune Albright Syndrome

TSR - SRR - nIRE A RI B RAER 3825 B 6 STRkEE R

GNASTEE[KIEE A4 228 » (H USRI HARBR DIRE TUME K S T 2 e i veg iy e EL At e IR
e CESE S
T BER:

WHET VR - BEZEREGIRE - BIA H AT ARE BR % L R HE
i ©

= EfEd:

Reitzik and Lownie (1975) K Alvarez-Arratia et al. (1983) MRFZEd » &%
ERHS B EBAEERE A REREFNR R - BBE LA FEERAH

» KR R DA e e B B A R B -

{HfEMcCune Albright [AEMREFRIEE T WARFHEGEEN T A Kt
Happle (1986) MYRFZEHEd - BOEIEBBEAMNERIREIL » DHFRGNASIH K
ki b E RN 2R R AR R S R - KO IR AT - B EER
AR A B ~ RS - WRED SR iR M E AR R T £
H =AM R 5 0% IR -

CBRARRE
e L PR A R GNAS 1 A& R R B Fy o S RELAR BRI R 5 DRIk R i Y el F JEE B
B AR R R R R e A R A B LT E -



=N 6
o =|=ﬁ1§ﬁ (=)

FENREHRR ERARTRE
Bl « BEELE (Craniofacial hyperostosis) > IRIEZH A
B SRR - 3 RN
.
- BT
ok - ZHEBHEERE IR (REBREREE ek
BE)
< REMEET
B8 BRI IIYEIL BE R B B R(F
AEREI N - HRBRDhRE T
- BRI ThRE T
« TER A (Precocious puberty) * BAELMEEE G
et
« DEERE IR ENWERE (Cortisol excess)
g4
« BERESEREE (Cushing Syndrome )
KIS T HE#S M (Pituitary adenoma) BRI
KHE (Acromegaly)
c WARBE (Hyperprolactinemia)
£ =‘$\

(—) BEREZ

FE A A IO A A A 4 R R R I B 5 R - IR R
e TEIREGE ~ AR - R EIRECE MR - ARG
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McCune Albright RERE (MM BEREE)

McCune Albright Syndrome

HRAIZHAE
(Z) \emE

E R S R - DAMEE B AR R -
(=) ERgH

P LA A PR 2R R o G AR S e B » K1 Bk ] RE I iR REURK PE AU RF FRPCR
Bl OREER ~ SRR R BRI B PR EIGNAS TERPE AL A - FEAL A Rl
bR slepR AR A A B RS - DL AP T

Nk

I il i S 2E Y T 5 TR LR - TR ARIEARIIREL » BEEAFERER T -
TEE BRI L HRIEREA RSBEEA - SRS e mn G HE
W& FUSBIFMAEITREE - ZBAEA S WA UERER - 77 LIEY)
HEATHER] o SRR ] AT IR AR e I -

FHAWELRTEREEREAR - TR FRUER - Eh%
i B REAE 55 R B G R BT M B B B R A o R R EE )
(Bisphosphonate ) * DAREEBHr 843K

2EEH
* eMedicine : http://www.emedicine.com/ped/topic1 386.htm

* OMIM : http://omim.org/entry/174800




07 ARMEEREHRREAE

Spondyloepiphyseal Dysplasia Congenita (SEDC)

— mER:

ERUFHEBRET AR —BWMEEN - HEiEH LSRN (k
fRIE) RAFHATE - RIRRBOEHRAY - Mol EEEsE L rykERE -

It T SRR IR R Ry 2 B R I COL2 A LR [RIZE B g U S K B g
HIR L — » BRBRE B £ B e A RSECE AIIRERSGEES - R a i #e A
e ) BB Ry o COL2A 1 SR Ze gy T H A — TR IR AV AR I - 5B 1S
M ARG AR LW A % -

o BER:
AR EME R REMEEF93.4/1,000,000 » TEH7 4 SRy 4R SR AITKY
£51/100,000 > i1 HETH A GEMER IR -

= BEIRK
BUE 2SR B A R R i BB BRI 125 a8 12q14. 30 B
COL2A 1 BRI M BUR » BT — DB L H 50% B R e i FEULE -

M~ BRARRE
B — AR AR S /] - DB S ~ Seer AL - (HF Y
RN IEH, - BESF B R - DRI % 5 5 1T 52 R M B AT T e Rl R i
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AAMERBHRHEEARE

Spondyloepiphyseal Dysplasia Congenita (SEDC)

B aleEMme B EE R - BOHNFEENAREDE  HEMEEELER
e B U -
HoA A6 2 WA RS (Platyspondyly ) ~ BRI 524 S BB A
(Coxa vara) ~ fifiikl » FIAFHE S - BEOMNEE I G e S A e B8 A= B A T
BRI R - ESVBRE L - BHEE R AT E TR R - A EEH
REEHBTA - WELIHAEE A - OO 4R BE S IHE TSI IR R -
&5 SEDCH; R MR LA AN T

FENET ERPRERE
LR © SRR —HAERTR] 3 BB RGN (Short-trunk )

AR RENP SRR R 84-128 00

SRS - @ FHlE (Flat face)

- BB®E AR (Malar hypoplasia)

« i (Myopia)

o RN EE (Retinal detachment )

. Iﬁ}%ﬁ@fﬁ* (Vitreoretinal degeneration )
HZ4 (Cleft palate)

LR EIT o RN %%5H (Respiratory distress)
o [RHEE:E (Restrictive lung disease )




pb
o8 mBEER ()

EENET BRRRRM
B RH - J@tfEE (Platyspondyly )
- FET

« MR (Barrel chest)

« BB E A2 (0dontoid hypoplasia )
- BE (RN

« A HEEE

- [EHERTZE

- JNETEHIHERS (Ovoid vertebral bodies )
- R

- WP

« SEHHMEYG (Flattened epiphyses)

- EEAMIE (Talipes equinovarus)

o IR ~ BRI SR AV R TS B R
[LESER - SAMERBERILEEN (Cervical myelopathy )
- RJTERIE

26

FEEEEER AR BB NRAERE TR OtERERRERRENT
Dl SEHN RIS F 0 T AR I EE T CoL2 A T A IR ARl 5 5 R TR HERE i A
RIERFEESGL - F TR 2R Ry~ — U T EE AT 2T -
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AAMERBHRHEEARE

Spondyloepiphyseal Dysplasia Congenita (SEDC)

NEE:
HEEARAREN 7% > EERBREFHFWERNELY - 7R SR
gk ADEFEHEE TR DERE S 2 R RSB B EIT - D

AR TG

2EHR
* OMIM: http://omim.org/entry/183900

* eMedicine: http://emedicine.medscape.com/article/1260836-overview




HFEHETE
Split Hand / Split Foot Malformation (SHFM)

— REZ:

ZITFZLRGE (Split Hand [ Split Foot Malformation 3 fEfESHFM ) & —FH%E K%
RIBCHE R i 20 - AR THE Bt & A S0 sioe ke (BE)  (Ectrodactyly )
MBS » JLIE AT BRI » R r]RE R HoAt B B R B I R R IR R e — - 1K
MR R R BEHF SHFMIE 43 By 58U @ SHEM1  (7q21-22) ~ SHFM2 (Xq26) »
SHFM3 (10g24) ~ SHFM4 (3q27) FISHFM5 (2q31) -

e SR L IE < BUR B H R TS - HRTAUIF R BB 38 3 s et fe B iYp63
HER (X RTP63) MREGEBULSE » Kkyp63ky " HEmIMEEH 1 (Apical
Ectodermal Ridge s AER) HUEREERFTUT - FEEBEFWH - SNEE G
FEAMBESF RPN " RIS o GRS R 2 R g L2 GR
orF o FEILT PRI RS BRI A » W RH R o P LS p6 3Bk K] A 28
B o HmsMNEE S B8 - MR R RE R -

LA » Robledo B HAFFEEIBR Y200 24F # F] 7 —#1#£[K (DIx homeobox gene
1-6) » EHEREEREHABYEEIEE - MariefagEitEge
SHFMAEE A » TR B 8 DI KA R B 52 -

110 | £+E BHERE



RFHEE

Split Hand / Split Foot Malformation (SHFM)

T BER:
I &7 B2 3R B 1/8,000~1/25,000 ©

= EEER:
Br T SHFM2 By x et i iE Eoh » HMEA 2B EE RS e Lt fe i 8
B B EAERIMNEY (Incomplete penetrance ) FYIRE » HLE RS EREE M

EEIZE -

M BRARERE :

U Z R R FHREUIRE 52 2 Bl A R Z - BRRE GO T8 B
Z00 WATREAE TSN R B OFE (BE)  (Syndactyly) - FLA/ME L2340
JTUIR Cclaw-like) » BifE REEHERIE Y (lobster-claw deformity) - BUIEHTFZ
B - AR 12 B0 HLERE - R R —R BB -

SHFMA Rt S R e 3 3 — T3 R 2 BRI B IR Y - Rl ik
DEZRFE - MAERFRIAE - T 25 #E 2R (cone-shaped
clett) - K HAMFHRIRD BRI - HHAHHESBER TR - @ mETH
HWHPRAT 5 Wikt AR RRI - 5 MR AR T AR T
(monodactyly) - il HMEFEAR - HEEREREA— - 5 GEBEZGE
HEH EFIBR TR R R -

+s BEmE | 111
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£ BN

0

i

W b BA R DR RFIRRI T HIET - Ot F vl by B B A 8 SR 4R (ke
AR - BEAh o BEE AR 2 T B Epe sE KR e - HE L2 ETE
FHEFSHEMA » 75 AT JERIAI SHEM AR G T 10% EL A -

e ‘L\‘

/N

\t

[

H RN T SAE IR G Ry SRR A BV 5 B B RE
tRBE:
IEAE RFIE S Ly - RS IR AR -

2HEHR

* http://www.gge.org/shfm.htm

« www.TheFetus.net Split hand /split foot syndrome Elke Sleurs, MD, Luc De

Catte, MD, George E. Tiller, MD, PhD. 2001-01-16-04

* Split-hand/split-foot malformation is caused by mutations in the p63

gene on 3q27. lanakiev P, Kilpatrick MW, Toudjarska I, Basel D, Beighton P,
Tsipouras P. Am J Hum Genet. 2000 Jul ; 67 (1) :59-66. Epub 2000 Jun 5.

* The DIx5 and DIx6 homeobox genes are essential for craniofacial, axial,

and appendicular skeletal development. Robledo RF, Rajan L, Li X, Lufkin T.

Genes Dev. 2002 May 1 ; 16 (9) :1089-101.
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()( | FenmEEAz

— REEZ:

B8R B A 2E (Pseudoachondroplasia) 2 RI#CE (L2 B LB E M
(Cartilage Oligomeric Matrix Protein ; fif§COMP ) FE[KIZBE & 4 A0 » LI
IR RS 1 9nf g ta g 2 R B8 I (pericentromeric) BY19p13. 100 E » ZEUEHE
T2 - A - BT ET R IEHER -

COMPR#UE HH BN B LARERLECED  BEEERKE
IR SR E R+ 5 COMP ALK A 288 » B FLAGCOMPHE H K v 8 26 2R A1
b+ TAEECE MR K EHERE - EERE A R A BB
EREE  MUUBENSMERZ/] - THRHREN » coMPRERZ B85 %

%’ﬁ’%’ﬁﬁxi\ﬁ (Multiple Epiphyseal Dysplasia ; MED) -

CEER:
BUAE 2 BEA TR E 5 M AR A MEYIRIRET - T ERT1/30,000 °

= BERN
HBEB R R ORI R - SRR A RN - W5 R B e
FrEE LM MBE MR IEZ - BN T — A 500 MR E R ILAE

L3

Ets BERY | 113



pb
o8 mBEER ()

M BRRRE

BRI AR - BT RN ~ RS -l MR EIR - HE 6
AR~ » BS e LBERIN - EEEERMENEY - e RS
BHRIIRE] - TELRIEARIGH - BESHEZERE A2 (Odontoid Hypoplasia)
WIS - B0 — S B2 — SEHER R B I T S B A R R - B R AC Y
K HAEHEMLA RO RE RS - (HRB Bt B LAl & H A - W
W P AL B TERRER 28 (Osteoarthritis) e

e G Bmat - BEE RRREREE « HRENRNR G - k5 H
i (capital femoral epiphysis) FafYRH AN AEAEEE - T-E 2B B IR
WifE (brachydactyly) ~ ZEHEIEEEE  KiE (carpal) /NIAKR 3 FHFHI5H
RIRTRE » LG I T 3 M 1 P B B PR A ~ 2K I B e B R T Y T
SRR BRI - TR BN AIME SRR BB IR A ¢ BN AR E
BAE - EEYIER (sacral notch) B ~ WA B RRA » 4% St & /N8

kOl

b

HoAb R RAER R BT 3 -

FENER ERPRRE
ER¥HE EVSEIEEPNES2 i) s asd gt o SUNERE 3
A S @A Fe82- 13027 ©
AR BIF [ B g 1
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Pseudoachondroplasia

FENER B PR IR
I i i aE B A L
H) Rt B B BB (R AR TR~ RS ~ VBRI
FERHEIERE (ulnar deviation) » FIERE HBERE -
FoIN B RS2 AR T R I -

Fo FETEHREEE (hypermobile) ~ BRIMM (genu valgum)
BRI (genu varum) KJE (recurvatum ) FFHEAR ©
R S B RETE - R NEOR iR K BRETE -

H WA R AT B R - RS -

% B

BEERAG  GHBAERER M - SiEERINI R (SRS T
Waddling gait) * B TERRRESL - MG DUAIRXOEEME R 1 22 M ki - 1t
4b » WATFE AT SECOMP ARl 2 ZE 8k 2 i -

7B

ERETLANE AR EEGRRNES U FARMEERE % - 7606
B _EDUE RAERR A S HFRE R 3+ BRI R IS B ok el - 7 R B I I e
TTYI BRI B i TR B 52 - BR 7B B SN - HHEAEEE AT
lIsRHRIE - BREb2 A - BEEIEEIRERE R EI DR 2 215 S -



ERE® (=)

BHHEN

* Jones, Kenneth Lyons. Smith's recognizable patterns of human malformation.

5th Edition. 1997.
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] 0 Conradi-Hinermann X JE & &

Conradi-Hinermann Syndrome

— REEZ:

Conradi-Hiinermann Syndrome/g—HE% FAVE#EH A RIIHE » K FEBPEK]
HIZEE B0 + B F-HiConradiB8 £ 8 + FFRSHiinermann A4 BAREHII LLIRTE » 1K
f FyConradi-Hiinermann [AE R 5 Happle 8 — 2 5 Hi P Ry X e g M B 1
S Kt 9588 By Conradi-Hiinermann-Happle Syndrome 3 Spranger A RIli 284
it ER— MR AR A BRSPS - BN R E AR E R E R
SIERY— 7 -

HEMWIME - B RBGEE - GREtE - BEE BRI RE
it BB NEARRE - U E IR - th ] GRS B R Ak
PETHAK - EFHRER R R RAYATR M H - HIRRE R ERE o 228 B R Ry L
AXp11.22-p11.230JEBPEEIX] » JHL AR AW B #5181 5 HUBIEmopamil U S H
IR thIE8- 7 E SRS (8-7 sterol isomerase) * [KIPLEBPELIRINYZEREE - EritpiiE
[ A SRR+ IR OR BB MR A (L2 B FRAT: -

L

o BER:
LR < BEA TSR ERZ AR SUREC G - R DA E S -

Ets BERY | 117



pb
o8 mBEER ()

= BERN

HEEEA R RO RIS AR NE—hiEa B LHE
50%HRR YR 5 B EE AT 2t - B ERECIR A I B e - i
IR A T RS R

M BRARERE
BERBRINFN - ARERGE - ERERVHE - GRFH RAVERIRREE
HIATR

FENER FRPRRE

ER#EE BRI T B AR

fi 0 e MR (PSR HERHRE « ATARZEE - e RiE R %

AR A MEHIRERE - BARE

]33 B Hiie B IEIR 5L - SER PR SRR A e - S
BAFERENILE - £ENEEEREZZE RS

BEAR B GhREERE - R E R -

i HRAEENE  EEERRI e %A o BRI

RESSAR -

A& HrE SR o RS & HHBRL B e Bh IR A IR A 1

W s ERANE T & b BB IR0 EZE -

BIOME R (orange peel) HYRZIE B FBERRE - SHEERRER

HRE - FORBLAIRIN R R

il

T
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Conradi-Hinermann K fE (& &

Conradi-Hiinermann Syndrome

REFEAR

- BEARNERE

) S GE=IG: WAL EE

+ R © ARERERER - RN AR  /NREE - BUIR - w2 -

* By

- RS KRS

« B 5k

°WM£¢W%%@TE {E 7 B RE IE H A U S -
BV LR RE A

-%%%E

« AR () EP

- BHRE  UEERA - FEAREERE -

28

LU R - GRRESWEAREZ - BEERIREL - A
IR EECE DUOMYERT - 1ESh R E 52 0T EPBAL R A S AT I ¥ - 5 A
R ETRR  KHEER2 B

EBHHERAOETOMEA - RO RE - FIERERSIEH L - HB/NS
LRG> BEE LB A of H BN - RAR - AFHARERE - HRFEE
IR PR R 2 B -



w ob
ERE® (=)

e \J \ .
NN
/ M=k

HATERBUER G - SBIMHRERIER AR ey B4 iR R RS
L B RS L S -

2HEHR

* Kenneth, L.J.&David, W.S. (2006) .Chondrodysplasia Punctata,X-Linked

Dominatnt Type, Smith’ s Recognizable Patterns of Human Malformation

(6th Edition.,pp388-389) . Philadephia : W. B.Saunders.

 http://malattierare.pediatria.unipd.it/pubblicaMR/mr dx ing.asp?mr=406

AnnaMaria, M., (2003,0ctober 1) . Conradi-Hunermann Syndrome. Registro
Malattie Rare-Regione Veneto.

* Victor, A. M. (1987, February 9) . Chondrodysplasia Punctata 2, X-Linked
Dominatnt ; CDPX2. OMIM: http://omim.org/entry/302960
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Inherited Bone Marrow Failure Syndrome — Fanconi Anemia

— REEZ:

B REEIMINEESL S (Bone Marrow Failure Syndromes) &—FEf & & f 5K
HIBNE - W DUSE RIS E 7> B2 R (acquired) BUg e REE M (inherited) = K
ZYHVEREEMIRER E SRR  AEARKERAEANRMEAN (Acquired
Aplastic Anemia) * PEZEMER IR (Paroxysmal Nocturnal Hemoglobinuria)
BRI MEREAE AR (Pure Red-cell Aplasia) JHAMBIATEEY) ~ HU RREUE 1%
PR ey B e M RER -

EEMEE SN IEE%kE (Inherited Bone Marrow Failure Syndrome ;
IBMFS) 2 —fH7EH 2 AR » B & %80 A ARARYERE « AT
HHEEME B MG M IIRER E MR & K2l - GUgEREE FERIHEHA
HIAREL - HERIRERE - BB KPR B S MIIRE L HIFEELL - i EE
IIERAEG T W0R - ARG RS » MBRAK N AT DUZ B — o RAL I ER ~ B IMERER L
BIET - WATDU2 = ME MER R A R A S MR - AERREgAIFAH
fli g B HIRI - R - EEK BB A BRI AAEARYEER (Aplastic Anemia)
I+ FESERIIRA - K 25% 2% 2 S BLE R - fEFIIEAS |-
REVERHE10%H) 5 BB EERE RS MIIRER T - AR BEFEE

(Fanconi Anemia) ° JERREAIMRRH RAGEE I EEEEMIRERE - th—HW
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Inherited Bone Marrow Failure Syndrome —Fanconi Anemia

B 192 7HE BB L/ N SERHE HfiGuido Fanconifii#B1 » WS — R EIEHI =
AR EREARAN  FRGHAESMR/D - ERRHIIRER S A3
s o

BEHARIE SR —RRNERNEDHACHE 135 (FANCA »
FANCB » FANCC » FANCD1/BRCA2 » FANCD2 » FANCE » FANCF » FANCG »
FANCI » FANCJ/BACH1/BRIP1 » FANCL » FANCM  FANCN/PALB2) - ¥5/2HIDNA
HIBTE B M REBA R (checkpoint ) AR o I ErHIN AT REIRIIL 3525 8 2 AR
M C (apoptosis) » MEEME—F /LR RAARIIMIER - B FFEHSMIIRERT -
BEON > EARAELIR R - St AR ARENE (genomic instability) ° BT
HHGSMITRER T I - BEMA G A S B A2 B AR -

BE_|&E

ZBER:

G H AR R0 E KBRS - IRIE B R BONATIEZE - B4R
3/1,000,000 - MG FHIFHKEFZ1/300 - HAtEBERS - FRHAAN
RMETHHERERIE1/89 -

fE# fFanconi anemiafig AJEREEH » FANCAS Ry B+ #94160%~70% * FANCC
FIFANCGRZ (1% 14%K10%) » =F MR G80%LL I « HfFANCDI ~

FANCD2 » FANCE ~ FANCFHI#72%~3% » HARIME D H, -

= mmme
HATE A 138 - FREANCB Ry xRt PERRE E S - Harh iz amaiRmE

Et-E BNDEEER | 141
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o =|=ﬁ1§ﬁ (=)

-

M BRRRE

AR REE M2 — & T A B REEMIIEE R (progressive marrow
failure) » GHFERB R EMMEY - R AT 18 2 A4 1 I B0 H e g
VM Z B2 6-85% » HRWERIMS 405k R A W2 b - Kt - &—
fE R B F ISR BB A AR RMEAM (Aplastic Anemia) ~ BE{LAERR
(Myelodysplastic Syndrome) ~ aMFEHEM HIMKR (Acute Myeloid Leukemia) B
EH PSR (head and neck squamous cell carcinoma) ~ FREMEE (FFAEE
iH##vaginal/ vulvar cancer) I » FERHEREEMIIAEZEZ— -

BERBZETENEDL  FHHAER (pallor) ~ BHEHS - HE
(dizziness) ~ B » M@0 (nausea) ~ FMPIRIREE (dyspnea) BUFIR(E (
shortness of breath) FH{G o M/MRIET » BEGFIIGE K T TN T EH
MAYFRB » MK - BEE G RFBRRG - BRI - FEELE
R IERR - BEERRIAA /MU FIMERAET - EI1E6-85IN - slerd 2k
&N (pancytopenia) BT H A - IRBEAERIMISEHEET - BEFI T 208 - KA
B4%HI ACAHE ERIMEKE T 5 40580 - DA —ERARE T BHILER R
TR AR IR HMERER - i 20%-30%19 BE R A NER - LHLIAE
Bkl BEEEES -
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R BEEMRAN

BEMERBEERARE—CREEM

Inherited Bone Marrow Failure S,

yndrome —Fanconi Anemia

HHERKRSGZIEPE  BEAEE  FHAMEREER

s B HIMYEAILBE (cate-au-lait spots) e fARIFE AR

(hypopigmentation) * EHE LK O » BESE BE 5 /RIS -
B B LA PR R A A R T 5 BHE -

FENER B PR IR IR EEHI
G E# /N (Short stature ) 55%
B WIYEZEABEE (café au lait spots) BLEMENE 51%

A% (hypopigmentation )
iN}3 MR ERAGIRFRREREEA TR ~ M 43%
(clinodactyly) ~ %48 (polydactyly) 5
[E /NIRHS (Microphthalmia) ~ #tid ~ RS 23%
(epicanthal folds) %
=] #HHAE (hypoplastic) ~ FE#i® (horseshoe) % 21%
BYAEARTE | HERRBERERGE (hypogonadism ) 32%
B E S - WEATE 11%
Hx PHRE 9%
H it Lol ~ RS S Rl
(B BT ENCBI GeneReview & J. Med. Genet. 2003 5 40 5 1-10)

R

Lt g A5 (chromosome breakage test) A DLFZREERIVERIEEI - It

+E



pb
o8 mBEER (=)

STEHIZEFIfmitomycin CEZdiepoxybutane &G BT A B H MBEE (breaks »
rearrangements > radials ~ exchanges) ° B 7735 A] DUBE FIAE kMM ~ #0E
A F ek | WD A A2 BT LRt E ) - HEE R ERREH
(mosaicism) » RIFIZE EErfg L WEE - (O - BELECTKAIEBILERRSE
S E R M - AU TESAE -

BRI HRCASE W R - % AYFANCA » FANCCRIFANCGE - EHTA
FRRIRFAURE - W FR AR RARIIBEF -

5t

VEREEME % BRI
67

M A - = EHEER AR RGBSR A R RGN - HRE
o EEREYERE MR - S AR - B LR DU T B E SR
(androgens ) JRJ » AT DURIBKL ILER Je ML/ MREYZEA: » BRI N EAR /] DARF 3%
i RIMFZIGRAR L REEIEEFHAR - HEER - BUHEEZRE RN Bt
H@s g s TR - BIAORTSIRE Lt - BIIERERHER (G-CSF or GM-
CSF) i BENHMERE FRG e AR H - AR IERIARIG
o KLIMERAERBERIZAL -

S I R KR e e B M = AR T 53k - HEBHE
A RIFHRRSURBCE - JEATH BB F A n DIRCE ezl - B EE i B |

IR - TR SRR AN - A RE s

g
If
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Inherited Bone Marrow Failure Syndrome —Fanconi Anemia

B TREAE A SR 75 £ ME (Graft-versus-Host Disease) SFTETE R
LR EE MR ERIRMINE - B0 B O AR R LR BRR, - R - AR
R EACERF R E - ST AR E AR O R R BRI E L (Reduced-intensity
conditioning regimens) °

TR EE MR R - nIDIE R T IR R e Rt ity - A RIS Rl
BAG - LM TiE - RERARALET R RER R (CHEREEE T EEE)
RELEE - FEREHEOW -« f58 ~ ITRGET BRI SRR - G2l ER
fiE » RRESEE RS - R AERYRTS -

BHEN

* Alter BP. Diagnosis, genetics, and management of inherited bone marrow

failure syndromes. Hematology Am Soc Hematol Educ Program. 2007 : 29-39.

* Rosenberg PS, Greene MH, Alter BP. Cancer incidence in persons with Fanconi

anemia. Blood. 2003 ; 101 (3) : 822-6.

* Tischkowitz MD, Hodgson SV. Fanconi anaemia. J] Med Genet. 2003 ; 40

(1) :1-10.

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1401
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Thalassemia Major

— REEZ:

WEEMEANL (Thalassemia) AL (Hemoglobin) KIEREHHE (Golbin
chain) Z & A AT 7S AL OB » TR ARYIMAT 38 F PU{EER 2 F SEPTAR A -
a2 B2RIEH NMALR PUMEERE F5E - a2 v 2Ry IEH IR 5 DUMEERE 9 - 25
RIEE (K| Ze 3 i (i BRER 1 B 7 R R e ik - SR E S AL Bk R/ (V)
ALIMERAE 5 Microcytosis) + tb4h » W HZEERE G SLERH - P RUR
BIEEENABEESY  fLR & A SR e LS -

WHEHEM Ak o B0 (FREY) B2 gAY (Z8)) Wit » 75 o EFE A -
H o BRE ARG 418 » MIRTSTBIALR S8 1658 Lt f8 1 - o BARIH DU B
i#K (Deletion) Ryl KRB » B Hrp—EEREIBR LR - 5 BIMKAE (Hemogram )
WAGERIL o 5% E R E AR - QP RERSE MAL R AHE & OFRL MRS
/N o FHE AR o AR - AR ARG R - 8 2P ERE AN - %4
Ml o FERIEBERE - RSN o 2 v 2MALEME AL - 5 [RLEEEM - FE
el ~ 7kiE (Hydrops fetalis) » BUHIAAAEISEL

e BUGTEIEEIN A - B BRE LB BRI 2 - 3 BIRLAN 8 1 1 R et I -
BRI DABEZE R E - R BRI - Ry ARLR R R I - IMATSR4Y9~11gm/
dl > ALMERASREAT Ry 6 7L o M EERRIRIGRE - Al e 3 A B8 bl B R 2R 8 1 B BREE 1
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SREFMEM

Thalassemia Major

DIRERR KRR EE A > ATRE Ry Pk B AL B RS PEME AN - (H B A AR A IE
ik o KRy a2y 2BREH R G RUMALSR < EEY > Fla-6fHH Al - FH a282
WA GELEN > R ESa « RIEA > HARMGHE - BHEEE - 2R
PRI 8 A AR

o BEER:

AR TSRt R E RN B R P BRI »
FTHRIG I - G RER5%-8% - Hia B () Ry5%-6% > B3 (Z
B F1%-2% - HATEBERAIKIE 200201 B8 g A AR -

= EERN :

BRI i 8 Ry e e (R R S 5 K 3 e R BN 1 2 I P e [
#H o BRIERE PR ENEERIERT25% » IEH AR R25% » H50%HIH
SRR Ry K

 BRARRE
(—) ERl ¥ HEM

el R Y o YR TR - R G o e A B0E o BRE B - T8
PR A B AOVA I ~ I iR A - RRILE IR 220 DIt - e i R T
Ko MR RARFIREA « B2k~ bk ke 2 B BOR KBRS - TR TR
5dKE  (Hydrops fetalis) ° SLAUAINR SRR HEIASGE o BRE I 8E - Ly BREE

—+E



pb
o8 mBEER ()

H#EGFETRHEE R v ANREMALER - WERIMALR (Hb Bart's) - EEE o i
FMEE ARG - ATRERIEARIIAIE T B ASE T B AR - R
BARMEEZMMERASEC - 2 A 1R RRE S e - Beoh - Bitha
B IEA - S RCHTE AR - AT M SRR I - B DR R
TTEIEE ~ FEYIRRECR BRI - Fr IR IR ERT 2 B2 IR E Y -
(Z) ERBBFHEM

FR B ERE I BEAE AR SRR AL A LESRAK - [RIBE RR E A B Y PE P B I AY
Ma5d » A A R B IR/ N INR A AR FAR » 3l A 3R -6 RIS - & i
BRI R 5 R S HAEAR

3 o MRV BN B Y re M B I ARG PR EAR B B AN R &

gu | B s
oHETREE | B | RN - B -
gt | B A SRV - R AR E -
T | BRI - TEREE Sk R AR AT -
BYGVEME | WO | R - AEEN -
filil | EOER BRI - TR A - R T -
A | R BEE - FRRIEA - %I - MR
T BRI 58 M E L SR I -
EA  PUANLET - BROBEETEL  ERE
20~305% °
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sREFMHEM

Thalassemia Major

28

ZAE A ET E R A o AR RS S MR A E Py " PRI AR
Ht (ERSHNZE - HREN T PERLMEREER , B/ (MCV=808
MCH=25) - AIHEERFER T PRI | SIIRRE - HRHEL
PSIRLMEREERE ) IR ] - RIRERL AT 2t BT 18 — AW HE SE 22 e = AT
MALZREE Pk AT ~ B d » F#EN (Ferritin) BEF - DEERE AT
BREAR (o Bk ) K - RERRREIEEN - HRERFEHAE
Zlim AR SRR TR AR ~ SFIRERIE - DU S (R TR B — 5 RS
7 DL Bt R TR BD R 2 -

—+E

i
Nk

HEEEEEN - BRiE ROEETLE © LSRG S 0F 68 R
Bl 2 G MBS - B BN RS BTG - Hik
BAIFEIREIN ~ BRG ~ O - WINER TREARE M » th o] S5 8k S My
5+ BN AOEER - MIBRARE A —X - BEE R ERRENN - HRgis - &
ZE g 2 B — RS &

FERFEmME (F20~4086%) » GREMBEIE » B EYREMH
15218 o I BB LS HEE ] (Deferioxamine ) AR BFE BB E MR » &
Deferrioxamineif i N B AN BUMIL 52 IR » AT ER ) 1R BUBRSE B Deferiprone (B4
#Kelfer ) HiDeferrioxamine S © Deferiprone [ LL3 = 1HYELGIRKS & 88+ -



pb
o8 mBEER ()

Deferiprone HRTES IR A& 2258 » REZEVI 1995 - AEEIE Eifi » 1219994 thAEBX
SHHEUE > S E20 024 e LT - (IS5 SRBIMRUERFOE ] - B FIRAZEVI R T
AP opme el - (B2 AR AL - A LBEE - (R LGRS - R
LiafEs-6fi A - Al RE R R - FERITIHANIE#ES TR K14-20
{8 ARk - &P BTG EE O AE B MR iS12- 18 Hinmk -
AP RFEEI T - ZBEHNMERE AR E R REE2000ng/mIBUT © L4F > HAT
2005328 L5 — I IR#FT #EDeferasirox (FffExjade) * B =EEHSE
EEUENEAH > TTLDCEAMN - D2 1S ST o TR o
AR - I - ZEYHATCRR 2007 EGE L - @Ak
PR BRI R R R L T S B 1 S DB E R A B2 DA BB -
FIRZZEY)RE TR B T RE B EREH BRI © Deferasirox( B R BRI —XK
AL ERAT 0 #ZE IE RG] -

R RIMEM S - A LREEERIENRE  PRAGEER
MIRY) > AR FEA BRI IGI0 938 SR - BB EETE > TR
WIS - EHFEEE N ES) - AN E I - GBI R 2 &
B 0 BEAN - WFEEEEENE - BEAIGRER - I A T B SR -

EAS M ARSI #t B E R R E M ARG 7k - HEATGE R
A BHEEE - KRS AT A R AR RIURECE - BoS ALl
ERBBCEIERR (BIATE T B B S M A i) (R IRAT
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Thalassemia Major

B EEE A DI B - HE BB AR SR R L 28y H %A S
B ENME (Graft-versus-Host Disease) MR » MIEWIE B G A - WIERF A&
B o

2HER

* GeneReviews : http://www.nchi.nlm.nih.gov/books/NBK1435/

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1426/

* Neufeld EJ. Oral chelators deferasirox and deferiprone for transfusional iron

BE_|&E

overload in thalassemia major * new data, new questions.Blood. 2006 ; 107

(9) : 3436-41.

* Rund D, Rachmilewitz E. Beta-thalassemia.N Engl J Med. 2005 ; 353 (11)

1135-46.
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Thrombasthenia

— RER:

I/ S JTRE ( Glanzmann Thrombasthenia ) &—# 5 K 1 8k I 524 65
BB G R VR JE R T BBt T S R AS 1 o IR G [ e 5 o e
T HH RS R B A SR P — S R A M B L B O A R =S

(Glycoprotein IIb/Illa platelet surface fibrinogen receptor complex ) JuIfll/MK
M2 ie - FEREIE SRR (fibrinogen) » BEIM/IMRUBE BLHEASHEE - 1
AN TRE BRI A SR 1 THR A 8 1 7q21. 32 EEYGPIIb (EEITGA2B) ~ GPIlla

(BURBITGB3 ) AhiKIZes - (ke 0 — A R =M SRR DIRER AR AL - JERI/ N
PR AR - (Rl S R 2] -

ZBER:

EAE < % A4 SR H AT R A iEYIIVMERT - (R e ERAR R AR - a1
BIRfEA CRAIZK BRI )~ PHSERERA ~ BB S A~ BEIEA
F o MHARDRB ISR T ERE] -

= BERN
IiE EER AR ERORE RS - HARE 7R A LGP
GPUIaZ (A » REH i — 34 R - BLEELRA «

]52 | FTE BMDEER
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Thrombasthenia

s BRRERH

B PR+ I/ i TR 2R 1 A e = R SRR Z AR RS T & 23 By
R =fA B AR REE - HEEED AR -EARETEERE - B
IEHERY5% 5 58 AR IR AL B - R —AVashy - R A R = Al
G R IEH (EA5%-20% > 55 =AE RIS - B B A1 R = A S RE TR Ry
EHEER50%LL L -

—fRiMmE » BENEAR - IR AERBE R L T HMBEE - ZTHmA%
DA SRR A Rt TR I R R A A A
7~ BEEH BRI - SRR SR E R4 - DBER T - BEEH
IR A I g 3 4 R VAR B AR A - SRR GH SR H AR
REHYARBI I 5 AL B IR fE b BRAEHY H AR - ARSI % e 2 1 3 i
R -

il

1%

PRI /I JE T A 2 B EC LI (AT BRI IA iR 2 55 ) i
v SRR LAKES IR < At - e B AR/ M E KPR
MEELE BRI BERIFIER] (Prothrombin Time 5 PT) » {EALAYER(3 &k I E IR ]
(activated Partial Thromboplastin Time, aPTT) ¥¥1EH » {HH MK EATELER A
o M/Mith & f R I RS -



EREM® (=)

b

/ AN

wre

=p
(—) EZHIRMmBR
TR R L/ VA S ) i e S A B — TP PR 2 MR A L9 B 52+ kA

T

L. BEFIEEYIIGHE » A0t R Amicar " BUCUIRAICyklokapron ™S5 « BALCIEEF » AT
P IR LSS LB S O, -

2. M/IMRERTE (Platelet transfusion) i ¥ B I HUE BRE M - Rl o0 HEEAG
AL NI 7E A SRR DA I BRI A I - I - R
JRRFTBIUIT A% - LUREGE % R s A R -

(Z) FB7EBS
L. S8 AR T O e P A (0 s B L D RE AT B8] » AN Pel S VU BRAR L A U 92 %
[ e EEH] -

2. MERATA/NIMG - BEVALTEEAS LS » WHEREE SRR -
tRBE:

/M TR IR B D RO R > — IR TR -0 REF - RARERETE L
HYURIE - BEDIHARRIERALR -

2EHR
* eMedicine : http://www.emedicine.com/med/topic872.htm

« OMIM : http://omim.org/entry/273800
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0] ENEE (WHRAE)

Marfan Syndrome

— REEZ:

B PLECRERHAR BB A28 —IRAS ARV EN SR 2 X S - R 2 (3
BHETRE) - REEREBENEA TR R B LRIE R - BR T
SRR BN - BREERTTIR - ARPI/K S G IR - L 22 5 Rt e e e 1 R O B
TPt B IER o BRI Hofe B B o2 B S RE B Lo B T R B IR B AR - T ok
WARYEESE 3 RIH Ry Qe BRI S 8 - SR AR AR A S 2 R R IR A R
J%o

FIET0%-93%MY B ERAFBN1 (Fibrillin 1) FEKIFYZe8 » AR R 15
PG V15921 100 » Fibrillin DRASHHMEDN—E 1A - BEIFES
B IUAE B AR R A7 TGF- B Fi - AR B EDEBS IR LA -

P 2 BB R ROR - IR BB ZEBBEG G PR » B s TRER AR
BT AR BB AR  HARSHEETE30- 405244 EHPEN O
BRI - LR AR ETE F BRI R B A I -

o BER:
B LT 2 38 A4 RIRBI MU0 1/10,000 - BINEERE HREVIVMET - (2
AR EEBI MR - PuhE H AT AR A BT D5 222 R
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BREE (W% ALE)

Marfan Syndrome

= EER
HEmsA Rt Ed - B0 AR LB B E LA EN
G — A IE » HF—AMER - A5 0% R RERRLAE -

:[

M- BARERHE :

BEAE FE G HE PR B B iE » MR G B) » 5 m] AR DF FRE 38 AR AU IR
[+ MEET 29 AR IR B = KT e P oK » A BRI BRI K » A& A
9K 5 I R R O BB D B R B AR IUE B A B o ZR AR ER K
REEEIT »

FENER ERARIRE

=4 E SN BRSPS ¢
« FREFHERHE - 2HEMEEE (Arachnodactyly )

c KR DA Z s @ F 5 W — A (Thumb
sign) - HHEH—FHRBEE/ IR RES —FNF
g (Wrist and thumb signs) R EB—fEH -

- BRERRRN

- BRAE

« 2 (Pes planus)

fEEE -

o M (Pectus carinatum ) BXJRSFHE (Pectus excavatum )
« B EE  (Scolosis )

o HMEYEME  (Spondylolisthesis)

E1-8 pEESRE | 123
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o =|=ﬁ1§ﬁ (=)

= EREE B PR IR
MR - B/ NVE B BRI
« KI50%EEEHKETEMAL (Ectopia lentis)
- BEE
+ HIPESERAE
« A
DIERH o L SR AR AG 2
 FEIIRER
- FHEEIREER
HAt i 98 - FEIRRE © LAER
- T BRI + HARE
- LB
512
SR E RN R Z BRI AN T
= BHEE FERE RERE
HHERH 4TELUTRE - 2EFERE  FIEEERE
« HEM BB E TG | F>2TR LU RE
« E B HGIRERK0.85 (5| « PERNTEHE

FRERCGE) SFER
BRI R B B =AY EE B> 1.05

« KRBT HNR
- THERE

520" BEBHEE
FHE (Spondylolisthesis)

 FHHRE<170°
- NERRTEE SRR L
- BEEARFNHEE R

- [ AR R
B 5%H (Highly arched palate)

FIFEAE (tooth crowding)

-%u%ﬁ

SE'E & (Dolichocephaly)
@ﬁﬁﬁﬁ%‘ﬁﬁﬁ@
(Enophthalmos) » [ 2H{% #
(Retrognathia) ~ [ FAYHRFZ
2
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BREE (W% ALE)

Marfan Syndrome

FENER FERHE RERHE
MR G K47 (Ectopia lentis) >2TELATFRE -

B AEET

« ERERP R SRR

- MLEHFAZREERIE T
AN E I A e

DILE RS | >1TBEULTRE - >1THLUF3RE -
o FhFEARFIRE - o« A HE = T ARHEE
- FPEBERAOEERRE | o FR<0BN AR K
( Sinuses of Valsalva ) BRIER

- FER A0 E —RIHR
851t (Mitral annulus
calcification )

* <505 AR Bl s i B AR
PR B

Jil ik i ST RS
- HEMERA
- gy 7kt

] i3 >1IELAF R -
o AR KT AR
( Striae atrophicae)
o JEEAME BB ERIG R

( Incisional hernia )

o iR HEEHE BT AL BB A 2 K i
( Dura ) ( Lumbosacral dural ectasia )
K0 BB | 1 TELLTRE - il

T - BN B FRME
BIFFE ILAE ARG REZ B 18
« EHREIFBN 1 FEAI Rz BE i
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EREM® (=)

N

HESR H AT SR T - HR M I R IG - BEA R UE R
A 2R TG S B BAE R S o FEE R O A L M 5 0 B L gt B R B AR - R
WA IRAE A ZIRE -

RIEWER B L R IK T TGF- B BB L BLE NLETERIER R R B A B - (Al
HATEH Y Losartan » Nebivolol (F5TGF- 8 receptorZ FEHUH) E3E AR EE

AIRRERL - 7 RERE SLAE AR B 1k R DB I 5

BHEN

* Patricia Gilbert. The A-Z Reference Book of Syndromes and Inherited

Dsiorders. 1996, UK: CHAPMAN & HALL.

* GeneReviews : http://www.nchi.nlm.nih.gov/books/NBK1335/
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Waardenburg Syndrome

— REEZ:

FLBAOME IAERE R (Waardenburg Syndrome ) FEHZRFIE - MEREHFE
AR - FRDUEIRE TR ) AUR4 - HER B AR BEERZ—
BAENIRKMELZE S - A EEAZEE - KA G0 TR kR
I > BEREEREE P 1.43%-2. 7% B ILAE » A2 S KT B B8 T ik -

SR i B0 5 T T R T RE 2 T M I S0 i S A A A R I 84T
SHACR S BIAE IR » TR SR S R e Bt M e A 5 A e P 05 A
FHME - B ERATH R IR 4 - FFEPAX3 » MITF » EDN3 » EDNRBR
SOX 1057 AR 7 [RIE N » RN PRI B 83 SRR G HeAiE o3 Ry DU AY - B s A
—RRIKI B ARG - TG E - HAARBRBOR AR - H AT TR AR R
Birp o

T BER:
IERERY &S A4 384 5 1/20,000~1/40,000 ©

= BERN
SRR - AR ERIERRE— = A hERaREbEeE
BENT AR - F—HETH 5 0% BRI B ILE 5 158 YA R 535 — A
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ATRReRtRRIEEE - BENTEADEN - B (5 A 25w ERELILE -

M BRRERE :

—MRIME » FLEEA RAER R LU 8RR

ERPRERE

Bax

BEHERRERIRRI » TeEh AR EIR - i B
ffiE (heterochromia irides) * {HHEH 2 EEIRSREA DR
EH

25%

LNEREA JER Rpalid:

9%~38%

R B R G T RIESE (poliosis) » BRAE1 2R A
Gt VNS

20%~40%

4 —Zg ( synophrys ) 50%
SREMHSEZEIR 80%

RN BT - (EE AL - X R B IME

( dystopia canthorum )

80%-99%

TEERKX - BET

REREGRMIEN - Diln BEGG LRI EREE

PEEEHEGREER OGN  BHA BRI CRR A
52

T\
Tk
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REBBEERSE (ERHK)

Waardenburg Syndrome

(B T R AR & B 2R KRR IR - — A vl F O BEAE AT 2 s DY
AU Fo BB AFAS ERRE e A 58 2 ST ARG (B B[R P o Ry SR i Y > BB AT
T

HE HERARE ERWE ERPR R
H—% (ws1) PAX3 gene 2435 BA Eik1-6f5E
ik e
M (WS2) | 2A | MITF gene 3pl4.1-p12.3 | B Ll 1-5099E
2B | KAl 1p21-p13.3 |k
2C | RAI 8p23
2D | SNAI2 gene 8ql1
2E | SOX10 gene 22q13
=M (Ws3) PAX3 gene 2435 B THER 1~69M 5
aitHEdm ~ Il
ES=g iy
BEE S -
BRI (ws4) EDNRB » EDN3 * | 13q22 BRTIER 16515
SOX10 genes. 20q13.2-q13.3 | GHHEERHEE
22q13 i B K P
LB o

Et-8 wHEaRE | 129
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28

BT » BT LRI (A0 + R 2 A S A SR
BKRA - BRBLBE L B - SR T M RS i
# S RIS - LURH TR © BA + TR Rz
FiAREE 2

N EE

R ELAE MR TR ik - I MEARTARR R 1 - BE TRt 7 3 B By
# o HEENSRAEZNEE > PIATEEE S RRNVERS - BEUTERE
A BRI IE S0 BRI E SR ~ LS BRI 2 SR J00 B o B ld 55 OF i
DA Tl B Ry e A E i -

2EHK
« OMIM: http://omim.org/entry/193500
« OMIM: http://omim.org/entry/193510

* GeneReviews: http://www.ncbi.nlm.nih.gov/books/NBK1531/
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Fhlers Danlos Syndrome IV

— REEZ:

FEREAG AT HAEEH (Ehlers Danlos syndrome ; fifEDS) XHRy " F2R¢
it s HEERERBFEEE  EREOUBRRESNERIER - GRTHi
BIPRRERE LG T AR, PR WeENNEREREBIL o IWES
SES R T—1 - BEE R R R ER R A B PR A AL AS HE R
o BELDE— = ZRES - HEi AR R B A S 82 R -

H A B AR BUK A K © COL1A1 » COL1A2 » COL3A1 » COL5AT »
COL5A2 » ADAMTS2 ~ PLOD1BATNXBAL[A] » HHICOL1A1 ~ COL1A2 » COL3AIL
COL5A1 ~ COL5AFR K FEVI et & A AU B I B - 53 LE B IURAAE Ry S
A AR T ZE 5 T ABEYADAMTS2 » PLODTRITNXBA KA E
FRAERY A AN EARME A R - B G e iR A 285 1% - Bl & B RE P9 IE W At
AHARAGS - BIATBCRS ~ 5 B8 I 2 AN IR AR B

SRR F S8R (EDS V) NABRIMER (Vascular type) 52K
COL3A 1[N ZE BB » BB IR - B v BB FHME - A ZH
HE - e 7 Bk E R -

F

i

ZBER:
EDS IVZ B4 R EBIRIME K Fy1/250,000 » AR & H L% E BB G
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FRERA P2 EHA > 0 — B R EEE M AEAR R M R 330 - At UL AE
B BAERELES -

= BERN
MEZEEEA e RO EEE - SRR B R RO Z 2931 (I EN
COL3A1AEINZERIMBUR » BEN N~ A2 B G506 MR G ILLE -

M- BBRRE :
SAKFEDS IV R BRIR oA T -

FENER ERPRRE
ER¥AE « SR
SR © JEE TR

« [RHE : #EE A (keratoconus )
o i FREE (periodontal disease) ~ F-HIFFBEfA
« HZL : #EHTE (lobeless ears)

DInE o T EE (mitral valve prolapse )
* BSAENARAE (Intracranial aneurysm)

I 2R A ° Q%@;ﬁﬁ@ (spontaneous pneumothorax)
* IZIfM (hemoptysis)

JER « BEkAEAIR (inguinal hernia)
B ERE
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FEhlers Danlos Syndrome IV

FENER BRPRFRE
WhREFRR | - EAAREE ST A
« TEMREE (uterine prolapse)
- el (bladder prolapse)

kR - FHEMAHETEE) (hypermobility )
- W#FIE (club foot)
o [ E BERME (acroosteolysis)

B > BE - BmElEss ~ S

. ?@fﬁﬁﬁﬁﬂ'ﬂ%ﬁ (cigarette-paper scars)
- ] REBEFRIE

+ Tty K s S

TR
TEZEKEE EO DG IRRE Ry 3 » o mRE B 437 B35 o B R e iy 2 =AY

BB IEZE  tAh » ERFEBICOL3A L BN & St — i -

R BE

SE R RGN R S VIR H AT AR A TR Tk - BEFEE RS

fat - DU R RBBIRE - R IR - BERS MBI ELELE - 5

B B IR - L RIKE MR AL 2 A 15 2 AL B B B IR fE b

P EE T BE R R R R A - DOBER 1 i~ i s A
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ﬁ?u:)‘ ?)
ERERK (=)

FHAE -

BEEATREDINIFHRER B E TR HR - H R -
HZ #5108 EFIRIAM S MR AT ATRETE - BE - R A S A
W i A B A E R A RS - DU RN A AR AR Ay 2 o B
R BRI RE » TR0 IR I s B I MR R A R R 2 S T AT R
AR AR EE - R E S - R IR H D5 R -

2EHK
« OMIM: http://omim.org/entry/130050
* Genetics Home Reference

http://ghr.nlm.nih.gov/condition=ehlersdanlossyndrome
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— mEE:

FHIVIERRF (Beals Syndrome ) S Ry o K M BEREWHIER AR IR /BE ( Congenital
Contractural Arachnodactyly ; CCA) + BURESGIA BLE FLTEG &R - K FyiE
i Te A AR AE R R R B AR » 8 TR It LR S S R M0 - (HAT
ZEAN R ZRBIER T E - B H KR REEE R AR 5 25t tade £5q23-q3 11y
FBN2 (Fibrillin 11) BEKIZSEMEYR » i B LIEHPERIAFBNT (Fibrillin 1)
Rl Ze% » e R e o A A (R RO A P oy 23R R ERBIRY 04 - (E2 H R
[RFibrillin METLIRETIATERE » i DA E S M Bow bl 07 75 S E — P AR

o BER:
JUAE & B4R E Rl AR A TEYIRRRET » (FREMER S FLRRE Z B 423K - HILAE
A Ry A 58 O e e B S B 3 o

= EEER
SRR B G E  BEEY B - LT REAE
I+ 15— RS 5 0% B TR B -

M BRARRE
S FCAE P BB FLEGRE A DA B e B8 A0 i 2l ~ MRV FE
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=] ;%ﬁﬁ (=)

FHEREBEEEES
5 RS BB

> e HIRNS B ML TR GFEAE o PLREERRREIR

B BERRR T BT AR - B AL

B B ERMORE > WIRCRAH BN B BE R BOEREIA - DUR R AR E K
e e R AR R A

TENEE

BRR IR

TN R

- ZERERE (A1 RE > FINE) G4 h o
» MR FrRBLREE CBRERETS )

- AR HE RIHEERME®R™ (kyphoscoliosis)

« BERSE - A s
- NAEFT AR

%

H&

B I S A R

55
BHEESM R EER R T

g oh 8

- /NERTE ~ mEEE
« FEEAHT (crumpled ears)

iy

- IR
KRR
- ST
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Beals Syndrome

T EER ERPRRE
DL R © MR ~ AR (A A E)

« PR EEREE
< LETRERE 0 TR
- EEIRARSER

H A - EB R RER
< LT TR

% B

FEPUERK RS2 E - N REGFEOE L RES R - ZIEH
i (& F18 > FIN > 819) S84 EMRE - FHEROME - NIAZT A
B HEEFSER - ko - BaiFBN2 R 2@ & R R T2 E A= - I
AMRILIE Ry EERTRR B i -

7': .L\

HETMARG BN L - BE R SER LR - R ELYE IR #K
SEIMRENRENE > MdCEAE S A ROMEE - SRS EFERNIER
B - ATRERR ELUMBF 2RI - BRILZID - R R R DL O B 75
BEREOME TR -

£+-2 pResr | 137



EREM® (=)

tEB&:
SRR - BOLBEH 2 A aEE R AR K- 11 5MH A/ h » (H24
NG E AR ZEN R IR - BE Sl sl H AMHE -

2HEHR

* GeneReviews: http://www.ncbi.nlm.nih.gov/books/NBK1386
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0] BEEEBEEANRE-EREEM

Inherited Bone Marrow Failure Syndrome — Fanconi Anemia

— REEZ:

B REEIMINEESL S (Bone Marrow Failure Syndromes) &—FEf & & f 5K
HIBNE - W DUSE RIS E 7> B2 R (acquired) BUg e REE M (inherited) = K
ZYHVEREEMIRER E SRR  AEARKERAEANRMEAN (Acquired
Aplastic Anemia) * PEZEMER IR (Paroxysmal Nocturnal Hemoglobinuria)
BRI MEREAE AR (Pure Red-cell Aplasia) JHAMBIATEEY) ~ HU RREUE 1%
PR ey B e M RER -

EEMEE SN IEE%kE (Inherited Bone Marrow Failure Syndrome ;
IBMFS) 2 —fH7EH 2 AR » B & %80 A ARARYERE « AT
HHEEME B MG M IIRER E MR & K2l - GUgEREE FERIHEHA
HIAREL - HERIRERE - BB KPR B S MIIRE L HIFEELL - i EE
IIERAEG T W0R - ARG RS » MBRAK N AT DUZ B — o RAL I ER ~ B IMERER L
BIET - WATDU2 = ME MER R A R A S MR - AERREgAIFAH
fli g B HIRI - R - EEK BB A BRI AAEARYEER (Aplastic Anemia)
I+ FESERIIRA - K 25% 2% 2 S BLE R - fEFIIEAS |-
REVERHE10%H) 5 BB EERE RS MIIRER T - AR BEFEE

(Fanconi Anemia) ° JERREAIMRRH RAGEE I EEEEMIRERE - th—HW
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BENERBEERARE—CREEM

Inherited Bone Marrow Failure Syndrome —Fanconi Anemia

B 192 7HE BB L/ N SERHE HfiGuido Fanconifii#B1 » WS — R EIEHI =
AR EREARAN  FRGHAESMR/D - ERRHIIRER S A3
s o

BEHARIE SR —RRNERNEDHACHE 135 (FANCA »
FANCB » FANCC » FANCD1/BRCA2 » FANCD2 » FANCE » FANCF » FANCG »
FANCI » FANCJ/BACH1/BRIP1 » FANCL » FANCM  FANCN/PALB2) - ¥5/2HIDNA
HIBTE B M REBA R (checkpoint ) AR o I ErHIN AT REIRIIL 3525 8 2 AR
M C (apoptosis) » MEEME—F /LR RAARIIMIER - B FFEHSMIIRERT -
BEON > EARAELIR R - St AR ARENE (genomic instability) ° BT
HHGSMITRER T I - BEMA G A S B A2 B AR -

BE_|&E

ZBER:

G H AR R0 E KBRS - IRIE B R BONATIEZE - B4R
3/1,000,000 - MG FHIFHKEFZ1/300 - HAtEBERS - FRHAAN
RMETHHERERIE1/89 -

fE# fFanconi anemiafig AJEREEH » FANCAS Ry B+ #94160%~70% * FANCC
FIFANCGRZ (1% 14%K10%) » =F MR G80%LL I « HfFANCDI ~

FANCD2 » FANCE ~ FANCFHI#72%~3% » HARIME D H, -

= mmme
HATE A 138 - FREANCB Ry xRt PERRE E S - Harh iz amaiRmE

Et-E BNDEEER | 141
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-

M BRRRE

AR REE M2 — & T A B REEMIIEE R (progressive marrow
failure) » GHFERB R EMMEY - R AT 18 2 A4 1 I B0 H e g
VM Z B2 6-85% » HRWERIMS 405k R A W2 b - Kt - &—
fE R B F ISR BB A AR RMEAM (Aplastic Anemia) ~ BE{LAERR
(Myelodysplastic Syndrome) ~ aMFEHEM HIMKR (Acute Myeloid Leukemia) B
EH PSR (head and neck squamous cell carcinoma) ~ FREMEE (FFAEE
iH##vaginal/ vulvar cancer) I » FERHEREEMIIAEZEZ— -

BERBZETENEDL  FHHAER (pallor) ~ BHEHS - HE
(dizziness) ~ B » M@0 (nausea) ~ FMPIRIREE (dyspnea) BUFIR(E (
shortness of breath) FH{G o M/MRIET » BEGFIIGE K T TN T EH
MAYFRB » MK - BEE G RFBRRG - BRI - FEELE
R IERR - BEERRIAA /MU FIMERAET - EI1E6-85IN - slerd 2k
&N (pancytopenia) BT H A - IRBEAERIMISEHEET - BEFI T 208 - KA
B4%HI ACAHE ERIMEKE T 5 40580 - DA —ERARE T BHILER R
TR AR IR HMERER - i 20%-30%19 BE R A NER - LHLIAE
Bkl BEEEES -

142 | B8 BMMEER
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R BEEMRAN

BEMERBEERARE—CREEM

Inherited Bone Marrow Failure S,

yndrome —Fanconi Anemia

HHERKRSGZIEPE  BEAEE  FHAMEREER

s B HIMYEAILBE (cate-au-lait spots) e fARIFE AR

(hypopigmentation) * EHE LK O » BESE BE 5 /RIS -
B B LA PR R A A R T 5 BHE -

FENER B PR IR IR EEHI
G E# /N (Short stature ) 55%
B WIYEZEABEE (café au lait spots) BLEMENE 51%

A% (hypopigmentation )
iN}3 MR ERAGIRFRREREEA TR ~ M 43%
(clinodactyly) ~ %48 (polydactyly) 5
[E /NIRHS (Microphthalmia) ~ #tid ~ RS 23%
(epicanthal folds) %
=] #HHAE (hypoplastic) ~ FE#i® (horseshoe) % 21%
BYAEARTE | HERRBERERGE (hypogonadism ) 32%
B E S - WEATE 11%
Hx PHRE 9%
H it Lol ~ RS S Rl
(B BT ENCBI GeneReview & J. Med. Genet. 2003 5 40 5 1-10)

R

Lt g A5 (chromosome breakage test) A DLFZREERIVERIEEI - It

+E



pb
o8 mBEER (=)

STEHIZEFIfmitomycin CEZdiepoxybutane &G BT A B H MBEE (breaks »
rearrangements > radials ~ exchanges) ° B 7735 A] DUBE FIAE kMM ~ #0E
A F ek | WD A A2 BT LRt E ) - HEE R ERREH
(mosaicism) » RIFIZE EErfg L WEE - (O - BELECTKAIEBILERRSE
S E R M - AU TESAE -

BRI HRCASE W R - % AYFANCA » FANCCRIFANCGE - EHTA
FRRIRFAURE - W FR AR RARIIBEF -

5t

VEREEME % BRI
67

M A - = EHEER AR RGBSR A R RGN - HRE
o EEREYERE MR - S AR - B LR DU T B E SR
(androgens ) JRJ » AT DURIBKL ILER Je ML/ MREYZEA: » BRI N EAR /] DARF 3%
i RIMFZIGRAR L REEIEEFHAR - HEER - BUHEEZRE RN Bt
H@s g s TR - BIAORTSIRE Lt - BIIERERHER (G-CSF or GM-
CSF) i BENHMERE FRG e AR H - AR IERIARIG
o KLIMERAERBERIZAL -

S I R KR e e B M = AR T 53k - HEBHE
A RIFHRRSURBCE - JEATH BB F A n DIRCE ezl - B EE i B |

IR - TR SRR AN - A RE s

g
If
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Inherited Bone Marrow Failure Syndrome —Fanconi Anemia

B TREAE A SR 75 £ ME (Graft-versus-Host Disease) SFTETE R
LR EE MR ERIRMINE - B0 B O AR R LR BRR, - R - AR
R EACERF R E - ST AR E AR O R R BRI E L (Reduced-intensity
conditioning regimens) °

TR EE MR R - nIDIE R T IR R e Rt ity - A RIS Rl
BAG - LM TiE - RERARALET R RER R (CHEREEE T EEE)
RELEE - FEREHEOW -« f58 ~ ITRGET BRI SRR - G2l ER
fiE » RRESEE RS - R AERYRTS -

BHEN

* Alter BP. Diagnosis, genetics, and management of inherited bone marrow

failure syndromes. Hematology Am Soc Hematol Educ Program. 2007 : 29-39.

* Rosenberg PS, Greene MH, Alter BP. Cancer incidence in persons with Fanconi

anemia. Blood. 2003 ; 101 (3) : 822-6.

* Tischkowitz MD, Hodgson SV. Fanconi anaemia. J] Med Genet. 2003 ; 40

(1) :1-10.

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1401
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Thalassemia Major

— REEZ:

WEEMEANL (Thalassemia) AL (Hemoglobin) KIEREHHE (Golbin
chain) Z & A AT 7S AL OB » TR ARYIMAT 38 F PU{EER 2 F SEPTAR A -
a2 B2RIEH NMALR PUMEERE F5E - a2 v 2Ry IEH IR 5 DUMEERE 9 - 25
RIEE (K| Ze 3 i (i BRER 1 B 7 R R e ik - SR E S AL Bk R/ (V)
ALIMERAE 5 Microcytosis) + tb4h » W HZEERE G SLERH - P RUR
BIEEENABEESY  fLR & A SR e LS -

WHEHEM Ak o B0 (FREY) B2 gAY (Z8)) Wit » 75 o EFE A -
H o BRE ARG 418 » MIRTSTBIALR S8 1658 Lt f8 1 - o BARIH DU B
i#K (Deletion) Ryl KRB » B Hrp—EEREIBR LR - 5 BIMKAE (Hemogram )
WAGERIL o 5% E R E AR - QP RERSE MAL R AHE & OFRL MRS
/N o FHE AR o AR - AR ARG R - 8 2P ERE AN - %4
Ml o FERIEBERE - RSN o 2 v 2MALEME AL - 5 [RLEEEM - FE
el ~ 7kiE (Hydrops fetalis) » BUHIAAAEISEL

e BUGTEIEEIN A - B BRE LB BRI 2 - 3 BIRLAN 8 1 1 R et I -
BRI DABEZE R E - R BRI - Ry ARLR R R I - IMATSR4Y9~11gm/
dl > ALMERASREAT Ry 6 7L o M EERRIRIGRE - Al e 3 A B8 bl B R 2R 8 1 B BREE 1
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Thalassemia Major

DIRERR KRR EE A > ATRE Ry Pk B AL B RS PEME AN - (H B A AR A IE
ik o KRy a2y 2BREH R G RUMALSR < EEY > Fla-6fHH Al - FH a282
WA GELEN > R ESa « RIEA > HARMGHE - BHEEE - 2R
PRI 8 A AR

o BEER:

AR TSRt R E RN B R P BRI »
FTHRIG I - G RER5%-8% - Hia B () Ry5%-6% > B3 (Z
B F1%-2% - HATEBERAIKIE 200201 B8 g A AR -

= EERN :

BRI i 8 Ry e e (R R S 5 K 3 e R BN 1 2 I P e [
#H o BRIERE PR ENEERIERT25% » IEH AR R25% » H50%HIH
SRR Ry K

 BRARRE
(—) ERl ¥ HEM

el R Y o YR TR - R G o e A B0E o BRE B - T8
PR A B AOVA I ~ I iR A - RRILE IR 220 DIt - e i R T
Ko MR RARFIREA « B2k~ bk ke 2 B BOR KBRS - TR TR
5dKE  (Hydrops fetalis) ° SLAUAINR SRR HEIASGE o BRE I 8E - Ly BREE

—+E



pb
o8 mBEER ()

H#EGFETRHEE R v ANREMALER - WERIMALR (Hb Bart's) - EEE o i
FMEE ARG - ATRERIEARIIAIE T B ASE T B AR - R
BARMEEZMMERASEC - 2 A 1R RRE S e - Beoh - Bitha
B IEA - S RCHTE AR - AT M SRR I - B DR R
TTEIEE ~ FEYIRRECR BRI - Fr IR IR ERT 2 B2 IR E Y -
(Z) ERBBFHEM

FR B ERE I BEAE AR SRR AL A LESRAK - [RIBE RR E A B Y PE P B I AY
Ma5d » A A R B IR/ N INR A AR FAR » 3l A 3R -6 RIS - & i
BRI R 5 R S HAEAR

3 o MRV BN B Y re M B I ARG PR EAR B B AN R &

gu | B s
oHETREE | B | RN - B -
gt | B A SRV - R AR E -
T | BRI - TEREE Sk R AR AT -
BYGVEME | WO | R - AEEN -
filil | EOER BRI - TR A - R T -
A | R BEE - FRRIEA - %I - MR
T BRI 58 M E L SR I -
EA  PUANLET - BROBEETEL  ERE
20~305% °
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Thalassemia Major

28

ZAE A ET E R A o AR RS S MR A E Py " PRI AR
Ht (ERSHNZE - HREN T PERLMEREER , B/ (MCV=808
MCH=25) - AIHEERFER T PRI | SIIRRE - HRHEL
PSIRLMEREERE ) IR ] - RIRERL AT 2t BT 18 — AW HE SE 22 e = AT
MALZREE Pk AT ~ B d » F#EN (Ferritin) BEF - DEERE AT
BREAR (o Bk ) K - RERRREIEEN - HRERFEHAE
Zlim AR SRR TR AR ~ SFIRERIE - DU S (R TR B — 5 RS
7 DL Bt R TR BD R 2 -

—+E

i
Nk

HEEEEEN - BRiE ROEETLE © LSRG S 0F 68 R
Bl 2 G MBS - B BN RS BTG - Hik
BAIFEIREIN ~ BRG ~ O - WINER TREARE M » th o] S5 8k S My
5+ BN AOEER - MIBRARE A —X - BEE R ERRENN - HRgis - &
ZE g 2 B — RS &

FERFEmME (F20~4086%) » GREMBEIE » B EYREMH
15218 o I BB LS HEE ] (Deferioxamine ) AR BFE BB E MR » &
Deferrioxamineif i N B AN BUMIL 52 IR » AT ER ) 1R BUBRSE B Deferiprone (B4
#Kelfer ) HiDeferrioxamine S © Deferiprone [ LL3 = 1HYELGIRKS & 88+ -



pb
o8 mBEER ()

Deferiprone HRTES IR A& 2258 » REZEVI 1995 - AEEIE Eifi » 1219994 thAEBX
SHHEUE > S E20 024 e LT - (IS5 SRBIMRUERFOE ] - B FIRAZEVI R T
AP opme el - (B2 AR AL - A LBEE - (R LGRS - R
LiafEs-6fi A - Al RE R R - FERITIHANIE#ES TR K14-20
{8 ARk - &P BTG EE O AE B MR iS12- 18 Hinmk -
AP RFEEI T - ZBEHNMERE AR E R REE2000ng/mIBUT © L4F > HAT
2005328 L5 — I IR#FT #EDeferasirox (FffExjade) * B =EEHSE
EEUENEAH > TTLDCEAMN - D2 1S ST o TR o
AR - I - ZEYHATCRR 2007 EGE L - @Ak
PR BRI R R R L T S B 1 S DB E R A B2 DA BB -
FIRZZEY)RE TR B T RE B EREH BRI © Deferasirox( B R BRI —XK
AL ERAT 0 #ZE IE RG] -

R RIMEM S - A LREEERIENRE  PRAGEER
MIRY) > AR FEA BRI IGI0 938 SR - BB EETE > TR
WIS - EHFEEE N ES) - AN E I - GBI R 2 &
B 0 BEAN - WFEEEEENE - BEAIGRER - I A T B SR -

EAS M ARSI #t B E R R E M ARG 7k - HEATGE R
A BHEEE - KRS AT A R AR RIURECE - BoS ALl
ERBBCEIERR (BIATE T B B S M A i) (R IRAT
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sREFMHEM

Thalassemia Major

B EEE A DI B - HE BB AR SR R L 28y H %A S
B ENME (Graft-versus-Host Disease) MR » MIEWIE B G A - WIERF A&
B o

2HER

* GeneReviews : http://www.nchi.nlm.nih.gov/books/NBK1435/

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1426/

* Neufeld EJ. Oral chelators deferasirox and deferiprone for transfusional iron

BE_|&E

overload in thalassemia major * new data, new questions.Blood. 2006 ; 107

(9) : 3436-41.

* Rund D, Rachmilewitz E. Beta-thalassemia.N Engl J Med. 2005 ; 353 (11)

1135-46.
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Thrombasthenia

— RER:

I/ S JTRE ( Glanzmann Thrombasthenia ) &—# 5 K 1 8k I 524 65
BB G R VR JE R T BBt T S R AS 1 o IR G [ e 5 o e
T HH RS R B A SR P — S R A M B L B O A R =S

(Glycoprotein IIb/Illa platelet surface fibrinogen receptor complex ) JuIfll/MK
M2 ie - FEREIE SRR (fibrinogen) » BEIM/IMRUBE BLHEASHEE - 1
AN TRE BRI A SR 1 THR A 8 1 7q21. 32 EEYGPIIb (EEITGA2B) ~ GPIlla

(BURBITGB3 ) AhiKIZes - (ke 0 — A R =M SRR DIRER AR AL - JERI/ N
PR AR - (Rl S R 2] -

ZBER:

EAE < % A4 SR H AT R A iEYIIVMERT - (R e ERAR R AR - a1
BIRfEA CRAIZK BRI )~ PHSERERA ~ BB S A~ BEIEA
F o MHARDRB ISR T ERE] -

= BERN
IiE EER AR ERORE RS - HARE 7R A LGP
GPUIaZ (A » REH i — 34 R - BLEELRA «

]52 | FTE BMDEER



1 /)N AR £ 70 fiE

Thrombasthenia

s BRRERH

B PR+ I/ i TR 2R 1 A e = R SRR Z AR RS T & 23 By
R =fA B AR REE - HEEED AR -EARETEERE - B
IEHERY5% 5 58 AR IR AL B - R —AVashy - R A R = Al
G R IEH (EA5%-20% > 55 =AE RIS - B B A1 R = A S RE TR Ry
EHEER50%LL L -

—fRiMmE » BENEAR - IR AERBE R L T HMBEE - ZTHmA%
DA SRR A Rt TR I R R A A A
7~ BEEH BRI - SRR SR E R4 - DBER T - BEEH
IR A I g 3 4 R VAR B AR A - SRR GH SR H AR
REHYARBI I 5 AL B IR fE b BRAEHY H AR - ARSI % e 2 1 3 i
R -

il

1%

PRI /I JE T A 2 B EC LI (AT BRI IA iR 2 55 ) i
v SRR LAKES IR < At - e B AR/ M E KPR
MEELE BRI BERIFIER] (Prothrombin Time 5 PT) » {EALAYER(3 &k I E IR ]
(activated Partial Thromboplastin Time, aPTT) ¥¥1EH » {HH MK EATELER A
o M/Mith & f R I RS -



EREM® (=)

b

/ AN

wre

=p
(—) EZHIRMmBR
TR R L/ VA S ) i e S A B — TP PR 2 MR A L9 B 52+ kA

T

L. BEFIEEYIIGHE » A0t R Amicar " BUCUIRAICyklokapron ™S5 « BALCIEEF » AT
P IR LSS LB S O, -

2. M/IMRERTE (Platelet transfusion) i ¥ B I HUE BRE M - Rl o0 HEEAG
AL NI 7E A SRR DA I BRI A I - I - R
JRRFTBIUIT A% - LUREGE % R s A R -

(Z) FB7EBS
L. S8 AR T O e P A (0 s B L D RE AT B8] » AN Pel S VU BRAR L A U 92 %
[ e EEH] -

2. MERATA/NIMG - BEVALTEEAS LS » WHEREE SRR -
tRBE:

/M TR IR B D RO R > — IR TR -0 REF - RARERETE L
HYURIE - BEDIHARRIERALR -

2EHR
* eMedicine : http://www.emedicine.com/med/topic872.htm

« OMIM : http://omim.org/entry/273800
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0] HERREREIRESNIE

Bruton's Agammaglobulinemia

—mEE:

MEEKEREERE HIMAE (Bruton's Agammaglobulinemia ) 552 FHBruton
1952 ik BAER A MR XF e 1 Xq21.3-q22 A BHIBTK K] (Bruton
agammaglobulinemia tyrosine kinase ) ZSBMEUR » BERMEEELE FREABtkE

H » BB IR C HEH L IF ¥ FEpre-BREEL (CD19+) - MIEKBHREERZERZ

T BEER:
RIESEBIRIET - BhiE 2 384 3% 1/250,000

VEEER ¢

EAE < SEERR A R XA E A RIXR e ERYBTK AR K28 M 20 -
BEE RSN - K Ge/siEHERFREEM - 5501/ SAIATRER R #r 4
Mzt - MR INFLERK BRI S HIER -

M BRRRE

B EIEMR R B R RS - BE R A AR - THDME
(encapsulated pyogenic bacteria) MG #HRKIS L - HAHFE IR B
(TB) ~ fikHZ (Zoster) ~ BtHR%EEEAE (Histoplasmosis) HIBAH A - H
T 5H 10%21%H) B E B £ 3-5 5187 BIA -
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Bruton's Agammaglobulinemia

EH B - HARSERER S8R » TER ~ JRE
MIBIMAET 5 SOMRATR - BIEERAR - PUERE M HERRE R -

A B -

WIECZEREB L E R A EZMREHE - REERE  ME/RSE
EREmE BB ZEAERED - RZIEMEFIEMAnti-A ~ Anti-B
[sohemagglutinins > DPT » Hib » Pneumococcus IgGHLiE » k4) » SEZIMERFZHB
IR EREE AT e & rh i pre-BIREERK - HTWREEBRAVE H BT REIEH -

e 2B 2R SE M BRAR R Z Btk YR BURETE » wIFIHPE /728 % (Western
blotting ) SHIMIFREATEE (Flow cytometry ) MG ET 5 7R ] F F 5L (K Ze 4
AT R HERS S FE TR B 94K R - FERTRE B th m] DU P G 5 I A 1L 2 o3 A
£ R R R 52 R i o TR E B X R B A TE B (Non-random
X-inactivation ) ZKHEf -

b

/ AN

A4

87

IR S ok (IVIG) Ry EBHAR 2\ > BIE Fy400me/kg/q3week DU
F1gGAI500me/dLEL L » #515 Br B RS s M M i i RS+ RVEAERF1e G
1,000mg/dL AL FTRWE D R4 B (E Ry R B - LR Rl e o8 H R RIBRAG HE
TG o HAMHRIRIGRE - (& Mk ST 70 R T PR SR~ AR
Ml (B R i s ) 55 -
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ERE® (=)

ay

CHER®

BELHBRETIVIGHEUARRE - HEEFERAE - & FEEIE -
AR EAGFAEATS M ~ BT E R BEIRA - Ll o R
(SRR D 2 SYIN i PN

o

2EHN

* Minegishi Y, Rohrer J, Conley ME. Recent progress in the diagnosis and

treatment of patients with defects in early B-cell development. Curr Opin

Pediatr. 1999 5 11 : 528-32.
* Quartier P, Debre M, De Blic J, de Sauverzac R, Sayegh N, Jabado N, Haddad
E, Blanche S, Casanova JL, Smith CI, Le Deist F, de Saint Basile G, Fischer A.

Early and prolonged intravenous immunoglobulin replacement therapy in

childhood agammaglobulinemia ¢ a retrospective survey of 31 patients. J

Pediatr 1999 ; 134 * 589-96.

¢ OMIM : http://omim.org/entry/300300
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02 REBEIEKERANFER

Chronic Primary Granulomatous Disease

— REEZ:

RIS PN ZFIENS (Chronic Primary Granulomatous Disease) * j& —fHAIE
DIRERIERTER - RIREBEAR P MER (Neutrophils ) fEIKTEH A FEHLem 4
PIimEE - HE o BEN PO MR BATR AR - 57] B2 BSHIAL
BERRAIME - BRI ABYEE0RIE - Em BRI R B BRI A R
e IR AL AR E AL - AR AT — RS R S BRI -

IR Lk, 582 G A 5 5 ) 4 B T O B M R+ IR iz
FERZRG ~ WA ~ NPROE ~ RESAS TR - RBRECEE o I IREUR R D RE
HikIE » A DG S DU ARG T 22 BOE R Bl AR -

ZBER:
KB E BT E 76 1/200,00089587 4 5L & FHLIE -

= BERR

FETORM B EBRX RO MER I E B RENERE R0
X21.1 ERICYBBEER » ARG EE Rpo1-phoxEHH » 2R EMIEALEEE
(Phagocyte Oxidase) * LMK N — UG R SR 5 0%HUBERE R » 50%
MR B IEH o F—RE Rt » 50 R R ERERIVTRE » 50% %R
FyIEH -

F1=8 RRER | ]59



pb
o8 mBEER (=)

(B2 Bt M R P MY - 2 0 RIS J % M — BRI - F
SR - R 25N -

M BRRERE :

R A TR A - BE e BRI - LEDUES (1590%(E
£ WA (ME53%EE) ~ M (Mh42%flZ) ~ FFBE (fh2s%fE%) B
(h25%fl %) FE » BRRPMES0RE - RS S FIEMESE » &raeEs:
MRAEE ~ R MRS B IR R ETE BN RN - R REEEE -~ 7
HHAENHE -

R 18 %I 2 & B A BUERI BN - HERRANRER « $HEOHE
BRE (Saureus) ~ ¥WFIKE (Salmonella) ~ FEHAKE (Klebsiella) ~ RIEE
(Aerobacter) B KK (Serratia) ~ SR (Burkholderia) % o L4} » £
HRRBURTEEE T - BEEOREE (Aspergillus fumigatus) FIFZERE (Candida

albicans ) ¥/& T LAY RCHE -

T Bl

HRENG ERR - HHNE B ERERENEIL » 0 R 5 i # &
Klebsiella » Aerobacter » Serratia » Burkholderia®f + T € #{1REEE A M EUILIE - 7]
AR 3 — 2 iy b A 2R 22 B - AR R R M B ER AR SRS T2 S 1E

wo HIE SRS EEVIZE M (Nitroblue tetrazolium test 5 NBT) ~ L2481
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Chronic Primary Granulomatous Disease

(Chemiluminescence assay ) AIDihydrohodamine reduction assay * R]#&LLoHTEEE

IBRHHIAARDE » ] IR AT A R B i RS A AR A e -

N BE:

JEAE CATEBG P vE 90 Ry = vl 308 L o 00 B 7 M RR ALY BB MR (SR R B
fUZEY)H Triemthoprim-sulfamethoxzaole » H A FIFI & Fy5mg/kg + — R 7 Fi KB
H > BIEEE TR ERT50% 5 5 B AR AT TE T © Miltraconazole SR B A
BTH > BEEAESON T LU E Ry 100me/d - M#EEAES0 T LEHAF200me/d -
BOEE M RE RS W OB R R AR | FHPE+E$E- v (interferon-v 3
IFN-7 ) BB - IR 2 Ry 50ug/m2 - BEE =R - BB 18
RO BRI B BB o B TRE R AR » B - SRR A A e S
AR R R K -

WK BREATE A (Granulocyte Transfusion) A FIFMAE G KA M RYY » &
BEHARNERRE ER - AT RESMNERE Bk B B - 25 B R A B I H 2
INERF - JR]E R LA BTG - RE BRI BRE R EEE S - #9F
0%z F P EAHFE ARMREIRYUR (HLA-identical) FTHEMYIYEHE -

2EER
¢ OMIM : http://omim.org/entry/306400
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Congenital Hyper Igll Syndrome

— REEZ:

FER MR R ERE HEAEMR R (Congenital Hyper IgE Syndrome ) j& %% fLHY
R DIRERRFEYSR - A0 BE BEMEENE - 2BAANEREE - IERS
HERE AR - i RAVRITRIE VLT R RE RS e B 22 e 258 ey i 2%
I R P BREE 1o BRI i » FELb B H SO ~ 2 e R iR 5 A R iR B 3
o

I AE o S0 B ) A R R B M R AT g BB K B T 3 By L i
ZFit o WREER S SR R e R I iR - Rl B ETAHR BB 5E -
AT BB - KR +8R- v (interferon-y 5 IFN-v ) BLHIEHER-4 (
Interleukin-4 5 1L-4) A AR » EIFN- ¢ BIE R LR - FFEL-4F
S S BUgERFE AT » A WFEth R B THRREIE MR EREE SR B TR
Th1 B Th2 AR -y th B B R e SEH B -

ZoBER:
BUAE < $4 3R H R AR A REYIII ST -
= BERN
JeiE < A A E LR i B A MRASOR AR BSR40 TG

162 | E+=5 RRER



B EAY4q2 I A BRI A 1 7ok Qe 1 7q21 BRYSTATSELR » (HIELE/ G BE Lt

R AR

0 BRRRHE :

ARMEREKEOEERS

Congenital Hyper Igll Syndrome

BFBE ARG BRI - EEERISE R R - RAE

RATR S :
R BRERS
g | Bt AP FTANEE N R E R RE - SRR -
M - R G AT~ 2 SR+ HOUA PR
BRI GRS |
¥ fis o
L P — 1 2 KBRS B B R T ~ I -
s T TP, » sk (0 TR BR o7 R
RaioREx A5 2 B B AT
2| HfEY SEMBIEIA - BRI B A -
i LTy S O LR - I -
3 D— BB WEIMEE I - FHEEE S
g | DTS B -
) FELBAEEIZS ~ 2 HARTE » YENGHORES - 20y
JE R g .

FT=E RRER
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o =|=ﬁ1§ﬁ (=)

-2
HEREZEHTH > MEREREAGENREG & - EHEBEAE
1001U/mLEAP » KZBURERITTE3E2,00010/mLIA L 5 FEFRZIMBR BT EC 7]
RBREMIEH MRS ; TRV B MBI - AR 3 8
fErEERL -
W - REROURRS © T IR e A ] 20 B 1 2 O i Sk A
TEHTETE A O MIREATRUR A R AR «

A

SEYNERN FE A BRR AR AR GG HHES o B %Y
BEE PR  PUEER - YURTHER > BB R E R EIT R YIRRS TR
A A IR 4% P AR RIGHE - BEEIGRRERF R BEE  HRFRE R —
e N o BRE IR - 40 TR ERE AR IRENE - BB BT R R R R

BEAh o BR T HERITERA M IIA RS0 0 BEEREE R ETEE - HRIER
MR R EREE - et REAE I A RN S OHE - R IEERE
RIEA—EGHEEERED L SN R R Z B B e
B 5 E B MR R - SR E B HE BRI o DR HE (I & R R
%o
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Congenital Hyper Igll Syndrome

t - ER:
ZHEEAEE B M Sl B IR ARG AAE Es 0Bk UL RIKE
PRS- BIE Ry W RANSEIA]

2EHER
« OMIM : http://omim.org/entry/147060

[1
i
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0 4 Wiskott-Aldrich K JE & B¢

Wiskott-Aldrich Syndrome (WAS)

— REE:
Wiskott-Aldrich [FGHEfERE ( Wiskott-Aldrich Syndrome ; ffEWAS) » EREH
EESEIEFEIIWASEH (WASP) MEYA @ EH & MR E B EE Kk

B (cytoskeletal ) FYBIIEEHERF - [RILHRZ I H SRS SUM BRI - ARSI/
BUMESERDIREM AN IR - EEAESR R -

T BEER:
BEAELE BN A RY 28 42 34 B 1/250,000

= BERERR

BEIE R x Gt iRt E E  RIGT A XS EfE [ Xpl1.22-11. 2309 WASHL[R Ze
MEE - Z MR EX ORI AE - ISR - REERRE - &
ETHEE BEeR T EREAXREEEERR R T o SRR e R IE -

Mo~ BRARRE

AR EA =R AIES ~ /MR T B MR/ - e & B e & ik
#H - HFEEIE S EFENEELAS > EoEF s —EHNEE - R
FEBHRZ ~ il ~ It b e bR A -

i M AEIRE B AR I MUE T GEE/MA70000/mm3) HEEHE
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Wiskott-Aldrich RAER B
Wiskott-Aldrich Syndrome (WAS)

/I (mean platelet volume <5f1) + J@F DUMAE « SR ~ f FEHRAM AR »
] BRI H T BSO  h f  Bey 5 RRE IR S MR - B E
R~ SRRUIE ~ % ~ MR - Horh DU 2 BEER TR R AR 11 A, -
HREEN R ETVELUR - AA5H B RS L E BRI R - £
T - AR R M R A R - I 1gMEr N » 1gA » 1gD
MigE® b7t » 2R U R ek Bl B 28I - THIIEH |50 Lk
P BRI HF (Mitogen) SES Nt - WEEEEHUR (Polysaccharide) HJ
il EE R - HEURE B PIRE L AR B YR - B R ee
HkdH - BEMGHRYIBHEH M AR EERR - A nEEm - mE

K BET R LB RMIGA (Inflammatory bowel disease) °©

I:III$

i Pk

T 3 72 W 77 78 5% 100 BR A0 B 5 22 WA SPRY 2 552 FI B - ) R 7 O BB B Ok
(Western Blotting ) BAlifEFTH 2 HTHE (Flow Cytometry ) HGEHT » ARAIFIM B £
JE TR INERS ROFERTR2 I AT IR PT 8 M AE TEE B X A
B1% (Non-random X-inactivation) {E{HIHIZK

(—) BFEE
SHEHE R AR A AL/ MR MERS T I/ MR - RS R SR IR R
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=N 6
o =|=ﬁ1§ﬁ (=)

R EAINR 3 R R 5 255 0F RPN/ M B e PRI ATHG T L IR A ] 2
KEARERETH ; HRERIBEER > EHEG TIUERIGH RO B RS
ta PR R BRERE B GR - PRHEE AT ER -
(2) BRiANEV AR ETENRHAREHE
& AR AR ] B G TR - IRIR IR W AV MBS ~ S &S ~ B
IR » IREFERI R M B R4
LANRA NEE MRS (HLA) & 0 LB b IRAG T 15 B T 2 i B 1Y 52
7 RIFREAESBRAIIETT °
2. FRAIMBE R - (BB MERGUFE S EG THVE BRI - (HARSEA
AT TR R I R -
3. AR -
4. AE RGNS RN RE G - R A B E O EN A R B
(Z) BB EIBRFH -
HRAEE SN E FEENE - HW R4 AR - M/ IMRUSIRIRIE - RIET T

BRYIBR Tl - AL FAG T IAEREE AT — IR GEERE AR - HERH
I~ BRI B R R fes B 1 U e o -

() EfthEx -
AANEHMIL- 11 GE M /NRAE S - 50 AL K 3 A # i B R
(Recombinant Interleukin-2) 335 THIMIAY 6% 17 » B EIEBEREAERT B 1l -
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Wiskott-Aldrich RAERB¥
Wiskott-Aldrich Syndrome (WAS)

(B) EEERE

B B TH A EEI A 5 > BHLAMAG BTRRRE nEA R - B KTa Rl 6E
TRMRANIRE T - BRRFER ST (vector) FIEMERERTIEATH Kb
b o E SR AR RN e BTN ERC AT R -

tR’&:

BEITIHGEIR 5% » HROFECERBER (4a%) - I (23%) 71
BRI (26%)  RHLVERBARIA I IERIRI 5 MR S B
fl» (LSRR » TTREBRRIHE A SRR

o
4 X
BHLR i

* Ochs HD. The Wiskott-Aldrich syndrome. Clin Rev Allergy Immunol 2001

20 : 61-86.
* Candotti F, Facchetti F, Blanzuoli L, Stewart DM, Nelson DL, Blaese RM.

Retrovirus-mediated WASP gene transfer corrects defective actin

polymerization in B cell lines from Wiskott-Aldrich syndrome patients

carrying 'null' mutations. Gene Ther 1999 ; 6 ¢ 1170-4.

* Sullivan KE, Mullen CA, Blaese RM, Winkelstein JA. A multiinstitutional survey

of the Wiskott-Aldrich syndrome. J Pediatr 1994 ; 125 : 876-85.

* OMIM : http://omim.org/entry/301000

E+=8 RRER | 169



05

— RER:

BREESHRRRRIE

Severe Combined Immunodeficiency (SCID)

B EEATIGIERZIE (Severe Combined Immunodeficiency ; ifESCID) 2
R R KB EERE » BB R Ry ik iz Re i e Ml 56.9% ThRE M 35 B0k B S
PERYRGE - BEARMDUEHRE » ZREFHE R AR —FNA T - & HEXH
AR BT - 5 R - T RELUS TSR B R KRR B

DA i B 48 5 Y SR 5 R i v K I SR e I R PR R » 22y T-, B+, NK+
SCID 5 T-, B+, NK- SCIDFIT-, B-, NK- SCID » HHILIT-, B+, NK- SCID ¥ . »
LA EEAR AT o R X et M RR M B B (X-linked SCID) Bil{S e tf BRI

(JAK3-SCID) Wit o FEZE S 122 B i iy (20 Bl R el e 2 R AT D RE AV 3230 17
i Ao g AR B AL IR 2R A 4+ DURE O (8007 o B0k S 22 o B A 2R

) -

St AN T B R 15 R S R Z R BB T

_ HEHRBE .
3R BRE R sEEE
THERE | BHERE | NK#HAE
' Xt gk
X-linked SCID IL2RG - . &

1nKe + ‘Iiig,fg

Yu ey

JAK3-SCID JAK3 - + _ %*%ﬁi[‘ﬁ
Iélﬁ{—r

i VL it 2

IL7RA-SCID IL7RA - + ﬁg*égf‘%
Ii@{—r

(b5 ] R T
deficiency (D45 + Vs
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BRERSHERRRZE

Severe Combined Immunodeficiency (SCID)

HE B E )
EiRaTE BmER EfEfEst
THABE | B#ERR | NKHEAE
ADA ADA i ] B
deficiency P
7, 7,
RAG 1 - . + %TQE%
RAG-deficient VS fe
SCID S
RAG 2 - . + ‘E‘%E%&i%
I~
CD3
ZAPTO0
H
At MHC class [
MCH class I

- (RZ) 5+ (MR - (HIDRERERIE) 5 + (IEH)

T BER:
LR G E B A R R A YR - KA L EEENARZE IR
R R AR AR L @

= mEms
S R UE X R iR R R E e R iR R R R - D
TR EIISCID (X-linked SCID) A MR - FRLLEHE R RS % -

- ERRERE

55 1 bAASCIDEAX -linked SCIDRy ¥ » BB TR 3-6Mf H AR » ¥ &
KB R R ~ T Je E ARG B R R SRS B IR R -
B R E R H DA R R R8O 58 - A S X EH IR R RS
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AR
o 4&%%%(:)

EE S (Pneumocystis Carinii Pneumonia) °

18

VIF R H KGR R ~ BRIRAEIR ~ RERERS328 B L Aabk BRI RE I, -
LAX-linked SCIDFyf » FBE AL BRAEBOE H W A8 R K - BRI
B A THIAE AR THINE (Natural killer cell, NK cell) + {H5EBHEN + {H
3 L B AT 65 7 A R AR B S TR R B I PIg AR gMIREE R » 1gGIA
Folfll A A RERR BRSO B OE R (R iR R M - KB A 55
T RERBATN -

B e A SRR ROV IR BRSSPk RO LS - (AR
RIFEEAES S - BENETOLET BEAZRE - WIOBRT B2
BB o ROSE F SR S0ARE - BEREE IR C - ZKESHraEaHH i
PUF BB E AL CSEOEY -

HEGIRIR B R o R R 2 » A R A R (R 2R B » WK LT TR A
BRI R ERTEET - DU E R -

N RERGR

H20104FE - RBIEHF LIRS AR A S B i 7 B o B
ARG Z AR A S AR - S22 AR A S R I T TRECHY B - R B3
AIDUMEE TR ERAVEE - AR AR OB 201060 - EFGENT 7R
BT 2o A e RET - @ EEER I Al 5ErE - KRR
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Severe Combined Immunodeficiency (SCID)

RITor VY - HRTEREEI 1A X TR B R FIEZE - ARG AT LA
RBhE E AR SRR Z AR R -

t 8%

AEAN AFHEEREA
RN - R RIE A% > BETR GG Hd DL

RArE - DR N BR R R R EE -

* HHESECEERS  UEME  RHENEE - J
JURE B R O T SE MU 3R - JURTEEEYINIL R 28
Y ARG TIPSR -

« TENM IR E 0 DR R T -

- BEERRL - FEMREEMERE (cMv) A
TG AR ISR (irradiated) AYIMIRER - DIl E
7 7 R A TR D R A i L HE (Graft Versus

Host Reaction) °
o N B | - BRI IR R A TR B SO RS

ML A0 M A < AT A EIMBRHUR (HLA) A SRR
Bie -

« i R R R T HL AR & B I RS e B8R P HL AR A
By ER IR AR - SRR 3T 200 i A A R %
HEF (Graft Versus Host Disease ; GVHD) HYfHH -

- iR {hEUE BRI IR E - /3B IIRE -
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o8 mBEER ()

AEAR EFAHERBH
LAl ok « ZEADA (Adenosine deaminase ) fRZAYEE » 7[H
J& {5 FH ADARE R Rl /OB -
FERR 9 o« BRVEH R DA TEEE (vector) FREIMEIE MERERHT
MR EL R BB 1R - AR L oS R Pl M A2 M 2R AR
HEp

- HEiE BRI =14 X-linked SCIDERE S IAHEHE - 7]
& R B R M HLAME &89 B BRI AR AR DL HE
SUABIEG B ERITER - KRR L 2%
A RFEE -

N~ &

e T2 o IR FEIT BRI - HRTRR R R ERAE 75%-90% 2L
FAYBREATRE SR A AMIRYUR (HLA) HHER SR S R
B 2508 P ECA A RN B R - FERBAE S S o U0 7R E JUI e 7o e B
H UG IEBAH R D E AR b o

2HHEN

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1410/
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Complement Component 8 Deficiency

— REEZ:

ffi#e (Complement) RfFAEIMIK.L  » HIBREE AP ey — MM E 1 -
HUAMEE CROR » MR BIRISERIEFF » 23 5la 4 FC1 > €2~ C3 > C4~C5~C6 >
C7 ~ C8HICY - MEHYTIREME A B — e HIREILRITE R - DUVAREHI G - Rl BB
R R AT » ] 2B R G SR - WK B R.CL ~ c2 » CAEHIRRIL
SRR - BEE R A1 RLBEEIE - LK - 8 REFRRE
B+ C5~COomiZ Y R R R B e S i R 1 SRR e e A B

HiEEk(rs (c8) BRH=MZMEMSE a, 8, v Tl - BEMEHER D SHLZ
it (RREC8ERZAE ) R A BEE 1 3R e ta il 1 p32fi B FHICBA ~ CBBEKIZ A
HRH - AR H A R B R B BRSEAO R R] - DR BLAE 3 Ry PR Y © CBIRZAE S
1A > SEKAC8A (Complement Component 8, @ Subunit) FEKIERFE » i RCoHE
L a-y BERRBER Y 5 C8ELZRESR A - EKIFAC8B (Complement Component 8,
B Subunit) FERIEREE - ERLCSHTHE L A KSR S - 5 IRBEN R A E
i BEH R CRNRE - HEEEMMMBEHINIZEER (Membrane Attack Complex ;
MAC) PURHTURERATRE TR » A 2% A AL R -

ZBER:
EEMEHIERZ A E R - g 1-9 (C1-co) i » Dlceliz fiEf
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R R B4 REIR1/10,000 0 (i H AL TEER LSRR 1/10,000 B0 F © £
REGERER B4R AKE » COREZRESRIEL (a -7 chains deficiency) H#ENIER
EBIANZH 5 CSERZIERIMY (B chain deficiency ) AIZZE N RINZREEE -

= BEERN

IiE R EEA R OREES - BHNCRRRT SRR RER -
R B — Bemt R R R o - HesBEEF LRl Nk ERENY—
Fo HEEAGREE KB LS EANE -

M~ BRRRE :
SWEENRHERB BB (W10RER)  BRERKE
(Neisserial) OB HE AL LUk R BROIRGAIR A, » BE91 - KO 2/aty v B

ISR A BRE (Meningococcus ) JEAYISE A -

-9

TEPDERARBBZEKE - W SHRNERERE - DUEHCsiY
BUE B RE E R R R E - R BACs il B R K - [RILL P P ARl AR
BRI AR B R R BUE - DU R BV SR KT RCRZIE » B A E B
Eha kAL MRt
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Complement Component 8 Deficiency

(—) 2BMm#HEEEME (CH50) 7247 ¢
Fy—HITE KRS RAEE ME DU RERY 70k FPAL RS C 1-COI PR Hl S K il
M+ e RPECE-COMZ IR + HCH50BUE K0 + COMZAYRE - HERRIER
(B —F - Wtk AR - H—ReHE iR RER S 81 - AT
FHRGHMRRZ SRR RIVIBIY + H 7R He e P e A 00 7 S e s A B 1 1
FoIRDL - — L Pl G K H R MR R A B A - SRR i Thae 2
7% AIRLBETEIRIE (SLE) ~ MR (Vasculitis) 5 o
(Z) #HBER D EESH (Quantitative tests for component concentrations)
%%t 8 (Immunochemical ) B AR M 5% G - % E L%
(Nephelometry ) ~ MEH#EH07%E (Radial Immunodiffusion) ~ U & 5347
% (Radiate Immuno-Assay ; RIA) ~ BEZEG GIEWHT 287 (Enzyme-Link

Immunosorbent Assay ; ELISA) EhH - DUHIE M fi g p a0y & -

A BE

R I BRI RE - T RE TS TR INAE (Fresh Frozen Plasma) B HARR
ZHRRER AT » S FR Ak SR Rk DATE PR IE AR R AL » SERFRI AT DATRRG P 4R
LD RS - A B E R R TR sEs o AT AR R HE IR FAS T HE
TEREH
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BHHEN

* L. Wen. Clinical and laboratory evaluation of complement deficiency. Journal

of Allergy and Clinical Immunology, Volume 113, Issue 4, Pages 585-593.

* ImmunoDeficiency Resource (IDR) -C8 S -polypeptide deficiency : http://bioinf.
uta.fi/xml/idr/ff/FF56.xml

* ImmunoDeficiency Resource (IDR) -C8 a -polypeptide deficiency : http://

bioinf.uta.fi/xml/idr/ff/FF55.xml
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IPEX Syndrome

— RES:
IPEXJEMERE (Immunodeficiency, Polyendocrinopathy, and Enteropathy, X-Linked
Syndrome FE/EJ*F}IPEX Syndrome) %ff?ﬁé\%ﬁbﬁﬁﬁﬁﬁ’é (Immunodeficiency) v %
) ~ 9% (Enteropathy) + HRXFEiEEEZE
feit o PR R IKFOXPIRER 2 284 » MR THIM (Regulatory T cells) Y
DIRERH M EUR -

Wﬁ}{/ﬁ\fﬁ’fﬁ (Polyendocrinopathy

ZBER:
BEAEFE R 2R R - LB AR SR H R R A MECI VAR -

= BERR

IPEXAEfE B E A R xR OB E A - BURHIFOXP AR x4 i
FfXp11.23-q13. 31, - HREBUR AL - T—RE RPN - Aoowtikaiii
BEIE » 50% R B IEH A » P—HE R - A50%tER R K% » 50%HR Ry 1E
HA -
MW BRRERE :

FERR PR b = JEAE AR o] 0k BE R < $8 4R+ BB KU ~ IR 1 R R A
TR (DIRERKEAREIRR R R R) 1A BEEREZREEER

£+=5 eEEm | 179



pb
o8 mBEER ()

¥ (Systemic autoimmunity ) BYRIE @+ B EEEKEMEEN (Coombs positive
anemia) ~ BHEQEME I/ IMURZIE (Autoimmune thrombocytopenia) =
B R R EREE (Autoimmune neutropenia) ME/NE RS (Tubular

nephropathy ) ZiRHi S = IHFEARMEREAR AT T

ERPR IR FEHmER A
Worib R | B AR - EIRAE AR R A — 1 ) B — R A
AN R Ry B R o0 1 A HOIR B v T 5 | 38 F IR BR D REAR T
(Hypothyroidism ) BEHRIREERESTHE (Hyperthyroidism) ©
(73] HRF R 181 H B ER/KIE » EIRTE A 2R 55— 18 H 8 — 4
T4 YR AT RBIARNEHSE (Lamina propria) FHH
FEZf#E (Villous atrophy ) BN EIIET -
JE R R IS (Typically eczematous)  LEZAE (Erythroderma)
» B IR YA T B2 R & (Exfoliative dermatitis) KEZHHIE G
( Psoriasis-like lesions ) 5 ] #ERZH] -

R ¥
LI AT - RS RS B R G 1T D T 2 -

EX MERARE
A 5 il B 7 B S M R~ HOIR MR Th RE b A DL R B B B
(Pancreatic islet antigens) EHFIRARHLE ( Thyroid antigens)
M7 H AR -
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IPEX Syndrome

i FEAE
1K1 ZIMIREBELCoombs test » MARE FEA A B EIIEIMR
T A B TR B MR G R -
2171 M RF% (Blood Urea Nitrogen; BUN) ~ HLEFBE
(Creatinine ) IR KRBT °
RPE fi#1gG ~ 1gM ~ IgABIgEIRIE -
HAt BT o

AR SR D RE SR AR TR » ] 2% A (B A RR A AR (L A A SRR AL BIA0 ¢ Iy
IgEIREMTHE » G HBEEIEE (Autoantibodies) HYHBL » AHURETUR TR -
THIRRUR T8 ~ PUNBRIET IS » SA AR EEMEAN (Autoimmune
anemia) ~ HEEREMEM/IMURZIE (Autoimmune thrombocytopenia ) B{EREH 4
BRIE (Neutropenia ) B(HIBIFHIAIEREMEYE HIIMERAE (Intermittent eosinophilia) 5
Blg: - FOXP3AEIRIZE H Al HiME — B L A BRSO AR R - RERRLRERY 51 3
Hui 95% A $REFOXP 3L Ry ZEs -

B
HNEEREHSMSE CASERENEEETEHETMRSE - 5
SEARRES TR R SE > AT REFH DU N R AR EE Y208 o BIA0 « R lbls] ~ Jide%
ErIRS B (Total Parenteral Nutrition ; TPN) Bifa/ 2 o RS - 28k

ERFCL AR IR EEREE (Wasting syndrome) Fir 2k B 22 A K AR
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R GEHIEE (S CyclosporinFlIFK506 ) FIRIEREEE & GHH ] - SR E &R
H o SirolimusHFEZHR CyclosporinFlIFK 506 F £ °

AEIRE AT MR A R 3 (G-CSF) JRIAHE 8 5 128 1 K 8 o 1 BRAE
(Autoimmune neutropenia) * Lk B 5 BEH RO MK A ILE A 2K -
I EALEREHRATARE - PR L B SRR IR

BRI R H R — A ia R T BT R EEE N B MR
R (HLA) FHERVERAINIESL - S@FE S IR E - DHEE B0 S S i 5
AEF IR -

tEBE:
BHENERLAHE > ZHEEATERT -2 FRGRBAHAY - BREN
R CAN B B ML AE T 6 2 e 52 B » (5L 8 SCRRAC Sk i R 7775 220~ 305

ESR

2EHR
* OMIM : http://omim.org/entry/304790

* GeneReviews : http://www.ncbi.nlm.nih.gov/books/NBK1118

¢ IPEX syndrome consortium : http://www.ipexconsortium.org/
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